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Pedepar

B crarbe npeacTaBieH KIMHAYECKUH CITydal, IEMOHCTPHUPYIOLINH CII0KHOCTh CBOEBPEMEHHOI TMarHOCTUKH Ha-
CJIEZICTBEHHOTO T€MOXPOMaTo3a, IPUBEICHbI JaHHBIE O COBPEMEHHOM TUarHOCTHKE U IOAX0JaxX K Tepanuu 3a00-
JIEBaHUS COTJIACHO CYINECTBYIOUIMM KJIMHUYECKUM peKoMeHaanusaM. OnrcaHHbIN KIMHIYECKUH clydail Hacien-
CTBEHHOTO TeMOXpoMaTo3a cBs3aH ¢ myTtanueit C282Y B romosurotHoit ¢popme B rene HFE y maruenta 58 et
u ero Opara-6im3Hena. IlepBoHauanbHO MPU3HAKHY JETTIOHUPOBAHUS XKeJle3a B IEYeHH! ObLTN 00HAPY KEHBI y TallUeH-
ta ipu MPT opranos OpromrHoii osoctd. [Ipu mabopaTopHOM UCCIEAOBAHUH Y MAIUEHTa OOHAPYIKEHO TTOBBIIIE-
HUE YPOBHS CBIBOPOTOYHOTO kene3a — 40 Mkmonb/1 u pepputuHa — 1340 Hr/mu. B mocnenyromem mpoBeneHO
uccnenoanne myrtanuii reaa HFE u o0Hapysxera mytanus C282Y B roMo3uroTHO# (opme (reHoturt A/A), 9To sB-
JAETCS MOJIEKYJISIPHO-TEHETHUECKUM MTOATBEPKICHIEM HACJIEAICTBEHHOT0 reMoXxpomMaTosa 1-ro tTuma. B To xe ca-
Moe BpeMs y OpaTa-Oi3Hela alueHTa Mpy [eJICHAIIPaBICHHOM 00CIeI0BaHIH BBISBIISCTCS YPOBEHD CHIBOPOTOU-
HOTO Xene3a — 36 MKMOJB/J, ypoBeHb pepputnra — 600 HI/MII, 1 Takke oOHapykuBatoT myTamuto reaa HFE,
aJuIeNIbHBINA BapuaHT A/A. Pe3ynbsraTs! prubposnacToMeTpHH IeYeHH y MAMeHTa COOTBETCTBYIOT CTereHH (Huodpo-
3a F1 mo mkame METAVIR. CBoeBpeMeHHO HauaThIe JiedeOHBIE (h1e00TOMUN IPUBENH K YIIYUIICHUIO KITHHIKO-
1ab0paTOPHBIX MOKa3aTeseil 0OMeHa jkele3a Py COXpaHEHNH HOPMAJIFHOTO YPOBHS SPUTPOLUTOB M TeMOTIIO0NHA.
Kuarouessle ciioBa: remoxpomartos, myTtauus rena HFE, knuanueckuil cinyyai.
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Abstract

The article presents a clinical case demonstrating the difficulties of timely diagnosis of hereditary hemochromato-
sis, presents data on modern diagnosis and approaches to the treatment of the disease according to existing clinical
guidelines. The described clinical case of hereditary hemochromatosis is associated with a homozygous mutation
of C282Y in HFE gene in a 58-year-old patient and his twin brother. Initially, signs of iron deposition in the liver
were found on MRI of the abdominal cavity. In laboratory analyses, the patient was found to have an increased level
of serum iron — 40 pmol/l and ferritin — 1340 ng/ml. Subsequently, the investigation of HFE gene mutations was
carried out and a mutation of C282Y in homozygous form (genotype A/A) was found, which is a molecular gene-
tic confirmation of hereditary hemochromatosis of type 1. At the same time, the patient's twin brother at the targe-
ted examination had the serum iron level of 36 umol/l, the ferritin level of 600 ng/ml, and also the mutation of HFE
gene, the allelic variant of A/A. The results of liver fibroelastometry of the patient correlate with the degree of fibro-
sis F1 by Metavir scale. Timely started therapeutic phlebotomies led to improved clinical and laboratory parame-
ters of iron metabolism while maintaining normal levels of red blood cells and hemoglobin.
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[lepBu4HBIN reMOXpoMaTo3 (HacJIeACTBEHHBIMH,
TeHEeTUYEeCKUI TeMOXpOMAaTo3, MMTMEHTHBIN IHP-
P03, OpoH30BBIN AMa0ET) MpeaCcCTaBIsAeT coOoH 60-
JIE3Hb «HAKOILICHHS» C MEPEerpy3Koil opraHmu3Ma
JKEJIE30M U €r0 OTIIOKEHHUEM B OpPraHax U TKaHSX.
HawnbGonee monBepkeHbl 3TOMY 3a00JIEBaHHIO HP-
JMAHMIBI, U3-32 YeTO MEePBUYHBIN TeMOXpPOMATO3
WHOT/Ia Ha3bIBAIOT «KEIBTCKOM OOJIE3HBION.

