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Annorauus. Auemus [laiimonna-brnekdena (AJIB) — penxast hopma BpOKACHHON KPAaCHOKJICTOYHOH aria-
31U KPOBETBOPEHNS, XapaKTEPU3YIOLIAsACs yTHETEHHEM SPUTPOII033a U BPOKICHHBIMU MOPOKAMH Pa3BUTHSL.

B crarbe npuBezneHo Habmonenue 3a pederkom ¢ AJIb. JleBouka poauiiack ¢ Tshkenod anemueit. J{naruos Oput
YCTaHOBJIEH B BO3pacTe 3-X MECAIEB, TEeHETUUECKH MOATBEPK/ICH B 2 roa. C pOXKASHHUS MOTyUYaeT eXKEeMECIIHO
TpaHC(y3HOHHYIO TEPAIUIO IPUTPOLUTHON Maccoi. [IpOBOAMIOCH JIeueHHE PEAHU30IOHOM, L-neiiinHom Oe3
addekra, pedbeHOK ocTaBajcs TpaHC(HY3MOHHO 3aBUCHMbIM. EJIMHCTBEHHBIM KypaTHBHBIM METOJIOM, TTO3BOJISIO-
MM BBUIEYNTH JAaHHOE 3a00JI€BaHueE, SIBISETCA TPAHCIUIAHTALUS TEMOIIOITHYECKHX CTBOIIOBBIX KPOBETBOPHBIX
kietok (TT'CK). IToxxozasiiero poacTBEHHOTO JOHOPA Y I€BOYKH HE 0Ka3anoch, cuOauHr 14 net He nmogomen. K
15 romam y peGeHKa pa3BUIIMCh CEPhE3HBIC OCIOKHEHMUS, 00YCIIOBICHHbIE MOCTTPAHC(Y3UOHHOI neperpy3Koi
skerne3oM nedeHn (grade 4), muokapaa, runodusa ¢ pa3BUTHEM MEYCHOYHON M CEPACYHOI HEI0CTaTOYHOCTH;
SHJIOKPUHHBIE HAPYyLICHHUs B BUJE THIOMUTYUTAPU3Ma, IIEPBUYHOTO U BTOPUYHOTO TMIOTHPE03a, MOBBIMICHUS
TIMKEMUH HATOIIAK. Y JEBOYKH, KPOME 3TOTO, MMEETCs XpoHuueckuii BupycHslii renatut C. C 1enbio BEIBEACHNS
n30bITKA KeNe3a U3 OpPraHu3Ma MaIMeHTKa ¢ 8 JIET MOCTOSHHO IMONy4aeT XeNaTopHyio Tepamnuio. Haxorenne
Kese3a B OpraHax NPUBOIKUT K HEOOPaTHMbIM HAPYLICHUSIM UX (YHKIHH, COKpAIas IPOIOIKUTEIbHOCTD KHU3HH
nanueHToB ¢ A/Ib, mo3TOMy KpUTHYECKH BaXKHO PaHHEE HAYAJIO XEIaTOPHOU TepaIuH.

KuroueBsle cioBa: anemust laiimona-biekdeHa, KpacHOKIETOUHAs arulasus, AETH, NEpPerpys3ka jKeiae3oM,
XeJaTopHast Teparus

Argunova E.F., Kharabaeva E.M., Protopopova N.N.,
Kondratieva S.A., Yadreeva O.V., Nikolaeva S.A.

DIAMOND-BLACKFEN ANEMIA WITH SEVERE
POSTTRANSFUSION IRON OVERLOAD

Abstract. Diamond-Blackfan anemia (DBA) is a rare form of congenital red cell aplasia of hematopoiesis
in infants and children, characterized by suppression of erythropoiesis and congenital malformations. The
article presents an observation of a child with DBA. The girl was born with severe anemia. The diagnosis was
established at the age of 3 months, genetically confirmed at 2 years. Since her birth, she had been receiving
monthly transfusion therapy with red blood cells. Treatment with prednisolone, L-leucine was carried out without
effect, the child remained transfusion-dependent. The only curative method for this disease is hematopoietic stem
cell transplantation (HSCT). With a 14-year-old sibling not suitable, there was no other suitable related donor.
By the age of 15, the child had developed serious complications caused by post-transfusion iron overload of the
liver (grade 4), myocardium, pituitary gland with the development of liver and heart failure; endocrine disorders
in the form of hypopituitarism, primary and secondary hypothyroidism, increased fasting glycemia. In addition,
the girl has chronic viral hepatitis C. In order to remove excess iron from the body, the patient has been receiving
chelation therapy since the age of 8.

The accumulation of iron in organs leads to irreversible dysfunction, reducing the life expectancy of patients
with DBA, so early initiation of chelation therapy is necessary.

