Anemus Diamond-Blackfan, peakast HacieacTBeHHasA
¢dopma napuuabHOM KPAaCHOKJIeTOYHOU ania3uu. 0630p

Eeeenuii Jluxynos
Cmyoenm 6 Kypca MeOuyuHcKo2o haxyibmema
Mopooeckozo eocynusepcumema um. H.I1. Ocapesa

Hos6pb 2004 2., 2. Capanck

Omnpenesienne

Anemus Diamond-Blackfan (DBA) — penkoe 3a6onieBanue, BpokieHHas (HaclieICTBeHHAs1) hopma
napuuaIbHONM KPAaCHOKJIETOYHOH ama3uu Berpedaromasics y nereit [1]. bonapmuHcTBO OONBHBIX ¢ ATON
dopmoii 3a00eBaHNs HYKJAIOTCS B CBOEBPEMEHHOM MPOBEJCHUN TEPANTUHM CTEPOUTaMHU (BBICOKUE J03bI
IPEHU30JI0HA), TpaHC(QY3MOHHOM TEepanuy, Ha3HAUEHUE ULUKIOCIIOPHMHA A WIH CIUIEHOKTOMHHU, a
OOJBLHBIM PE3UCTEHTHBIM K MPOBOJMMOMY JICUEHHIO TpeOyeTcss CBOEBpPEMEHHasl TpaHCIUIaHTalus
koctHOro Mo3ra (TKM) unu nepudepuueckux ctBonoBsix kietok (TTICK) [2].

INUaEeMHO0JIOT U

Briepseie 3a00neBanue ObUT0 omMicano 27-neTHUM reauaTpom Diamond u Bpadom Blackfan B 1938
rogy, DBA HocUT ayTOCOMHO-pELIECCHBHBIN THUIl HACJIEIOBaHUs, MPOSBISAETCS MPEUMYIIECTBEHHO Y
neteit 1o 1 roga. Ha ceromnsiiamii 1eHs B Mupe onucano He 6osee 500 coydaeB 3a00eBaHus, U3 HUX B
25% cnydaeB oOHapyxuBaroTcs MyTtauuu reHa RPS19 [3]. 3aboneBaemocts B EBpone cocraBiser 6,5
CllyuaeB Ha MWUIMOH JAeTcKoro HacesneHus. COOTHOLIEHHE MO MOy Manbuuku/aeBouku 1,04:1.
3a0oJieBaHNE MPOSIBIIAETCS TSKEIOH HOPMOXPOMHOM, MUKPOLIMTAPHOHN PEKe MaKpOLIMTAPHOU aHEMHUEN ¢
HU3KMM  YPOBHEM  DPETHUKYJOLHUTOB, OTCYTCTBHEM WJIHM  PE3KHUM  CHIDKEHHEM  KOJUYeCTBa
SPUTPOKAPUOIIUTOB B KOCTHOM Mo3re (<5% 3puTpoOIacTOB MpU HOPMOKJIETOUHOM cocTaBe). Hapsny c
reMaToJorHuecKuMHU HapymeHussMu y 10-15% OonbHBIX neTel HaOMogaroTcs BPOXKICHHbIE aHOMAJIUU
pa3BUTHA, TaKHME€ KaK HENpPAaBWIbHBIM pOCTa KOCTEH dYepena, aHOMaJIWM MOYENOJOBOIO Tpakra H
CEepAEYHO-COCYIUCTOU CUCTEM [4].

I'eneruka

B 1997 romy Obutn m3ywyenbl MmyTauuum reHa RPS19, xapakrepusyrommecs TpaHCIOKAIUSIMU
t(X;19)(p21;q13), nmenmemmert 19q u wmuccenc-mytarmenn (Arg62Trp) [6]. T'en RPS19, xomupyer
pubocomanbHbIi ipoTenH S19, cBsa3anublil ¢ 40S pubocoMallbHON CyObETMHUIICH, SKCITPECCUPYIOIUNUCS
B TEMOMO3THYECKOW TkaHWU. [Ipu STOM B SPUTPOUIHBIX JHHUAX AUPPEPEHIIMPOBKH OTMEUAETCS
MOBBIIIICHHE aKTUBHOCTU (epmeHTa anmeHosunae3amuHaszbl (AJIA) [7], KOTOphI CHUXKAeT
YyBCTBUTEIFHOCTh TPEANICCTBEHHUKOB KPACHOTO KPOBSHOTO POCTKa K (hakropy nuddepeHIMpOBKU
sputporutoB sputponodTuHy (II10) IL-3, IL-6, u KC®, 4yt0o, B KOHEYHOM cueTe, MPUBOAHWT K
HApYIICHUIO PETYJSIIUU SPUTPOUIHBIX MPEIIIeCTBEHHUKOB. MHTepecHbIM ocTaeTcs TOT (DakT, 4TO