BriepBrie remoxpoMaTo3 ObLI onvicaH GpaHIly3-
ckuM maTosioroanaromMmoM M. Troisier (1865 T.) kak
CUMIITOMOKOMILIIEKC, CBSI3aHHBIA C HAKOINICHUEM
JKelle3a B OpraHu3Me, XapaKkTepH3yOIIUNCS caxap-
HBIM JT1a0eTOM, TUTMEHTAIIUEeH KOXKH, IIUPPO30M
neuenu. B 1889 r. Hemenkuii narosoroanarom F.D.
von Reklinghausen BBen TepMHUH «TeMOXpOMATO3»,
OTpaKaroluil OJHY U3 0COOEHHOCTEH 0ONe3HN —
HeOoOBIYHYI0 (OPOH30BYI0) OKPACKY KOXHU M BHY-
TpeHHUX opraHoB. OH HoJarai, 4To MUTMEHTAIUS
TKaHeW marueHTa Obljga o0yCIOBIIeHa KaKUM-TO
BEIIECTBOM, IIUPKYIUPYIOIIUM B KpoBu. B 1935
r. G.H. Sheldon mpeamnonoxun HacIeICTBEHHYIO
MPUPOY TEMOXPOMATO3a, IIPH KOTOPOM TIOBPEXKIe-
HUE OPraHOB U TKaHEW BHI3BAHO M30BITOYHBIM Ha-
KoruteHneM skene3a. B 1969 r. R. Williams u np.,
a mocne HUX C. Niederau u ap. B 1985 1. oOHapy-
KA TIOJIOKUTENBHOE BIIMSHUE KPOBOMYCKaHUN
Ha TedeHue 3aboneBanus. B 1976 r. M. Simon u fip.
MPOJEMOHCTPUPOBAJH, YTO T€H, J€TCPMUHHPYIO-
IV BOSHUKHOBEHUE T€MOXPOMATO03a, PACIIOI0KEH
Ha 6 xpomocome. B 1996 1. 3TOT TeH OBl UACHTH-
¢unuposan J.N. Feder u np. u momyunn Ha3zBaHuUe
HFE-rena [1].

B nmaneHeiiiem Oblna ToKa3aHa MpsMas CBsI3b
mexay 6enkom HFE u tpancheppun-onocpeno-
BAaHHOH peryJsinueil MeTabonn3Ma jkesnesa B opra-
HU3Me. bpi Takke oOHapy KeH elie OquH IPOTEnH,
YYacTBYIOIIHMI B MpoLecce LHUPKYJSLUH Kele-
3a B OpraHu3Me, — TencuanH. [encuauy cunre-
3upyeTcs B nedyeHr. OH HHTUOUpYyeT abCopOIHIo
xenes3a B JKKT u TopMO3UT MOOHIH3ALIUIO 3TO-
0 MUKPO?JIEMEHTa U3 JENO B MeYeHu. MyTanuu
TeHOB, IPUBOASIIUE K AePULINTY rencuanHa, siB-
JSIOTCS NPUYMHON (DEHOTUNIMYECKOH U T€HOTH-
NHUYeCcKO BapuabelbHOCTEH HACIEICTBEHHOIO
reMOoXpoMaTo3a.

B nauteparype ommcaHo 5 THIIOB HacleACT-
BEHHOT0 remoxpomarosa [2,3]: 1 Tun cBs3aH
¢ mytauueit HFE-rena, 2 Tun — 1OBEHUJIBHBIN,
3 tun — He cBsA3aHHbIM ¢ myTanueid HFE-rena,
4 THI — ayTOCOMHO-AOMUHAHTHBIHN, 5 TUI — Te-
perpy3Ka eje3oM Y HOBOPOKICHHBIX.

Yamie Bcero HabmogaoT 1-if TN reMoxpoMa-
TO3a, HAcJIEAYEMBIH MO ayTOCOMHO-PELECCUBHO-
My Tuny (6onee 95 % Bcex ciayuaeB), Ipu KOTOPOM
reHeTu4ecKas MyTalus NPUBOAUT K YCUJIEHUIO
BCAachblBaHUS *keJjle3a B KUIIEUHUKE M3-3a CHHUIXKE-
HUS SKCIIPECCUU PETYIIATOPHOIO OeIKa-peryisiTo-
pa oOMeHa jxene3a — rencuanHa. [leppoHayaibHO
JKEJIe30 OTKJIAABIBAETCS B KJIETKaX BHYTPEHHHX
OpraHoB B BOJOPAaCTBOPUMOM opMe, ComeprKallei
23 % >xene3a u 6enok ¢pepputuH. B nanpHeliem,
[0 Mepe MpOorpeccupoBaHus 3a00IeBaHus, Kelle-
30 HaKaIUIMBAaeTCsl BO BHYTPEHHUX OpraHax B BUJIE
rpanyn Oenka reMocuaepuHa, cogepxkamux 35 %
Keye3a, OKPYKEHHBIX OJHOCIONWHOW MEMOpPaHOM.
Ha nacTosmuiit MOMEHT U3BECTHO HECKOIBKO MY-
tanuii B rene HFE, CBA3aHHBIX C pUCKOM pa3BUTHUSL
reMoxpomaro3sa, Haubosiee 3HauuMble U3 HUX —
C282Y (3ameHa UCTEHHA B MOJIOKeHUH 282 Ha TH-
po3uH), H63D (3ameHa rucTUAMHA B OJIOKESHUH 63
Ha acnaparut) 1 S65C (65 aMUHOKHUCIIOTa — IIHC-
TEUH BMECTO CEpUHA).

Crnenyer OTMETHUTDH, YTO HAJIM4YUE MYyTalHUi
B reie HFE B GonpmmHcTBE ciy4aeB He MPUBO-
JIUT K pa3BUTHIO T€MOXPOMaTO3a, HO MOXKET CTaTh
MOKa3aHWEM JJid MPOBEACHUS PETYIAPHBIX MPO-
¢unakTHUecKuX 00CIEAOBaHUH C LIENbl0 00HAPY-
JKEHUS TIPU3HAKOB MEPETPY3KHU KETIE30M.