Keywords: Diamond-Blackfan anemia, red cell aplasia, children, iron overload, chelation therapy
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Beenenne

Anemus Jlatimonna-bnexdena (AIB) — peaxas dbopma BpOXKICHHONW KPACHOKICTOUHON aria3uu
KPOBETBOPEHHS (PAaHHETO M JIETCKOTO BO3PAacTa), pPa3BUBAIOIIASICA B PE3yJIbTaTe aloITo3a SPUTPOU-
HBIX MPEIICCTBEHHUKOB B KOCTHOM MO3T¢e BeieacTBHe Aedekra dbnocuHTesa pudocom [1, 2, 3].

YacTtoTa pacnpocTpaHeHHOCTH 3a0oseBanus coctaBisgeT S — 7 Ha 1 000 000 poykAeHHBIX KUBBIMH
JieTell BHE 3aBUCUMOCTH OT HallMOHANBHOCTH U nona [4, 5]. I1o nannsiM Poccuiickoro perucrpa, moxa-
3aTenb cpenHeronoBoi pacnpocTpanenHocTn AJIb y mereit cocrasmuser 5,75+0,87 ciywas ma 100 000
HOBOPOJKJICHHBIX JI€TEeH, POJKICHHBIX KUBBIMHU, a CPETHETOIOBOM MOKa3aTelb 3a00/1eBaeMOCTH JeTel
AJ1b na teppuropuu P® — 0,634+0,034 cayuaeB Ha 100 000 HOBOPOXKI€HHBIX MAJBYMKOB U JEBOYEK,
POXIEHHBIX KHUBbIMU (min—-max 0,47-0,74 cinyuae) [6]. Okono 45 % OOoNbHBIX — ceMeWHbIE Cly4an
C ayTOCOMHO-JIOMHHAHTHBIM IIyTeM HacJieJOBaHus, ocTaBuuecss 55 % OOJBHBIX — CIIOpaJIMuecKUe
ciydan [7].

He menee 40 % nanuentoB ¢ AJIb HyX1aroTcsi B IIPOBEICHUH TIOCTOSIHHOM TpaHC(py3UOHHOIT Te-
paruu [8]. Oxono 75 % nammentos ¢ AJIb noxkuBatoT 10 Bodpacta 40 yiet, U1 TpaHchy3HOHHO-3a-
BHCHMBIX MAIMEHTOB TOT MOKa3aTeb COCTABISET UyTh Oomee 57 % [9].

Cpennuil Bo3pacT Havaja KIMHUYECKNX MTPOSIBICHUH — 2 Mecslla )KU3HH, CPETHUI BO3pacT ycTa-
HOBIICHHS quarHo3a — 3 — 4 mecsmna. B 6onee 90 % ciaywgaeB maHudecTaius 3a060ieBaHusS HAa TIEPBOM
rO/ly KU3HH, KpaiiHe peJKo — B nepBblie cyTku ku3Hu [10]. Knaccuueckue cumnromsl AJIb Britoua-
IOT MaKpOIMTAPHYIO (perke HOPMOIUTAPHYIO) aHEMHIO C PETUKYIIOIIUTOIICHHEH, IeOI0THPYIONTYI0 Ha
NIEPBOM TOAY KM3HHU (B MTOJIOBHHE CIIy4aeB — 10 3 MECSILEB), IPU OTHOCUTEIHHO HOPMAJIbHOM YHUCIIE
HEUTpOPHIOB U TPOMOOIUTOB. [/l TAKMX MAMEHTOB XapAKTEPEH HOPMOKIETOUHBIH KOCTHBIN MO3T
C aruTa3uel 3pPUTPOUTHOTO POCTKA KPOBETBOPEHHUS, COXPAHHBIM MHUEJIOMO0330M U aJCKBATHBIM YHCIOM
MerakapuouuTos [11].