SPUTPOUHBIC TPEAUIECTBEHHUKH MOP(}OIOTHYecKd M (DEHOTUIHUYECKH OCTAIOTCS HOPMaJbHBIMH [8].



HmeeTcs mpeanonokeHue, 4To MPUIHMHON CHIDKEHUS SPUTPOKAPUOIUTOB KOCTHOTO MO3Ta MOXKET OBITh
peruKanys 1 pa3MHOKeHHe mapBoBupyca B19, oOnapysxuBaemoro ¢ nomompto [11[P-ananuza B 15%
ciaydaeB. JlokazaHO, YTO BHPYC PEILTUIUPYETCS, TOJBKO y MMMYHOCYIPECCHUBHBIX OOJBHBIX (AETH C
OCTpBbIM JTUM(POOIACTHBIM JICHKO30M TIOC]Ie XUMUOTepanuH) [9].

Knununueckue ciyqan

OmnwuceiBaeTcsl ciay4ail HAacJeICTBEHHOTO XapakTepa 3a0ojieBaHHs Yy 3-JIETHET0 MalbyMKa U €ro
cectep B Bo3pacte 2 u 4 ner. KimHudecku teueHue 3abosieBaHHE B BMJIE aHEMHM C BbIpaXXCHHOMU
renaTroCIICHOMETAIMEN M arula3ueil 3pUTPOMIHOIO POCTKA B KOCTHOM Mo3re. /[letn mnomydanu
3aMECTUTEIBHYIO TePANUi0 KOMIIOHEHTAMH KPOBU (IpUTpOMacca), BBEICHUE CTEPOUI0OB (IIPEIHNU30JI0H B
no3e 2Mr/kr/neHb. Uepe3 HECKONBKO JEeT OONbHBIC CTAaHOBATCS PE3HCTEHTHBIMH K TOPMOHAJIBHOMY
JICYEHHUIO, TPOBOJUTCS CIUIEHAIKTOMUS. JleTH OCTaroTCs Ha 3aMECTUTEIbHOM JIEYEHUH KOMIIOHEHTAMM
kposu [10,11].

OnuchIBaeTCA peIKUi KIMHUYECKUN ciydail 00ibHOTO 4 JIeT ¢ MHOXXECTBEHHBIMU aHOMAJIUSIMHU
pa3BUTHs: OwmiarepalbHas MUKPOTHS, MUKPOTHATHs, BOMYbs macTh. llpu obOcrmemoBanuu OOIBHOTO
oOHapy>KeHbl U3MEHEHHUS B OOIEM aHaJIM3e KPOBH: HOPMOXPOMHAS, MUKPOIIMTAPHAs aHEMHUSI C HU3KHM
YPOBHEM pETHKYJIOIMTOB, aja3us KPAacTHOTO POCTKA KOCTHOro Mosra. IlocTtaBiieH nuarHo3 aHeMHH
Diamond-Blackfan u HazHaueHO KOHCEpBAaTHMBHOE JICYCHHUE METHIIPEIOM, MPH COXPAHEHHH paboyero
ypoBHsi TeMornoduHa 0 100 r/a. Uepe3 4 mecsia 60IbHONW HE OTBEYaeT Ha TOPMOHAJIBHOE JICYEHHE,
NPOBOJIUTCA KypC LMKIOCIIOpUHA, YJAIAETCsl cele3eHKa. PeOeHOK TOTOBHTCS K TpaHCIIAHTAIUH
nepruepuIecKiX CTBOJIOBBIX KJIETOK. Uepe3 7 MecsIeB yCHEIHO MPOBOANUTCS TPAHCIUIAHTAIHS, MOCTe
KOTOpOW OOJIbHOW YXOJWT B MPOJODKUTEIBHYIO PEMHCCHI0 0e3 MOTPeOHOCTH B 3aMECTHTEIbHON
Tepanuu KOMIIOHEHTaMu KpoBu [12,13].