Hawubonee wacto cpean OONBHBIX C Haciuen-
CTBEHHBIM T'€MOXPOMAaTO30M PETUCTPUPYETCS
myTanus C282Y [4], npu 3TOM KIWHUYECKHUE
NposiBJICHUS 3a00JeBaHUSI BO3HUKAIOT TOJIBKO
y TIOJIOBUHBI TOMO3UTOT ¢ MyTanuei C282Y. B nu-
Teparype 3Ty MYTalHUI0 Ha3bIBAIOT «KEJIBTCKOU
MyTalHei», Tak KaKk OHa OTBETCTBEHHA 3a 0OJb-
IIMHCTBO CJy4yaeB HACIEJCTBEHHOIO I'eMOXpO-
marto3a (HI'X) B EBpone [5]. Ha ceBepe EBpomsr
u B Amepuke C282Y ren HFE BoisiBnsiercs y 0o-
nee 90% OONbHBIX MEPBUYHBIM T€MOXPOMAaTO30M
[6]. YacToTa BCTpedaeMOCTH 3TON MyTaluu He-
3HAUUTENBHO CHUXKaeTcs (B cpeanem o 80 %) mo
Mepe MPOJBUKEHHS OT ceBepa K tory EBpormsl [7].

B Poccuu nepBble reHeTHYECKHUE aHAIU3bl Ha
myTanuu reda HFE nposenenst B 2000 1. B ['ema-
tonorunueckoMm HayuHom neHtpe PAMH C.C. 360-
POBCKUM U COaBT., KOTOpbIE ONpeneauiaun 2
romo3urotsl C282Y u 2 rereposurotsl C282Y y 35
NalKueHTOB ¢ HapylIeHHeM oOMeHa Kele3a U Mpe-
M0JIaraéMbIM HACJIEACTBEHHBIM I'€MOXPOMAaTO30M
[8]. C.B. MuxaiinoBa u coaBT. [9] BBISBIIIN 4aCTO-
Ty ocHOBHbIX MyTauuii rena HFE y pycckux xu-
teneit HoBocubupcka v B HEKOTOPBIX 3THUYECKHUX
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rpynmnax 3amagHol U Bocrounoit Cubupu, mpen-
CTaBJIAIOIINX MOHTOJOUAHYIO pacy (ajaTauiisl,
TYBUHLBI, YYK4YU) U (PUHHO-YTOPCKYIO TpYyHIly
(MaHCH, XaHTBI, MOPABA). Pe3ynbTaTel HCCaeno-
BaHMS IOKa3aJd, 9TO Y PYCCKHUX 4acTOTa MyTa-
nuii C282Y, H63D, S65C cocrtasuina 12,5%, 4%
u 1,8 % COOTBETCTBEHHO, YTO COBIIAJACT C ITOKa-
3aTelsAMU y eBpoleiiueB. A y npeacraBuTenei
MOHT'OJIONJHON pachl U y QUHHO-YI'DOB MYyTa-
st C282Y He BHIABJICHA B MPOTHBOIOIOKHOCTD
BapuaHTy MyTtauuu H63D, KOTOpBI 10CTaTOYHO
HIMPOKO MPEICTABICH B JaHHBIX Ipymmnax (BcTpe-
gaetcs ¢ yactotou 0,001-0,085 %).

HenaBHue uccienoBaHus IOKa3ajid, YTO Ba-
puanT HFE-rena C282Y, a takxxe BapuanTsl H63D
u S65C MOryT MOJIOKHUTENBHO BIHUATH HA UM-
MYHHYIO cHcTeMy, o0yt usndeckyto Gopmy
U PENpPOAYKTUBHBIN CTATyC HOCUTENIEH MyTalHii,
MOT'YT 1a)K€ YMEHBIINTH PUCK Pa3BUTHUS TAKUX 3a-
OoneBaHUM, Kak OOKOBOM aMHOTPOGHUISCKUN CKJIe-
po3, 6oire3Hs AnbLreiMepa, 601e3Hb [lapkrnaCcoHA
u arepockiiepo3 [10], 4To OTKpbIBa€T HOBBIE Ha-
IPaBJICHUS UCCIEAOBAHMS 3TOrO HACIEICTBECHHO-
ro 3a00eBaHus.

Takum 00pa3om, reHeTHYEeCKHne 0COOEHHOCTH
NalyeHTa, CTENeHb EPErpy3KH OpraHu3Ma xele-
30M ONPEACISIOT CHMIITOMAaTUKY OOJIe3HH.

B pa3BepHyTOH KJIMHUYECKON CTaluM NMEPBUY-
HOTI'0 TEeMOXPOMAaTo3a IUarHOCTUKA He MpelcTaB-
JSeT TPYLHOCTEH — coYeTaHue LUpPpo3a NEeUYeHH,
caxapHoro amabera, cepeuyHOl HeIOCTaTOYHOC-
TH ¥ OpOH30BBIH OTTEHOK KOkW. Ha HavampHOU
CTaauu 3a00JeBaHMs TUATHOCTUYECKU 3HAYMMBI-
MU OyIyT JJabopaTopHbIe TIOKa3areau oOMeHa Jke-
je3a — ypOBEHb CHIBOPOTOYHOIO Kele3a, oomei
JKEJIe30CBA3bIBAIOIIEH CIIOCOOHOCTU CHIBOPOTKHU
(OXKCC), xonueHTpanus GeppuTHHA B CHIBOPOTKE
KpPOBH, IPOLIEHT HACBILLIEHNUS TpaHC(epprHa sxelie-
3oM. KoHueHnTpauus ¢peppuTiHa B CHIBOPOTKE —
HanOoJiee 4yBCTBUTENBHBIHN TECT, KOPPEINPY FOLIHIT
¢ 00IIMM 3armacoM >keje3a B OpraHu3Me, IOBbIIIe-
Hue ypoBHs (epputnra 6onee 1000 HI/™MI cBUIE-
TENBCTBYET O TSXKENOM neperpyske xxene3om [11].