Bomee wem y momoBuHBI 00mbHBIX AJIB MPHUCYTCTBYIOT BPOXKICHHBIE aHOMAIWH PAa3BUTUSA CO
CTOPOHBI KOCTHOM CHCTEMBI, BCTPEUAIOTCSI BPOXKICHHBIC MOPOKU CEpAlla ¥ MOUCTIONIOBONH CHCTEMBI.
[Ipumepno y Tpetn nanueHToB ¢ AJIb oTMedaroT HU3KHN POCT, 00YCIOBICHHBIN HE TOIHKO KOHCTH-
TYIIHOHAJIBHBIMH OCOOCHHOCTSAMH, HO M MOOOYHBIMU 3 dexkramu Tepanuu (Ieperpy3Koil xKeae3oM
BCJIC/ICTBHE ITTOCTOSIHHBIX TeMOTPaHC(Y3UH, JUIMTEIBHBIM IPHEMOM TIITFOKOKOPTUKOCTEpOn10B) [8].
Tepanueit neproit muHun AJlb siBisiercst rmokokoptukoctepounnas (I'KC) Tepanus B mo3e 2 Mr/kr
B TeueHHe 2 — 4 He/leNb ¢ IOCTENEeHHBIM CHIDKEHHEM JI03bI J10 nojepkusatoiiei menee 0,5 mr/kr/
cyT. OddexruBnocTs Teparmu ['KC ormeuaercst moutn B 60 % cimydaes. B ciyuae passutus crepo-
HJI03aBUCUMBIX HEXeNaTenbHbIX sABiIeHni Tepanus ['KC npekparaercs, 1 HallieHT NEPeBOAUTCS Ha
peryisipasle TpaHc(y3un SpUTPOLUTHON Maccoll (B3BECHhIO) B COUECTAHHMU C XEJIATOPHOM Tepamueit
(Teparus Bropoii muaun) [10].

PerynsipHble exxeMecsYHbIe FeMOTPaHC(y3HH OBICTPO MPUBOIST K H30BITOYHOMY HAKOIIJICHHUIO JKe-
ne3a B opraHu3Me. OCHOBHBIMHU OpPraHaMH-MHIIEHSIMHE TP TEPETPY3Ke KEIE30M SIBIISIFOTCS [ICUEHb,
MHOKap/I, OpraHbl SHJIOKPUHHOW CUCTEMBbI — I'MITO(U3, U TOBUIHAS JKEJIe3a, U MOKETyJ0uHasI KeJle-
3a. ' MITOrOHa0TPOITHBIN THITOTOHAIM3M — HauOo0JIee YacToe SHAOKPUHHOE OCIIOKHEHHE MEPETPY3KH
JKEJIe30M I'MIoQu3a, THarHoCTUpyeMoe 0oJiee YeM y MoJoBHHBI marueHToB (60 %). B Tshkensix ciy-
YasX MOXKET Pa3BHThCS M MAHTHIIONUTYyHTapu3M. HakoruieHue kese3a B MEYSHN W TOJDKEITYT0YHOH
JKeJie3e MPUBOAUT K HAPYIIECHHUIO TOJIEPAHTHOCTH K IIIFOKO3€, B AJIbHEHIIIEM K CHHKEHHUIO CEKPELUH
MHCYJIMHA U caxapHoMy auadery [11]. UToObl He OBUIO TaKMX TSDKENBIX OCIIOKHEHHH, HeoOXoanma
XeJaTopHasl Teparnusi, KOTopas J0DKHA OBITh MHUIMMPOBAHA KaK MOXXHO paHbIIIE, ONTUMAIBHO C 6
Mec., HO He 1o3xe 2 JieT. XeJIaToOpHYI0 Tepartio PeKOMEH/1yeTCsl HaunHaTh rocie 5 Tpancysuit spu-
POLIMTHOM Macch (B3BECH) W/WITH TOBBIIICHUS (PePPUTHHA CHIBOPOTKH KpoBH Ooiee 500 mxr/m [10].

Jns manmenTtoB mitazie 10 et pagukaabHBIM MeToioM JeueHus A/lb B cirydae HaIu9us pOICTBEH-
Horo HLA-coBmectimoro noHopa siBisiercss TI'CK. TI'CK nokaszana TpaHcdy3nOHHO 3aBUCHMBIM T1a-
LIMEHTaM, HE OTBEYAOIINM Ha ITIOKOKOPTUKOMIBL. [Ipy OTCYTCTBIH pOIICTBEHHOTO IOHOPA HEPOJCTBEH-
Hast HLA-coBectumas TT'CK Takixke MoXKeT paccMaTpuBaThCs Kak BapuaHT paaukaiibHoi Teparuu [10].
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Heanb ncciienoBanmsi: onvucanue KIMHAYECKOTO CIydasi PEJKON MaToJIOTHH BPOXKACHHOM Mapiu-
aJBbHOM KPaCHOKJICTOUHOH aruia3uu, anemun [Jlaiimonna-briekdena y aeBouku 16 net ¢ mocrpanchy-
3MOHHOM Meperpy3Kou Keae30M TsKeJIOH CTENEHH.

