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KAMHM4eckuu cayqam aHemumn AaumoHAa — baekdbeHa y pebeHka
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A clinical case of Diamond - Blackfen anemia in a child
Belykh N. A. 7, Kotova P. O. ', Piznyur I. V. !, Gavrilova V. V. 2
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AHemusa JarimoHpa — BnekdeHna (DBA) sBnsieTca peokmm reHetndecknm 3aboneBaHMeM, BAUSIOLWNM Ha CMOCOOHOCTb
KOCTHOro Mo3ara BblpabaTbiBaTb 3pUTPOLNUTbI, HTO MPUBOAUT, MOMUMO TSXXENON aHEMUU, K Pa3/IMYHBIM aHOMaNUsSM PasBu-
TUs. EQMHCTBEHHBIM METOAO0M nevyeHus aHemun DBA Ha cerogHsWHNI AeHb SBASETCHA TPAHCMIaHTauns KOCTHOrO Mo3ra.
B cTtatbe npuBeneHbl CBEAEHUS B OTHOLUEHUU 3MUAEMUOSNIONNUN, KIINHUYECKOM KapTUHbI, OMarHOCTUKM 1 nedeHus DBA,
a Takke cobCTBEHHOEe KnHuYeckoe HabnaeHve. MNMpeacTaBneHHbIN KIMHUYECKUIA CnyYa MHTEPECEH NepBOHaYanbHOWN
PE3UCTEHTHOCTbLIO NaumeHTa ¢ DBA K rmiOKOKOPTUKOCTEPOUAHONM Tepanuu, a Takxke pa3BuTnem TpaHCPy3nMOHHOW 3aBUCU-
MOCTHU, NoTpeboBaBLUEN TpaHCNIaHTaLMM FreMONO3TUYECKNX CTBOJIOBbIX KI1ETOK.

Knto4yeBbie csioBa: apuUTpovgHasl arnsialvsi, aHemusl, pM6OCOMOFIaTMﬂ, KSTMHUYECKUI cry4an, AeTn

Diamond - Blackfen anemia (DBA) is a rare genetic disease that affects the bone marrow’s ability to produce red
blood cells, leading to severe anemia and various developmental abnormalities. The only treatment for DBA today is bone
marrow transplantation. The article provides information on the epidemiology, clinical picture, diagnosis and treatment
of DBA, as well as our own clinical observation. The presented clinical case is interesting for the initial resistance of a
patient with DBA to glucocorticosteroid therapy, as well as the development of transfusion dependence, which required
hematopoietic stem cell transplantation.
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KC - rnioKokopTUKOCTEPOUAbI

XEJT - XMWU3HEeHHas eMKOCTb Nlerkmx

O®B1 - 06beM hopcMpoBaHHOrO BbiAOXa 3@ MNEPBYIO CEKYHAY
PTIMX - peakuus «TpaHCnaaHTaT NpoOTUB XO3ANHa»

TrCK - TpaHcnnaHTauMs reMono3TUYeCKMX CTBOIOBbIX K/1E€TOK
SM - spuTpouuMTapHas Macca

ADA2 - reH, KOAMPYIOLWNIA PepMeHT afeHo3nHAe3aMNHasy 2

DBA - Diamond - Blackfan anemia (aHemus [aviMoHaa -
BnekdeHa)

eADA - ajgeHO3WHAe3aMWHa3a 3pUTpoLMTOB

EPO - reH peuenTtopa 3puTpoOnoaTuHa

GATA1 - GATA Binding Protein 1 (GATA-cBsa3bIBatowwmii 6enok 1)

HbF - fetal hemoglobin (deTanbHbI reMornobuH)

RP — ribosomal protein (pn6ocoManbHbI 6€n0K)

Hemusa OavimoHpa — Bnekdena (DBA) aT1o cuH-

APOM BpPOXAEHHOW HEeAOoCTaTOYHOCTU KOCTHO-

ro Mo3sra, XxapakTepusylolWUnca 3pUTPOuLHOMN
annasuen [1]. DBA aBnseTcs peAKuM reTeporeHHbIM
3abosieBaHMEM, BCTPEYaloLWUMCS B NONyJsisuum C Ya-
CTOTOW 5—7 cny4yaeB Ha 1 MUJIINOH HOBOPOXXAEHHbIX,
n Hacnepyetcs B 40-45 % cny4yaeB ayTOCOMHO-A0-
MMHaHTHbIM nyTem [1, 2].