Haubonee TuNINYHBIMYU, YaCTHIMU MECTAMHM OT-
JIO>KEeHUS M30BITKA XKeJie3a Ipu JaHHOM 3a00JeBa-
HUU SIBIISIOTCS NI€YEHb, CEPALE, MOKEITYA0UHAS
xKene3a. ITO AUKTYyeT HEOOXOAMMOCTh paHHEH
JHUArHOCTHUKU 3TOM pelKoi HaciaeACTBEHHOH ma-
TOJIOTUH, TIOCKOJIBKY CBOEBPEMEHHO HAa4aToe He-
CIIO)KHOE JIeueHHe (JIe4eOHble KPOBOIIYCKaHUS)
MO3BOJIMT MIPENOTBPAaTUTh (PrOpPo3 OpraHoB U pas-
BUTHE LIUPPO3a NEUCHU, XPOHUUYECKOH CepaedHOil
HEIOCTATOYHOCTH, CaxapHOro auabera, rUmoro-
Haau3Ma U Ap., YTO OCOOEHHO aKTYyaJlbHO C yuye-
TOM pOCTa MOKa3arejaeld CMEpTHOCTH OT OoJe3Hel
OpraHOB MUIEBAPEHUS B OTACIBHBIX PETHOHAX
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LlentpanbHoro ¢enepanpHoro okpyra (LPO)
B noclneanee aecaruierue [12].

B kadecTBe WILIIOCTpAaLlMU NPUBOIUM KIWHU-
Yyeckoe HabJIIofleHNe ciaydas HacleACTBEHHOTO
remoxpomMato3a. Ha mybnukannio JaHHBIX MOJTY-
YeHO MUChMEHHOE MH(POPMHUPOBAHHOE COrjlacue
NalUeHTa.

[Nanuent b., 58 net rocnuTaau3upoBaH B racTpo-
saTeponorndeckoe oraenenue I'bY PO ObmactHo#
KIIMHUYeckor 6ompHUIE! 11 anpens 2018 T. ¢ xamno-
0amH Ha TSDKECTB B ITPaBOM Hoapedepse, OLIyIICHNE
MOKEHHSI B SIIUTAaCTPHH, OOIIYIO C1a00CTb.

AHamHe3 3a00sieBaHHS] — B TEYCHUE ABYX JIET
nanueHTa OecHOKOWIHM Holouue 00J1M B HOsiC-
HUYHOH 00JacTH cupaBa, MO MOBOAY KOTOPBIX
B (heBpasie 2017 r. Obu10 IpoBeaeHo Y3U opranos
OpIOIIHOI TOJIOCTH M BBISIBJICHA OIYXOJb IIPaBOit
nouyku. 16 mapta 2017 1. Oblna npou3BeneHa pe-
3€KLHs TPAaBOM MOYKH, TUCTOJOTUYECKOE 3AKITIO-
YEeHHE — CBETJIOKJETOYHAs KapUUHOMa IOUYKH
G1 6e3 mpopactanus GuOpo3HOI Kancynsl (Kap-
nuHoma npasoi nmouku TINOMO). B stot nepuoz,
CO CJIOB NMAallMeHTa, B aHAJU3€ KPOBH OOHapyKe-
HO TIOBBIIIEHHE YPOBHS Xkene3a. HeogHOKpaTHO
KOHCYJIbTUPOBAH I€éMaTOJOTOM, JaHHBIX O 3a-
0oJeBaHMU KPOBH MOJy4eHO He Obu10. B mocne-
ONEepaLMOHHBIM MEPHOA MALMEHT oTMedas 00Iu
B TMOSICHUYHOH 00acTH crpaBa ¥ B IPaBOM IOJ-
pebepsbe, B cBsi3u ¢ yeM B utose 2017 1. mpoBeaeHa
MPT OpromHoO# Moa0CTH, KOTOpas He 0OHAPYKH-
Jla TPU3HAKOB PELUIMBA OIyXOJIH MPABOI MOYKH,
HO BBISIBUJIA TIPU3HAKU JIETIOHUPOBAHUS COEIU-
HEHUH Xkeye3a B MapeHXUMe MeueHu. B aHanuse
kpoBHu oT 8 nekabps 2018 1. Tpancheppun — 1,91
/1 (Hopma 2,15-3,66 1/11), pepputun — 615 Hr/mMa
(mopma 20-250 ur/mur), OXKCC — 43,5 MxMonb/n
(mopma 45-81 Mxmonw/i). B ananuze kpoBu ot 15
¢espains 2018 . BEISABICHO CBIBOPOTOYHOE JKENIE30
— 40 mxmonw/n (HopMma 11,64-30,43 MKMOB/7),
dbepputun — 1340 Hr/™MA, TpaHCcheppuH —
2,12 t/n, OXKCC — 48,23 mxmons/n. Ilocae oue-
PEnHON KOHCYJBTAllMM T'€MaTOJIO0ra HalleHT ObLI
HaIIpaBJICH Ha uccienoBanue myrauuu rena HFE.