MarepuaJibl M MeTOAbI

Bb11 mpoBeieH peTpOCIeKTHBHBIN aHaIu3 MEIUIIMHCKON KapThl 1eBoukH 16 stet 10 Mec, HaXoauB-
IIEHCs Ha CTAlMOHAPHOM JICYEHHH B OHKOJIOTH4eckoM otaenennu [leanarpuyeckoro nentpa (IT1LY)
«PB Ne 1-HIIM umenn M.E. HuxonaeBay . SIxkyrcka ¢ 06.03.2023 1. mo 24.03.2023 1. ¢ ntuarao3om
BpPOXKIICHHAS TapIlMalibHasi KPACHOKJICTOUHAs aruiasusi, anemust [laiiMonna-briexdena, nocrpancdy-
3MOHHAsI Ieperpy3Ka KeIe30M.

Pe3yabTaThl M 00cyKAeHUE

JHeBouka 16 et 10 mec. moctymuia B oHKosoruueckoe otnernenue [1J]11 06.03.2023 1. ¢ xamobamu
Ha ¢cJ1a0d0CTh, BSUIOCTb.

W3 anamHe3a N3BECTHO, YTO peOEHOK OT 5 OepeMEeHHOCTH, 3 CPOYHBIX POJIOB (CTapIIne IETH 3710-
poBel). Bec nipu poxxnernn 2500 1, amuaa Terna 50 cm. CocTosHUE TIPU pOXKICHUH OBLTO KpaiHe Tsi-
JKEJI0€, 33 CUCT BBIPAKCHHOTO aHeMUYEeCKOro cuHapoma (remornooun (He) 59 r/i). Sakpuuana uepes
5 MUH, KpHK ObLT c11a0b1H. Onenka o mkane Anrap 4/6 6. [Toryunna remorpancdysuto, Ha 10-¢ cyTkn
pebeHok 0611 TepeBezicH B AeTckoe otaenenue LIPh. Bemmmcana Ha 14 cytku ¢ HB 120 1/1. B BO3pacte
2 mec. 13 mHelt noctynuna B gerckoe otaencHue L[PB ¢ xanobamu Ha OJI€THOCTD KOXKHU U CIM3UCTBIX C
ypoBHeM HB 56 r/m1. [IpoBenena remoTpancy3us U BBIIFICAHA TT0 MECTY KHUTENbCTBa. Yepes 13 greit
CHOBA MOCTYIHJIA B JITCKOE OT/EJICHUE C TeMH ke xkajiobamu ¢ HB 46r/11. [lanee peOeHka HanlpaBHiIu
Ha o0cieoBaHue U JedeHne B otaeneHne oakoremaronoruu [1JI1] «Pb Ne 1-HIIM». B remorpamme y
JICBOYKH ObLIa HOPMOITUTApHASI HOPMOXPOMHAS THITOpEreHepaTopHasi aHeMHUs TSKETIOH CTeTeHu (3pH-
tpouutsr 1,14x10°n, H 40 r/n, petukynouutsl 1%o, ISHKOLMTHI X TPOMOOLMTHI B MPEACIaX HOPMBbI).
B muenorpamme oOHapyxKeHa BbIpaKEHHAsl N30JMPOBaHHAS TMIOILIA3US SPUTPOUIHOTO POCTKA. 3a-
noo3pena anemust [lalimonyia-bnexdena. bout Ha3HauYeH NpeTHU30II0H 03¢ 2 MI/KT B TEYSHHUE 2 Mec.
C TIOCTETIEHHOW OTMEHOH, 6e3 apdexra. CoxpaHsiack MOTPEOHOCT B TEMOTPAaHCHY3UU C YaCTOTON
1 pa3 B mecH1I.