boun onmcansl 20 6onbHBIX ¢ aHemuei Diamond-Blackfan Ge3 oTBeTa Ha JiedeHune ropMoHaMH,
[UKJIOCTIOPHHOM A, KOTOpbIM Oblla mpoBeaeHa amutoreHHas HLA-maeHTHYHAs TpaHCIUTAHTAIHS
nepudepuvIecKuX CTBOJOBBIX KiIeTOK ¢ mobOmnmusamueint KC®. Cpemssisi BBDKHBAEMOCTh ISl BCEX
O0onpHBIX cocTaBisia § JeT. BceM OONBHBIX ObUT TPOBEACH PEKUM KOHIWUIIMOHUPOBAHHS C
UCTIONIb30BaHueM Oycyinb(hana u 1uknodochana u ToransHoro odaydenus tena TOT [14,15].

OnwuceiBaeTcss KIMHUYECKHE CIy4al OCTEOTEHHOM CapKOMBI y OOJBbHBIX ¢ aHemmed Diamond-
Blackfan. ¥V omnoro 6 merHero Manbumka Ha ¢GoHE 3a00JIeBaHHS Pa3BUIICS MHUEIOIUCIIIIACTHYCCKUN
CUHAPOM, Y 2 ¥ 4 JIeTHE! NEeBOUYKH aJCHOKApIIMHOMA KUIIeYHUKa. TakuM o0pa3oM, MOJOI0M BO3pact
OOJIBHBIX MOXET OBITh ACCOLMUPOBAH C Pa3BUTUEM OHKOJIOTHYECKUX OCIIOKHEHMH [16].

JleBouke ¢ IMarHOCTUPOBAHHON aHEMHUEH, MOCIe JICUCHUs MIPEIHNU30JI0HOM B TEUEHUH § MECSIIEB,
MOSIBIJIACh PE3UCTEHTHOCTh K TOPMOHAJIBHBIM IperaparaM, BCKOpe ObLI Ha3HAYeH LMKJIOCHOPUH A,
OTBET Ha KOTOpBIM Tpojosmkancs 5 mecsueB. Y OonpHOM Ha (oHe nedeHus pa3Buics adTO3HBIN
CTOMAaTHUT, OOJbHAasg OKa3ajach PE3UCTEHTHOM K Tepamud, MW HyXJajJach B  IOCTOSHHOM

reMoTpaHcy3noHHOM JeueHud [17,18].



Jleuenue

Ha cerognsmHuii J¢HHP OCHOBHBIM B JicueHMM aHemMun Diamond-Blackfan sBisercs
KOPTHKOCTEPOUIHAS Teparusi, MPEUMYIIECTBEHHO TMPEIHU30JIOH WM METHUIpPEI B OOJBIINX J03aX
(1-3 mr/kr/cyT), peryispHble TeMOoTpaHC(Y3UH: Pa3MOPOKECHHBIC, OTMBIThIC, WHIWBHUIYaJIbHO
noo0paHHbIe SPUTPOLUTHI, HA (hoHE BBeneHus nuchepansi. B ciayyae orcyTcTBus s dexra mpoBOAUTCS
NPOJOJDKUTENBHBIN Kype IHUKIOCIOPUHOM A, cruieHdkTomus. HaubGonee 3¢h¢GEeKTHBHBIM METOIOM
JICYCHUS SIBJISIETCS TPaHCIUTAHTAIMsl KOCTHOTO Mo3ra [19,20].

OCHOBHBIMH ~ OCJIOKHEHUSIMH  JICUCHUSI  SBISAIOTCS TEMOCHJIEPO3 BHYTPEHHUX  OPraHOB,
nH(EKIUOHHBIE OCIIOKHEHUS IpU TpaHcy3usx, anadunakTudeckue peakuuu [21].

NmeroTcss naHHble TO KIMHAYECKOMY HCHOJb30BaHui0 B JieueHun KCO, unrepneiikun 1,3,

SPUTPONIOITUH, HO OHM TPEOYIOT AATbHEUIIEr0 THIATEIHLHOTO U3yYeHHs [22].
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