27 depans 2018 r. mpoBeACHO HCCIEAOBAHHE
myTtanui rena HFE, nokanu3oBanHoro Ha 6-oit
xpomocome (6p21.3) u UMEIoIIETo B CBOEM COCTaBe
77 5K30HOB, OTBETCTBEHHOI'O 32 pPa3BUTHUE HACIEN-
CTBEHHOr0 remoxpomarosa | tuna. PesynsraT nc-
cienoBaHus nonyueH 28 mapra 2018 . — B reHe
HFE o6napyxena mytauusi C282Y B romosu-
rotHoi ¢popme (reHotun A/A), 9TO SIBISIETCAS MO-
JNEeKYNAPHO-TEHETUYECKUM MOATBEPKACHUEM
HaCJIEeACTBEHHOro reMoxpomarosa | tuna. Bapuant
myrtanuu HFE-rena H63D He oOHapyxeH. [Ipume-
YaTeNnbHO, YTO Opar-O0JM3Hel MalueHTa OIHOBpe-
MEHHO CAAeT aHaJu3bl KPOBU — CBIBOPOTOUHOE
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JKeJle30 COCTABUIIO 36 MKMOIIB/I, GeppUTHH —
600 ar/mm. Y Opara Takke o0OHapyKHBAIOT MY-
taruio reHa HFE, annensHerii Bapuant A/A. U3
aHaMHe3a M3BECTHO, YTO OpaT malMeHTa cTpaua-
eT caxapHbIM auadeTom. [lepen rocriuranuzamueit
3 anpens 2018 r. nanueHT b. moBTOpHO ciaeT aHa-
JIN3 KPOBH, KEJIe30 B CBIBOPOTKE — 38 MKMOJIIB/JI,
hepputnH — 642 HI/MIIL.

AHaMHe3 )XH3HU — BBICIIIEe 00pa30BaHUe, HH-
>keHep. JKenar, umeetr JBouX ChlHOBEH. BpenHnbie
puBBIYKH oTpunaeT. [lepeHecennsie 3ab60meBa-
HHS — aNMeHAIKTOMUS, PE3EKIUs MPABO TOYKH
o nmoBoay KapruuaoMmbl (16 mapra 2017 r.). Tak-
YK€ TAI[MEHT OTMEYaeT MTHU30ANIECKOE MOBBIIIIe-
HHe apTepuaIbHOro AaBieHus 10 140/90 Mm pT. cT.
Ateprojornueckuii anaMmHae3 6€3 0COOEHHOCTEH.
HacnenctBeHHOCTh — caxapHBIN auaber y oTma
u 'y Opara-6mu3Hena.

IIpn 00BEKTHBHOM HCCIETOBAaHUN — oOIIee
COCTOsIHHE yHoBieTBopuTenbHOe. Co3HaHUE siC-
Hoe. KoXHBIe TTOKPOBHI ¢ 0OYaramMu TUIEepITUTMEH-
TaIMu B 00JIACTH TOSICHUITBI, TIEpEIHE OPFOITHOM
CTEHKHU, B 00JIACTH TOCIEONEPAHOHHBIX PyO-
OB (QaMMEeHAIKTOMHS, PEe3eKI[Us MPaBOH MOY-
ku). [logkoxxHas kmeT4aTka M30BITOYHO pa3BUTA,
uHaekc Maccel Tena (MMT) — 29 kr/m2. Tlepu-
(hepruueckux otekoB HeT. [lepudepruueckue mum-
(hoy3nel HE MaNBNUPYIOTCA. B erkux asixanue
BE3UKYIISIPHOE, XPUTIOB HET, YaCTOTA JIBIXaTeb-
veIX aswkenuit (UJ1J1) — 16 B muH. JleBas rpa-
HUIIA cep/ila MepKyTOPHO CMEIIEeHa BIEBO Ha 1 cM,
MpU ayCKYJbTAlMU TOHBI CEpANa MPUTIYIICHBI,
PHUTM MIPaBUIBHBIN, YACTOTA CEPACYHBIX COKpAIIe-
auit (UYCC) — 70 yoapoB B MHH. ApTepraibHOE
napierue (A1) — 135/80 mm prt. cT. Ilpn mans-
MMaIy )KUBOT MATKHM, YYBCTBUTENHHBIN B JITH-
ractpud. [lepkyTOpHO HUXHSS TPaHUIA TIEUYCHU
0 Kparo MpaBoil pebepHON Myru, Kpal MmedeHu
He nanbrupyeTcs. CTyn exXemHeBHO, Kall opopMm-
JICHHBIH, NATOJIOrMYECKUX MPUMECEH B KaJie HeT.
CHMIITOM MTOKOJTaYMBaHUS OTPHUIATEIBHBIN C ABYX
cTopoH. Mouencmyckanme cBoOogHoe, 6e300e3-
HeHHoe. CoH He HapyuieH. [IlutoBuaHas xenesa
HE TaJIBITAPYETCH.