B 2008 1. o6ciienosana B PIIKB . MockBa, nuarao3 Obut moarBepskacH. [Ipu oOcnenoBannu B
yenoBusix qHeBHOTO cTannonapa ®HKIL JII'OU um. [Imutpus Porauesa B gpespane 2014 r. B Bo3pacte
7 ner 10 mec. nuarno3 aHemuu Jlaiimonna-biekdena nonTBepkaeH reHeTnYecky (MyTaluu B TeHe
RPLS), y marepu mannas mytamms orcyrctBoBana. C mrons 2014 r. momyyama L-neiinnH, Ha doHe
JIedeHusl yactora reMorpancysuii B npesxxHeM od0beme — 1 pa3 B Mecsii. B cBsizu ¢ BbICOKOI TpaHC-
(y3uoHHO# Harpyskoit (¢eppurun ot 12.02.2014 — 2081 Mxr/m) OBUTa pEeKOMEHIOBaHA XEIaTOPHAS
Tepanusi, gedeposrpokc (dkcukar). Ha ¢poHe Tepanuu oTMeueH poct ypoBHs TpaHcamuHas (AJIT/
ACT), B cBSI3U C 3THM J103a KCHJDKaTa OCTaBlIeHa MUHUMaIbHast (6 — 7 MII/KI/CyT), HEOOX0auMast 11t
nopaepkaHus OanaHca )kesesa B opranusMe. [IpuHumana taxke L-THpokcuH 25 MI/CyT MOCTOSHHO.
Jliist obecriedeHus MOCTOSIHHOTO BeHO3HOTO joctymna 05.05.2015 . ObuT ycTaHOBIIEH J0JITOCPOYHBII
HeHTpanbHbI BeHo3HbIH Karetep (LIBK) — mopr-cuctema. B Hos1Ope 2016 1. L-nefitiH B cBsI3U ¢ HEI(D-
q)eKTI/IBHOCTI)IO 6])1.]1 OTMCHCH. EI[I/IHCTBCHHBIM KypaTuBHBIM METOJAO0M, IMTO3BOJIAOIIUM BbUICHYUTD TaH-
HOe 3a00JIeBaHUE SBISIETCS] TPAHCIUIAHTAINS T€MOMOITHIECKUX CTBOJIOBBIX KPOBETBOPHBIX KIIETOK
(TT'CK). Y neBoduku ecTh OIWH 370pOBBIN cHOIHMHT, Opar 14 set. PekomennoBano HLA-TunmpoBanue
pebenka ¢ oparom ¢ nenbio nposeneHus TT'CK. 06.09.2018 ynaneHa mopr-cucTeMa B CBSI3U C BbISIB-
JICHHBIM HEOKKJIFO3HOHHBIM TPOMOO30M MOJKIIOYMIHON BEHBI CIIPaBa, MOTydasia TEepanuio Gpakcu-
napuHoM. Jlanee HaOmoganack M0 MECTY JKUTEIbCTBA, PETYISPHO MOIyyasla XeJIaTOPHYIO TEPaIHio
akcupkaroM B 1o3ze 500 Mr/cyt, L-THpOKCHH, 3aMECTUTEIbHYIO TEPAIHi0 KOMIIOHEHTaMU KPOBH C
nepuoanYHOCThIO | pa3 B mecsil. B 2019 . 6bu1 ycTaHOBICH quarno3 XxpoHuueckuit remarut C.

Hocnenusist rocnutanuzanus 8 HMULL AT'OM um. Imutpus Porauesa r. Mocksa 26.10.2021 r.
Obuta B Bo3pacTe 15 JeT ¢ Ienbio MPOBENCHMST 00CIEOBaHMS, OLEHKN BO3MOXXHOCTH HPOBEACHHS
TI'CK. JInst OLIEHKH CTETICHHU MEePErpy3KH JKeJIe30M U BBISBICHHUS OCIIOKHEHHUHN MPOBEICHO KOMITJIEKC-
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Hoe obcnenoBanue: MPT cepaia, runodusa u opraHoB OpromHoOU mooctu B pexume T2*, DxoKT,
VY3U opranos 6promHoit onoctu ¢ ARFI-amactorpadueii, Y3U mmToBHIHOMN JKelTe3bl, NCCIEIOBA-
Hue ropmoHanbHoro npoduist. [Tpu MPT B pexume T2* oTMeueHO 3HAYMTENILHOE HAKOIJICHUE JKe-
Jie3a B ITEYCHU C COOTBETCTBYIOIINM YMEHBIIICHHEM BpeMeHH perakcannu MP-curnana (0,53 mc npu
HopMme Oonee 11,4 mc), B muokapze (3,75 mc npu HopMme 6omee 20 mc) u runtoduse (7,09 mc mpu Hopme
oonee 9 mc). CpeaHee 3HAYCHUE KOHLICHTPAIMH JKeJie3a B MAPCHXUME ICYCHU COCTaBIIIO 22,8 MI/T,
B MuoKapae — 4,44 mr/r (Hopma — MeHee 2 Mr/t cyxoro Bemectsa). [Ipu ARFI-anacrorpaduu mapen-
XHMMBI [IEYEHN CKOPOCTh PACIIPOCTPAHEHNUS CIBUTOBOM BOJTHBI COCTaBMIIa 2,66 M/C (BBIILIE HOPMBI), 4TO
MOJKET COOTBETCTBOBaTh puOpo3y neuenu craauu F3 mo mkane METAVIR. B ropmoHaisHOM TIpodu-
ne BeisiBiieHo cHwkenue JII, @CT, actpaanona, cBOOOTHOTO TUPOKCHHA, MTOBBIICHNE TApaTTOPMOHA.