AHemus npenctaBnseT coboil nepBylo MAEHTUDU-
LMpoBaHHylo pubocomonatuio yenoseka [1, 3], koTo-
pas BO3HMKaET B pe3ysbTaTe MyTauui B reHax pmbo-
comanbHoro 6enka manon (RPS) wnu 6onbwoni (RPL)
pnbocoMHON cybbeanHULbl. Y HEKOTOPbIX MauneHTOB
HabnopaeTca  apuTpobnacToneHns,  BO3HMKalOLLAs
B pesysbTaTe MyTauui B reHax, He CBA3aHHbIX ¢ RP-
myTtaumamm (GATA1, EPO, ADA2) [3, 4].

Y 90 % naumeHToB DBA anarHoctupyetcs B BO3pacTe
0o 12 mecaues, cpeagHuini BO3pacT obpalleHns 1 nocra-
HOBKW AmarHosa coctaenseTt 2 mecsua [1]. DBA xapak-
TEPU3YETCH YMEPEHHOM NN TAXENON, MaKPOLIMTAPHON
HOPMOXPOMHOI apereHepaTnBHON aHEMUEN C HOpMallb-
HbIM KOJIN4ECTBOM JieMKoUMTOB 1 TpombounTos [3, 5].
Bpo>aeHHbIe MOPOKN Pas3BUTUSA FOJIOBbI M KOHEYHOCTEN,
aHomManum 6onbworo nansua (38 %) ¢ NaTOrHOMOHWY-
HbIM TpudanaHrmieckum 6GonbLINM NanbLeM, a Takxe
HU3KUA POCT, aHOMaNnn cepaevyHO-COCYANCTON cucTe-
Mbl U YPOrE€HUTANIbHOIO TPAKTa ABMAIOTCS XapakTepPHbIMU
yeptamn DBA npnmMmepHO y N0OA0BUHbI NALMEHTOB [6].

OnarHocTtuka 3aboneBaHunst BKJOHAET B 651 OLLEHKY
ypoBHs deTanbHoro remornobuHa (HbF) n aktneHocTu
ageHo3nHgesamMmnHasbl aputpoumTtoB (eADA), a Takxe
pe3ynbTaTtoB MOJIEKYNIAPHO-TEHETMYECKOro UCCnenoBa-
HUA Ha npegMeT MmyTaumii B reHax RP [1, 7].

OCHOBHbIMUM BapuaHTamMu Tepanum npm aHemun dan-
MoHOa — bnekdeHa cumMTaldTCs UCNONbL3OBAHUE [JIO-
kokopTukocTeponaoB (FKC), nepenuBaHmne aputpoum-
TapHOM MacCbl U TpaHCMaHTaAUUA reMomno3TUYEeCKUX
cTBoNOBbLIX kneTtok (TFCK), asnsowancsa eAMHCTBEHHbIM
BAPVAHTOM JIEYEHUS MPU BO3HUKHOBEHUN PE3UCTEHT-
HOCTWU K KOPTUKOCTEPOMOHOW Tepanum un TpaHcdy-
3MOHHOW 3aBucumocTn [2, 8]. B HacTosuwee Bpems
TakXe 13y4yaeTcss BO3SMOXHOCTb MCMOIb30BAHUS NIEHTU-
BUPYCHbIX BEKTOPOB B KayeCTBE reHHOW Tepanuu aHe-
Mun Janmonaa — bnekdena [9].

KnuHnyeckuim cnyyam

MauwveHT J1., 2007 roga poxneHusa. I3 aHamHesa 13-
BECTHO, pebeHok oT 1-1i 6epeMeHHOCTN, NpoTekasLlen
C yrposoi npepbiBaHusa B | TpumecTtpe. OnepaTuBHbIe
poabl NyTeM KecapeBa CeyYeHus NpoBefeHbl Ha cpoke
36 Hepenb B CBA3M C MPEXOEBPEMEHHOW OTCIIOMKOWN
nnaueHTbl. Macca Tena npu poxgeHun — 2400 r, gnvHa
Tena — 49 cm, oueHka no wkane Anrap — 8/9 6annos. No-
cne poxaeHus pebeHok Haxoamncsa B oTAeNeHun naTto-
JIOr HOBOPOXAEHHbIX M HEeA0HOLWEeHHbIX aeten NBY PO
«OOKB vm. H. B. AMmutpunesoir» (r. PasaHb) go 1,5 me-
csaueB xun3Hu. MNepeHeceHHble 3abonesaHns — OPBWU,
BeTpsiHas ocna, oTuT. NpuBUT B POANIILHOM JOME Mpo-
TnB TyOepkynesa un renatuta B, B panbHelwem meou-
LIMHCKMIA OTBOA OT BakUMHAUMKW. ANNEProsiormyecknii n
HacneaCTBEHHbIV @aHAMHE3bl HE OTATOLLEHbI.