Pe3ynbrarsl JOMOJIHUTENBHBIX HUCCIEIOBAHUM.
OOImuii aHa M3 KPOBH: IPUTPOLIUATE — 4,56 % 10'2/11,
Hb — 131 /i1, neiixounts — 5,1 x 10%/1, Ht — 0,39,
s03uHOPUITEI — 1 %, manmoukosaepuasie — 6 %, cer-
MeHTosepHbIe — 62 %, muMboruTel — 26 %, Mo-
HOLMTEL — 5%, COD — 6 mM/4. OOwmui aHaan3
MOYH: IIBET — XeNThI, pH — He#TpansHas, Oe-
1ok — 0, KJIETKH miIockoro snurenus — 0-—1
B 11/3p., IGHKOIIUTHl — 1-2 B 11/3p., SPUTPOITATH —
8—10 B /3p. RW — oTpumarenbHas. AHTHTeNIA
k BUY He 0O6HapyXeHBI. Mapkephl BUPYCHBIX Te-
matutoB: HBsAg, anti-HCV — He oOHapy KeHBI.

broxumuuecknil aHann3 KpoBu: OMIHPYOHH 00-
it — 15,9 MxMons/i, ipsMoit — 3,0 MKMOJTB/JI,
Henpsamoir — 12,9 mxmons/n, AcAT — 25 En/m;
AnAT — 29 En/n; y-I'TI1 — 20 En/m; memnoanas
tdocdaraza — 67 En/m; rimokoza — 5,6 MMOJIB/,
ammiiaza — 35,7 r/n*y, MoueBHHA — 5,2 MMOJIB/JI,
OCTaTOYHBIHN a30T — 18,2 MMOJB/JT, KpeaTHHUH —
0,082 MKMOIIB/JT, XOJeCTEpHH — 5,8 MMOJIB/JI, Ka-
nuii — 4,05 MMoab/1, HaTpuii — 145,4 MMoITb/,
KalpIui — 2,57 MMonb/l. benkoBbie ppakiium
METOIIOM 3JIeKTpodopesa: oommit 6emox — 63 1/11;
ane0yMuHBl — 56,6 %, al-rmobymuael — 6,2 %,
02-rno0ymuHbl — 12,6 %, B-rno0ymuae — 11,5 %,
y-rno0ynuasl — 13,1 %, koappunuent ne Putu-
ca— 1,3. XKeneso B ceiBOpoTKE — 24,2 MKMOIIB/I,
bepputur — 615,6 Hr/™MI, TpancheppuH —
276 mr/mn, OXXCC — 36,7 MKkMOIb/11, KO3 QUTTHEHT
HacelleHus TpaHcheppuna — 67 %. Koarynorpam-
Ma: ¢pubpuHoreH — 2,76 r/m, AUTB — 26,2 cek,
MHO — 0,95 en., rpombuHOBOE Bpems — 14,9 cek.,
npoTpoMOMHOBEIN MHAeKC — 1,05. AHanu3 Kana
Ha anTureH Hp — nonoxurensusid. Konpoioru-
YeCKO€e HCCIIeIOBAHUE: KOHCUCTEHIUS — MSATKas,
0 OpPMIIEHHBIH, IIBET KOPUYHEBHIH, HATTUIHE HeTle-
PEBapEeHHON pacTUTENbHON KIETYATKHU, MIOCKUN
SNUTENUH — €AUHUYHBIA B IOJIE 3pEHUS, JIEHKO-
UTHl — €AMHUYHBIE B TI0JIC 3PEHUS, TATOTCHHBIE
MpoCTelIIre 1 i TIUCT He OOHapy KeHbI. Peak-
1S Ha CTEPKOOUITNH — TIOJIOKUTEIbHAS, PeaKIIHs
Ha CKPBITYIO KPOBb — OTpPHIIATEIbHAS.

OKI' — cuHYCOBBIN PUTM, OTKJIOHEHUE 3JIECK-
Tpuueckoit ocu cepana (30C) BieBo, IpU3HAKH
YBEIWYEHUS JIEBOTO MPEACEPANS U JEBOTO XKEIy-
JI0YKa, yMEpEHHbIE N3MEHEHUS B MUOKapIe HUXK-
HEll CTEHKU JIEBOTO JKEITyJ0UKa.

V3U cepaua — yBeJIMYEHHUE MOJOCTH JEBO-
ro XeJIyAo4YKa, MOJIOCTEeH 000MX MpeICcCepauid.
Hapymenune nuacronnyeckoil GyHKIIHH JEBOTO
xkenynodka | Tuma. YMepeHHast perypruTaius Mu-
TPAJTBHOTO U TPUKYCIUJATHHOTO KIIAMTAHOB.

Y3U OprourHoi MONOCTH — CTPYKTYpa MeYeHH
cnabo HEOAHOPONHA, YXOTeHHOCTh TOBBIIICHA,
KOHTYp poBHBIN. Kpait no pebeproit nyru. Koco-
BepTukanbHbIi pazmep (KBP) mpaBoit monu nede-
HU — 153 MM, xenuHbld ny3eipb — 70 X 38 MM
¢ meperudamu, B IPOCBETE B3BEChH, TONIINHA CTCH-
Ku — 3 MM. BHyTpumneueHoYHbIE TPOTOKU HE
pacuIupensl, Xoleq0X — 5,5 MM, MOMXKeIyI04-
Has JKele3a ciiabo HEeOJHOPOHA, YILIOTHEeHA, TO-
joBka — 30 MM, Temo — 15 MM, XBocT — 27 MM.
Bupcynros npotok He pacmupeH. BopoTHas
BeHa — 11 MM, cene3enka — 121 x 39 MM, mouku:
npaBast — 108 x 56 mm, TCII — 20 mM, vamieyHo-
noxanouHas cucrema (YJIC) He pacmmpena, je-
Bass — 127 %65 MM, TOJNIIMHA CIIOA HapeHXH-
Mbl — 21 MM, B npoekuuu YJIC xuakocTHOE