Takum 00pa3oMm, BEISBICHBI CEPhE3HBIC OCIIOKHEHHMSI, 00YCIIOBICHHBIC TIOCTTPAHC(HY3UOHHOI T1e-
perpy3Koii xene3oM redeHn (grade 4), Muokapaa, Tunodusa ¢ pa3BUTHEM MTEUSHOYHOW U CeplIedHON
HE/I0CTaTOYHOCTH; YHIOKPHUHHBIC HAPYIIEHUS B BUJE MEPBUYHOIO U BTOPUYHOTO TUIOTUPEO3a, BBI-
Pa’KeHHOH 3a/IEPXKKH POCTa, BTOPHYHOTO I'MITOTOHAOTPOITHOTO TMITOTOHAAM3MA. BBUTH MOJI0KUTENb-
HeIMH Mapkepsl renatuta C (antu-HCV cymmapHsbie nmonoxutensbHsl 8,8). Tspkenbie 0CIoKHEHUS 1
OTCYTCTBHE MOTEHIIMAIBHOTO JOHOpa (Opar 14 ner He mojomien B KauecTBe JOHOPA) HE MO3BOJIHIH
nposectu TI'CK.

CoctosiHre peOeHKa IpH MOCTyIUIeHHH B oHKoJIormdeckoe otnesenue [TI1] «PB Ne 1 — HIIM um.
M.E. HuxonmaeBa» TsKETO€ M3-3a OCHOBHOTO 3a00JIeBaHMSA, TICUCHOUYHONW M CEPICYHON HEIOCTAaTOd-
voctu. Poct neBouku cocrasui 137 cMm (-4,2 SD), Bec 33,4 kr (-5,02 SD), UMT 17,8 (-1,28 SD),
temreparypa tena 36,8 C, YCC 100 ynapos B muH., AJ] 95/65 mm.pr.cT. CaMOdyBCTBHE CTpasaio
M3-32 COMATHUYECKUX TUC(YHKIUHA. 3HAYUTEIHHO OTCTaBajla B Gpu3ndeckoM pa3BuTHH. KoxHbie 1O-
KPOBBI OPOH30BBIE C CEPOBATHIM OTTEHKOM M YUaCTKaMH TUIIEPIIUTMEHTAINH, CyXue, 0e3 BBICHITaHHUH.
Buaumsle cnmsucteie unctele, Onennsle. Ilepudeprnieckne numdarnuecKie y3iabl HE yBEIUYEHBI.
OtMmeuaercst KopoTkas 1uesi, OameHHast opma uepena, MUKporHaTHs. TOHBI cepilia MPHUIITYIICHBI,
pUTMHUYHBIE. B JIeTKNX AbIXaHWE BE3UKYJISIPHOE, PABHOMEPHO MPOBOJMTCS 10 BCEM MOJSM, XPHUIIOB
HeT. [leuens BeICTymaeT U3-moj Kpas pedepHoit 1yru Ha 16 cM 1o mpaBoil CpeTHEKITIOYMYHON THHUH.
Cenesenka +3,0 cM u-nox kpast pedepHoit 1yru. Moua cBeTasi, CTyl peryisipHbIi, Oe3 maroioruye-
CKHUX MPUMECEH.