Mocne poxaeHus y pebeHka oTMeyanoch NocTeneH-
HOE€ CHUXeHMe ypoBHSA remorsobuHa B kposu. C 1,5 me-
CAUEB MasibyuK Nosy4yaeT TpaHChY3nm apuUTPOLUTAPHON

Macchl (9M) (B obLiem aHanmse kposu Hb = 60 r/n, nei-
KOLUMTbI U TPOMOOUUTLI B Npeaenax BO3pacTHOW HOPMbI)
C BpemMeHHbIM 3 dekTom. B Bo3pacTe 2 MecsLEeB Ha OC-
HOBaHUU KJIMHNYECKOWN KapTuHbl U NabopaTopHbIX Mpu-
3HAKOB MaJib4yMKy MNOCTaBMIEH AMArHO3: aHeMUsa JanMoH-
ha — bnexkdeHa.

B Bo3pacTte 3-4 mecsiueB NpPOBOAMNOCH JleYeHue
npeaHn3onoHoMm — 6e3 apdekta. TpaHchy3um 3M Bbi-
NONHSANNCH Kaxable 2 MecsLa, B CBA3M C 3TUM pebeHoK
noslydan xenaTtopHylo Tepanuio npenapartom gedepasu-
pokc no 250 mr/cyTku.

B Bo3pacTe 6 neT npeanpuHAaTa eule ogHa nonbiT-
Ka Tepanum NpeaHn30s0HOM C KPaTKOBPEMEHHbIM 3(d-
dekTomMm. B 7 net npoBoannioChb neyeHne nNemumHoMm B
TeyeHue roga — Takxe 6e3 adpdekra. TpaHchysun IM
cTanum exemecsiyHbiMn. PepputuH (ot 13.02.2014) —
605 Hr/mn, no3vpoBka gedepasnpokca bbina ysenude-
Ha o 500 mr/cyTku.

B 2014 rogy B HMUL, ATOUN vim. OmuTtpus Porave-
Ba Masib4yMKy NPOBENN MOJIEKYNAPHO-reHETUYECKOE NC-
cnepoBaHue: obHapyXeHa reTepo3uroTHas MyTaums BO
2 9k30He reHa RPS19: 3ameHa HykneoTtuga ¢ 31C>T,
npMBOASALLASA K 3aMEHE aMUHOKMCIOThI B NofoxeHun 11
Ha npexaeBpeMeHHbIn cTon-koaoH (GIn>stop) n octa-
HOBKe cuHTe3a b6enka. B rene GATA1 myTauum He obHa-
pyXeHbl. Y poauTtenen gaHHas MyTaums He BbisiBlieHa.

OceHbio 2017 roga mManbynkK OblT KOHCYbTUPOBAH
rematonorom B HKLL FOWN (r. PasaHb). O6wmin aHanns
KpoBM (HOsI6Pb 2017 r.): apuTpoumTsl — 3,21x10'2/n, re-
MOrnobuH — 89 r/n, petukynoumntbl — 0,08x10%/n, neii-
KounThl — 5,35x10%/n1, TpombBounTbl — 194x10%/n, CO3 -
8 Mm/4. DeppuTuH — 987 Mkr/n. B cBA3K C NOBbILLEHNEM
YPOBHS deppuTnHa OblI0 PEKOMEHAOBAHO MOBbLICUTb
n0o3npoBky nedepasmpokca go 1000 mr/cyTku.

B 2018 romy y pebeHka nosiBUAMCh Xanobbl Ha CO-
KpalleHVe WHTEpBasoB Mexay TpaHcdysnsmmn ao
2-3 Hepenb, NosiBieHMe peakumin Ha OM, BBEOEHHYIO
6e3 npemeankaunm NKC, TOWHOTY U PBOTY, B CBA3U C
yemMm OblIIO PEKOMEHAOBAHO MPOBEAEHNE asSIOreHHOM
TIrCK oT rannongeHTU4YHOro poACcTBEHHOIO AOHOPA.

B kauvectBe poHopa Obin BbiGpaH OTew, NauueH-
Ta, MOCKOJIbKY BbISIBJIEHO CYLLECTBEHHOE MOBLILIEHWE
aHTu-HLA-aHTuTen k matepu. Manbumky nposeneHa
cneunduryeckas npeaTpaHcniaHTauMoHHas Tepanus
putykcumabom, 60pTE30MUOOM U BHYTPUBEHHBIM UM-
MYHOr100yIMHOM YeNoBeKa.