1001



Kinnnyeckue Ha0IH0OAeHHS

o0pa3oBaHue, BEPOATHO, TTapaneIbBIKaIbHBIE KIC-
THl U QHAJIOTUYHbIE — 19 X 8 MM. YBEJIMYEHHBIX
muM(pOY3IIOB HE BHISBIICHO.

dubporacTpoCKOnusi — MOBEPXHOCTHBIN rac-
Tput. [lonun HUXKHEN TpeTH Tena xenyaka. [ 'uc-
TOJIOTHYECKOE HCCIieloBaHne OUomTara: B UCCIIe-
JIyeMOM MaTrepHajie TPYIIbl IOKPOBHO-SIMOYHOTO
SUUTENHUs ¢ IPU3HAKAMHY THUIIEPIIIA3UU U y4acT-
KaMH YMEPEHHO BBIPAXEHHOW MpoiuQepamnuu.
®rnopa Helicobacter pylori++. Llutonorus — ane-
HOMATO3HBIH MOJIHUII )KETyIKa C BOCIIAJICHUEM.

B ractposHTEpOIOTHUECKOM OTIENCHHUH MPO-
BOJMIIOCH JIedueHue — namera Ne 5, HolbIIaza
40 mr/cyT, 3paguKallOHHAS Tepanus MepBOM JTH-
oy (k1aputpomunua 1000 Mr/cyT 1 aMOKCHITHII-
nua 2000 Mmr/cyT, 10 mHEi), nBax bl JedeOHOE
KpPOBOITYCKaHHE.

[Ipu BBITIHCKE — SPUTPOIUTHI KPOBH COCTa-
B 4,6 x 10'%/n1, Hb — 138 1/1, uBeTOBOH mOKa-
3arens (LI1) — 0,9, COD — 10 mm/4. XKene3o
CBIBOPOTKH — 26,8 MKMOIb/1. [Ipu BRITTHCKE Ta-
[UEHTY PEKOMEHJOBAHO COONIOIEHNE AUETHI,
HaOJI0/IeHNe TaCTPOIHTEPOIIOTA MO MECTY KH-
TEeIbCTBA, MPOBEJECHUE AJIACTOMETPUH TEYEHH
IUTSL ompeneseHus crenenn ¢pudposa, OI'C-koH-
Tponb 1 pa3 B rop, mpoBefeHHE B aMOyIaTOPHBIX
ycaoBusAx (redboroMun (JIe4eOHOE KPOBOIYCKa-
Hue) — 300—-400 M gepes 2 Heaenu ¢ IOCIeayIo-
IIMM KOHTPOJIeM OOIIero aHajim3a KpOBH, Kele3a
B ceiBOpoTKe, hepputnHa, OXKCC u xodddummen-
Ta HACBHIMEHUS TpaHChEppHUHA IS ONpeAeNeHus
JanpHeero rpaduka NpoBeAeHUs pa3rpy304-
HEBIX (1e00TOMUIA.

K ocoOGeHHOCTSIM MaHHOTO KJIWHHUYECKOTO
ciaydasi MOKHO OTHECTH CIEeAYyIONe MOMEHTHI.
Bo-mepBBIX, MOBBITIIEHHOE JETIOHIPOBAHHUE Kele3a
B TIEUeHH OBIJI0 OOHAPYIKEHO Y MalneHTa JI0 Ipo-
BEJICHUS T€HETUYEeCKOro ucciegopanus npu MPT
OpraHOB OPIOIIHOM MOJIOCTH, TPOBENEHHOTO IT0 TI0-
BOJY IOCJIEOTNIEPAIMOHHOTO OOJIEBOTO CHHAPOMA
(pe3ek1ys KapIMHOMBI ITpaBoi MoYkH). B kauecTse
HenHBa3uBHOro noaxoaa MPT cuurtaercs cran-
JAPTHBIM METOIOM JUArHOCTHKH U MOHUTOPHHTA
KaK Teperpy3Ku MeUeH! Kelle30M, Tak U 3¢ dek-
THBHOCTH TEPAIHH HACIIEICTBEHHOTO TeéMOXpoMa-
T032 [13]. BOo-BTOpPBIX, IPOBEACHHOE FT€HETUYECKOE
WCCIIeJJOBAHNE BBISIBUIIO HaMOOJIee YacCTYHO MY-
tanuio resa HFE B romo3uroTHO! opme He
TOJBKO Y CaMOro IMamueHTa, HO U y ero Opara-
Omm3Hena. B-TpeTpuX, CBOEBPEMEHHO HayaThle
ne4eOHbIe KPOBOMYCKAHUS MTPUBEIH K yIIydIlle-
HUIO KIMHUKO-Ta00paTOpHBIX MoKazaTesei ooMe-
Ha keJie3a TP COXPaHEHWH HOPMATBHOTO YPOBHS
SPUTPOIUTOB U TemoriaodwHa. Ilocne BeImUCKH
W3 CTalHoHapa MalueHT npoien GudposIacTo-
METPHIO, MOJIYYeHHbIE 3HaYEHUS 3JIaCTHYHOCTH
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MEYeHN COOTBETCTBYIOT cTeneHu gubposa F1 mo
mkane METAVIR.