B remorpaMmMe HOpMoOLUTapHas HOPMOXPOMHAs FHIIOpPEreHepaTopHasl aHeMuUsl CpefHel crerne-
HU TSDKECTH, YMEPEHHAs JICHKOTICHUS U TPOMOOITUTONICHUS (JTEHKOIUTEI 3,39x10°/11, 3pUTPOIIUTHI
2,89x10'%/n, He 81 r/n, tpombormtel 104 r/11, peTukynouutsl 2%o). B OMOXMMHUYECKOM aHAIH3€e
BBISIBIICHBI NOBBINICHUE ypoBHS (epputnHa — 1428 Mkr/n, tpancamunas (AJIT 193,6 en/n, ACT
81,8 en/in), noBbIlIeHHE IMKEMUH HaTomak (6,92 mMm/i). [opMOHaIbHBINH MPOQHIL: NOBBIIICHHE
yposus TTI Gonmee 100 MME/n, cumwxkenne cB. T4 6,36 nMoib/in, ypoBeHb dCTpaauoia MeHee
10 rr/ma. Bersiinens! antutena x Bupycaomy renaruty C (antu-HCV, nanexc nosutusHOCTH 11,85,
HCV-core 1gG/IgM 11,75). ITo 3XO-KI': pacuiupenue moyiocTeil JeBOro mpeacepans, JICBOTo Ke-
mynouka (JIXX), myxoBunsl aopTsl; runeprpodus muokapaa JOK, xkuakocTs B Iepukapae; CHHKECHNE
cokparumocTu Mmuokapaa JIXK 3a cuet quddysnoro runokunesa. @B 43 %. Pentrenorpadus kucrei
BBISIBUJIA PE3KO BBIPAKEHHBIN 0CTEONOPO3 KUCTEH U OKOJIOCYCTABHBIX OT/EJIOB KOCTEH MPEAINeybs,
KOCTHBIN Bo3pacT cooTBeTcTBOBaN 11 — 11,5 net. Y3U opranoB OpIOIIHON MOJOCTH: T€MaTOCIIIe-
HoMeranust, TupQy3HbIe U3MEHEHHs MMapEHXUMBbI IE€YECHH, MOKETYJT0YHON XKeJe3bl, yBeIUUYCHHUE
pa3mepoB mpaBoil mouku. Y3V opraHoB Manoro Ta3a BBISBHUIO TMIIOINIA3UI0 MATKU U STHYHUKOB.
XMOKTI': puT™M CHHYCOBBIH, 3MTH30/1bI CYNIPABEHTPUKYIAPHON MUTPALIUK BOAUTEIS PUTMA B TEUCHUE
cyrok. HCC cpennee 77 B MuH, HCC MuHumansHoe 60 B MUH. DKTONMYECKass aKTUBHOCTD MPEJ-
CTaBJICHa OJUHOYHBIMH TPEJACEPHBIMU IKCTPACUCTONAMH (TUIOTHOCTh dKTOonuu meHee 1 %), enu-
HUYHBIMU OIMHOYHBIMHU ITAPHBIMH NOJIMMOP(QHBIMH B T. Y. HHTEPIOINPOBAHHBIMHU JKEITYJOYKOBBIMH
9KCTPACHCTONIAMHU CMemaHHOU MpKagHocTH. QTc 436 Mc, TpaH3UTOpHAS HETIOTHAS aTPHOBEHTPH-
KyJsipHast Onokana I crenenu.
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OcMoTpeHa CrenuaiicTaMi. DHAOKPUHOJIOT YCTaHOBHMJ AMarHo3: runonurtyurapusm (CTT-
HEJI0CTaTOYHOCTh, BTOPHYHBIA THIIOTHPEO3, 3af€p’kKKa I0JIOBOTO CO3PEBAHUs). YBENIMYEHa J103a
L-tupokcuna 10 200 MKT B feHb. JleTCKUll KapAHoJIor — BTOPUYHAs KapIHOMHUOIATHs Ha (poHEe mepe-
TPY3KH MHOKap/ia >KeJIC30M T10 TUIATAl[HOHHOMY BapHaHTY CO CHH)KCHHEM CHUCTOJIMYECKON (yHKINU
JIEBOTO KETy0YKa; pacmupenne Bocxoxsmiero oraena aopte; HMK 2 cremenn, HTK 1 ct, HAK
1 cT; KemymoYKoBasi 3KCTPACHCTOIMS, TpeacepIHas dKCTPACHCTOINNS; HapyIIEHHE TPOBOANMOCTH:
aTpuoBeHTpUKysApHas Onokana I cremenn; nepukapaut; XCH II @K no Ross. PekomenmoBano mpo-
JIOJDKUTB IIPUEM BEPOLINUPOHA M TPHaMITypa MOCTOSHHO, JWTOKCHHA, KalTOIPUIa, METOIPOJIOa.
Koncynsruposana nercknm runexonoroM. HITO cdopmupoBassl o xKeHCKOMY THILY, osnoBast (op-
myna Pb0AxOMeOMa0. Menctpyanuii He Obu10. HazHaueHa 3amecTuTelbHas TOPMOHANIbHAS TEPAITHS
— 3CTPOXKEIb.

B oHKOMOTHYECKOM OTIENEHUH TONydriIa JIeueHHe: reMoTpaHcdy3nto B oobeme 350 M omHO-
KpaTHO, XeJIaTopHYyI0 Tepanuio aedepokcamud 2000 Mr BHYTPUBCHHO KaleIbHO €XKEIHEBHO, TUPOK-
cuH 150 Mkr, ¢ yBennyeHueM 10361 10 200 MKT yTpOM HOCiIe KOHCYIBTAIMK SHIOKPHHOJIOra, Jede-
HHUE CepAEYHON HEJOCTATOUYHOCTH (AMYPETUKH — BEPOLIIUPOH, TPHAMILYD; JUTOKCHUH, KapBEAUIOl,
Karrroripui). Beimucana u3 otaenenus yepes 18 Koiko-1HeH ¢ peKOMEHJalusIMHA TPOJOIDKUTH TPUEM
JIEKapCTBEHHBIX MPENapaToB, HA3HAYEHHBIX CIEIHAINCTAMU Ha IIOCTOSHHOI OCHOBE, BHYTPHBEHHOE
KareJbHOoe BBefieHue nedepokcamuHa B go3e 2000 Mr B TeyeHue 24 yacoB Kypcamu; TpaHcdysus apu-
TPOIMTHOM Macchl 15 MII/KT IpH CHIKEHIH reMoriodnHa Hipke 70 T/11. DHIOKPHHOIOT PEeKOMEHI0BAIT
o pesynsratam aHanuza U@P-1 pemnts Bonpoc 0 Ha3HAYCHUH TOPMOHA POCTA.