B mapte 2020 roga B8 HMULL AON um. Imntpus Po-
rayesa pebeHOK Nosy4mn TpaHCdY3no NOANNOTEHTHBIX
cTBONOBLIX KneTok: NS 8,4x108/kr, CD34+ 13,4x108/«r,
TCRab+33x103/kr, CD3+ 3,5x10%/kr, CD20+0,128x106/
kr, CD56+ 36x108/kr. MpwxueneHue TpaHcnnaHtaTa
NeNKOUMTAPHOro pocTka OTMeyanoch Ha +12 cyTku, me-
rakapmoumTapHoro — Ha +15 cyTku. PaHHMI NOCTTpaH-
CNnaHTauMOHHbIA NepUo, CONPOBOXAANCS OCNOXHEHN-
amMu B Buae GebpunbHoM HEMTPONeHnn Ha 5 cyTku nocne
TpaHCMAaHTaUMN, SHTEPOKONUTA CMELUaHHOW 3TUONO-
N, OCTPOI peakuumn «TpaHCnaHTaT NPoTUB XO3sMHa»
(PTNX) ¢ nopaxeHnem XKT 2 cteneHn, no noBoay 4ero
pebeHok nonyyan 6yaeHodasnbk, a Takxke neperpyskon
nedeHn xenesom grade 2. Ha +180 cyTkm gaHHbIX 3a
PTMNX He 6blno, TpaHcnnaHTaT GYHKUMOHMPOBAN yO0B-
NeTBOPUTENBHO.

B HacToswee BpemMs Mmanbymk HabnogaeTcs ¢ gua-
rHO30M: COCTOSIHME NOCJIE ai/IoreHHOM TpaHCNIaHTaumMm
remMonoaTUYECKMX CTBOJIOBLIX KNETOK C MPOBELEHVEM
TCRab/CB-19-penneunn ot raniongeHTUYHOro JOHopa
(oTua) ot 04.03.2020. AHemus JalimoHpa — BnekdeHra,
Taxenas ¢opma (Mytauua B reHe RPS19). Odedbwnumt
macchbl Tena (SDS UMT - 2,90). XpoHunyeckas 6enkoBo-
aHepreTnyeckas HeJoCTaTO4YHOCTb.
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O6wumii aHanna kposu (anpenb 2024 r.): apuTpo-
unTbl — 4,32x10'2/n, remorno6bux — 136 r/n, remaro-
kput — 39,7 %, MCV - 91,8 dn, MCH - 31,4 nr, neikoun-
Tbl — 7,63x10%/n, TpomBoumTel — 141x10%/n. DeppuTrH
(anpenb 2024 r.) — 46,1 mkr/n.

B okTs6pe 2024 ropga ambynaTtopHO Masnb4ymky Oblna
BblinosiHeHa cnvpomeTpusa: XKEJ1 yMEPEHHO CHUXeHa,
BblpaXeHHoe cHuxeHne OPB1, BbipaxeHHast 06CTPyK-
umMs abixaTenbHbix nytei. MpennonoxmnTensHo, 3TN na-
MEHEHNs MOryT BbITb CUMNTOMamMu 06NTEPUPYIOLLETO
OpoHXMonnTa, KOTOpbIA, NO AaHHLIM NUTepaTypbl, BO3-
HukaeT B 2-6 % cnyyaes npu TIFCK. MNpogonxaetcs an-
Hamunyeckoe HabnaeHNe 32 NALUEHTOM.

OGOcyxpeHune. DBA saBnsetcs peakon MNpUYMHON
aHeMun B OETCKOW nonynsuum. HecmoTps Ha gocTa-
TOYHO paHHUI BO3PACT NOCTAHOBKW AMarHo3a, y AeTen
4aCTO BO3HMKAIOT OC/IOXHEHMUS, aCCOLMMPOBAHHbIE C Te-
panuen. bonbwnHCTBO NaumeHToB ¢ DBA HyxpaloTca B
perynsipHbix remoTpaHcdy3unsx, 4TO NOABEPraeT nx Bbl-
COKOMY PUCKY PasBUTUS BTOPMYHOINO FrEMOXpomMaTo3a.
Konnextus Bpayeii n3 @rAQY BO «[epsbiii MockoBCKuMiA
rOCyO0apCTBEHHbIA MEANUNHCKUIA YHUBEPCUTET MMe-
HU WN. M. CedeHoBa» coobWwmnmn o6 3HOOKPUHOMATUU
y 16-netHero nogpocTtka ¢ DBA, nposBnswoweincsa 3a-
OEePXKON pocTa, r’MNoTUPEO30M U HaPYLLUEHUSIMU yrie-
BOOHOro o6meHa, Ha pOoHe YacTbIX TPaHCHY3UN SPUTPO-
umTapHor macchl [10].

MauneHTam Cc neperpys3kon xenesom Ha ¢GpoHe no-
BTOPHbIX NepennBaHnini Heobxoamma xenatopHasa Tepa-
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