B 2017 r. B JIoc-Anmxkenece pabouei rpymnmnoi
OBLIIH TTPENJIOKEHBI TePaleBTHIECKHE PEKOMEH-
JTAIAY TI0 HACIIEJICTBEHHOMY TeMOXpOMAaTo3y IS
MManueHToB, roMo3uToTHEIX Mo C282Y. Cormnac-
HO PEKOMEHJIAIUAM JIeUeHUEe CIIeAyeT HAYNHATh
¢ ypoBHs QepputuHa 6onee 300 MI/I y My KYHH.
l'unepdepputnnemus tpedyer auddepeHnaib-
HOW MUAarHOCTUKU, TIOCKONBKY (peppuTHH — He-
cren(puIecKuii MapKep BOCHAJICHHS, B TO BpeMSs
Kak TpaHC(EeppUH — paHHHUN OMOXUMHYECKUN
MapKep HacJeICTBEHHOTO TeMoXpoMaro3a. Ypo-
BEHb TeMorioomnHa nocie ¢hiaedoToMuii He JOIKeH
obITE MeHee 110 /11, a neneBoit ypoBeHb heppuTH-
Ha, KOTOPBHI PEKOMEHAYETCsl OLEHUBATh Ha (OHE
¢neboTomuii 1 pa3 B MecdIl, JOIKEH COCTABIATh
50-100 mkr/m [14].

B pexomengamusax EASL [15] Takxe ObLn
chopmynupoBaH aaroOpUTM JUATHOCTUKHU TeHE-
THYECKHUX TpudrH runepdeppuruaemMun. Coriac-
HO 3TOMY aJTOPUTMY MAalUEHTOB C TOBEHIIICHUEM
KOHIIEHTpanuu (GeppuTHHA B CHIBOPOTKE KPOBHU
IO TIPOBEICHNSI TEHETUYECKOTO TECTHUPOBAHUS HE-
00X0IMMO MTPOBEPUTH HA HAIIMYWE HAnOoJee Jac-
THIX TPUYHUH TUNEPPEPPUTUHEMHUHN, TAKUX Kak
XPOHUYECKOE 3J0yIOoTpedaeHne aixkoroieM (1o
MIaHHBIM aHaMHe3a), BOCIajJeHHne (OMpeaeIuTh
ypoBeHb C-peakTHBHOrO 0Oelka), HEKPO3 KIIETOK
(onmpenenuts ypoBeHb AnT, AcT), onyxomu (st
3TOr0 HEOOXOAUMO B O0IIEM aHAIIN3€ KPOBH OIpe-
nenuts COD, a Takke MPOBECTH KOMIIBIOTEPHYIO
TOMOTpauio OPraHoB OPIOLUTHOHM MOJIOCTH) U HE-
AJIKOTOJIbHAsA KUpOBas 00JIe3Hb MEUYECHH W/HIU
MeTa00oIMYEeCKU CUHAPOM (MOHUTOPHHT apTe-
PHAJIEHOTO IaBJICHHUSI, ONIpeiesIeHIe HHAEKCa Mac-
CBI TeJa, OOILIETO XOJMeCTepruHa, TPUTIIHIEPUIOB
U [JIIOKO3bI KpoBH). [Ipu nCcKI0o4eHun JaHHBIX cOC-
TOSTHUHM M COXpaHEHHH TUNEepPEepPUTUHEMHH, HE-
CMOTpSI Ha JICYCHHE IPYTUX BOZMOXXHBIX MPUYMH,
HEOOXOAMMO ONpPENeNIUTh caTypauuio TpaHchep-
puna. Ilocne moaTBepKACHUS MOBBIIIEHUS 3TOIO
nokasaress ciaenyet nposoauts HFE-renotunu-
poBanue. Ecny nauneHT sBisieTcsi TOMO3UT0TOH 10
C282Y, nuarHo3 «reMoxpoMaTo3)» CUUTAETCS MO-
TBEPKICHHBIM.

B 3aknioueHHe cTaTbU CUHMTAEM LEIeco00-
pasHBIM 0003HAYUTH TPyl MAlUEHTOB, HYX-
JAIOIKUXCA B T€HETHYECKOM TECTUPOBAHUU Ha
HaCJIEJCTBEHHBIH TeMoxpoMaro3 corinacHo Kiu-
HUYECKUM pekoMeHAanusaM EBpomneiickoii acco-
nuanuy 1o u3ydeHuto Oonesneit neuenu (EASL)
2010 r. [15]: HFE-TecTupoBanue AOJKHO MPO-
BONHUTHCS TMalMEHTaM C XPOHHUYECKUMHU 3a-
0oJIeBaHUSIMH TEYEHH, Y KOTOPHIX BBISIBICHO
yBEJIMYEHUE HacblIeHUs TpaHcheppuHa,
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nanueHTam ¢ nopdupueii tarda cutanea, Bepudu-
UPOBAaHHBIM XOHAPOKAIBIIMHO30M, IreNaToue-
JTIONSIPHOW KapUMHOMOH, CaxapHbIM AHabETOM
1 Tuna. HFE-TecTupoBanue He peKOMEHyeTcCs na-
LUECHTaM C apTPUTOM WJIH apTpaJiruell Hey TOUHEH-
HOT'O I'eHe3a, caxapHbIM JuabeToM 2 Tuma, Kpome
TOTO, YYUTHIBas HU3KYIO IIEHETPAHTHOCTH O0Je3-
HU TEHETHYECKUH CKPUHMHT B OOILIEH MOMyISIIH
TaK)Ke HE PEKOMEH/I0BaH.

Asmopwt 3as6n510m 06 omcymcemeuu KOHpauxma
uUHmMepecos no NPeocmasienHol cmamoe.
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