3akJ0ueHne

[ManuenTka ¢ penkoit hopMoii BpOXkKICHHOW KPACHOKJICTOYHOM arjia3uu KpOBETBOPEHHSI, aHEMHUEH
Jaiimonna-biiekdena, poauiack ¢ TshkeIoi aHemueil. Jluaraos ObUT yCTaHOBIICH B BO3pacTe 3-X Me-
CSIIIEB, TEHETUYECKU MOATBEPKICH B 2 rofa. C poXAEHHS MOIydaeT eKEMECSIIHO TPAHC(Y3HOHHYTO
TEpAINIO IPUTPOLUTHON Maccoll. [IpoBoamiiocs JieueHne npeaHu3ononom, L-neinunom 6e3 addex-
Ta, peOCHOK OCTaBajcs TPaHC(Y3MOHHO 3aBUCHMBIM. ENMHCTBEHHBIM KYpaTHBHBIM METO/IOM, TTO3BO-
JISTIOIIMM BBUICUUTH AaHHOe 3a0oneBanue siisiercss TI'CK, kotopsiii npoBoguTcs 00buHo 10 10 stet
B ciryyae Haymuust poacteenHoro HLA-coBmectimoro nonopa. TI'CK noka3zana Tpancdy3noHHO 3a-
BHCHMBIM MALIMCHTaM, HE OTBEYAIOLINM Ha TIIIOKOKOPTUKOUBL, IO PA3BUTHSI OCIIOKHEHHH, CBSI3aHHBIX
¢ meperpys3Kkoil kene3oM. IIpu OTCyTCTBUU pOICTBEHHOrO JOHOPA BO3MOXKHA HepojacTtBeHHas HLA-
cosectumas TT'CK [10]. HLA-TunupoBaH#e JeBOYKH ¢ CHOIHHTOM, OpaToM 14 5eT, KOTOphIiA He To-
JIOLIEN B KQ4eCTBE JJOHOPA, CJIEJIAHO TOJIBKO B Bo3pacTe 15 net. [Ipr oTCyTCTBUM COBMECTHMOTO POJI-
CTBEHHOT'O JIOHOPA IJIAHUPOBAJICS MOMCK HEPOACTBEHHOTO JoHOpa. Ho K 3TOMY BO3pacty y pebeHka
Pa3BIIINCH CEPbE3HBIC OCIOXKHEHMS, 00yCIOBICHHbIE IOCTTPAaHC(HY3HOHHOI Meperpy3Kkoil xene3omM
neyenu (grade 4), Muokapza, rurnodusa ¢ pa3BUTHEM IIEYCHOYHON 1 CEpIeYHOM HEJ0CTaTOYHOCTH;
SHJIOKPHHHBIC HAPYIICHUS B BU/I€ IEPBHYHOTO W BTOPUYHOTO THUIIOTHPE03a, BRIPAKEHHOH 3a/1€PKKH
pocTa, IOJI0BOTO CO3PEBAHMsI, BTOPUYHOTO T'MITOTOHAM3Ma, TIOBBIIICHHS TIIMKEMUH HaToIlak. Y je-
BOYKH, KPOME 3TOTO, UMEETCS] XpPOHUUECKUH BUPYCHBIH renatut C.

C nenplo BhIBeJCHHS M30BITKA JKejie3a U3 OpPraHu3Ma MAlMeHTKa ¢ 8 JIeT MOCTOSHHO MOJIydYaeT
XeJIaTopHyIo Tepanuio. HakoruieHue xene3a B opraHax NpUBOIUT K HEOOPATHMBIM HapyIICHUSIM HX
(yHKIMH, COKpaIas MpoJOJKUTEIBHOCTD KU3HN nanueHTos ¢ AJIb, mo3ToMy HE0OXOANMO paHHEe
HavaJo XeJaTOpPHOU Tepaluu B BO3pacTe JI0 2-X JIeT.

Jlaxke mpu HaJIW4YWK JOHOpA JICBOYKA HE CMOXKET TMEPEHECTH TAKYIO CEPbE3HYIO OINEpaIio, KaKk
TI'CK. IIporuo3 [yist )KU3HU HEOIATOTPUSITHBIH, IPOIODKUTESILHOCTD JKU3HU 3HAYUTEIIBHO COKpaIia-
eTcs M3-3a HapyleHns! (YHKIHUU J)KU3HEHHO BR)KHBIX OPraHOB M CHCTEM, B CIICICTBHE IEPETPY3KH
OpraHU3Ma JKEJIe30M.
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