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ABA HOBbIX HABJIOAEHA 8p11 MUEJTIOMNMPOJNIU®EPATUBHOIO CUHAPOMA
C TPAHCJIOKALIAAMU t(6;8)(q27;p11) U t(8;9)(p11;934), AENELUEN TEHA
FGFR1 U TUNEP3KCMPECCUEWN FEHA EVI-1: TEOPETUMECKUE N KNTUHUYECKUE
ACMEKTbDI

TJ1. TuHanHa, H.H. Mamaes, B.B. baiikos, .M. bapxaTos, A.B. fopbyHoBa, C.H. boHaapeHKo,
O.A. Cnecapuyk, M.IO. ABepbsaHoBa, O.C. YcneHckas, b.B. ApaHacbeB

WHCTUTYT AeTCKo remaTonorum u TpaHcnnantonorum um. P.M. fopbayesoin CaHKT-MeTepbyprckoro
rocyfapCcTBEHHOIo MeANLMHCKOTo yHuBepcumTeTa um. W.M. Masnosa

P e 310 M e. [peacTaBneHbl iBa HOBbIX Clyyasn pefko BCTpeyatoweroca 8p11 muenonponmdepaTmBHOroO CUH-
Apoma (8p11 MIMCQ). Y 605bHbIX UMENNCb TpaHcnoKaumm t(6;8)(q27;p11) n t(8;9)(p11;933), cBA3aHHbIe C NepecTpoli-
Kamu reHa FGFR1, pacnonoxeHHoro B nokyce 8p11. Bo BTopom HabnioaeHN OTMeUYeHHasA BbllLie XPOMOCOMHasA fe-
pecTpoiika coyeTanach C TpaHcnoKaumen t(3;21)(g26;q22), koTopas ckopee BCero onpenensana BblCOKYH dKCnpec-
cuio reHa EVI1 B onyxoneBbix KneTkax. B obovnx cnyyasx onpefenanca BblpaXeHHbIN HENTPOGUIbHbBIN NeKoLMTO3
(no 230 - 10°/n) ¢ 303UHOGMAMEN, @ B KNMHYECKOI KapTVHe Hab/ioaanoch yBennyeHme pasmepos numdatiye-
CKVIX Y3/10B, NeyeHn 1 cene3eHku. NMoBTOPHble LUTOreHeTnYecKe U MOMeKynAPHO-reHeTUYeCcKne NcCefoBaHua
He BbIABNANMN HY Ph-XpOMOCOMbI, HM NOBbILLEHUA SKcnpeccun reHa BCR/ABL. ChepikuBatoLas Tepanua rmapoKcu-
MOYEBVHOW 1 6/10KaTOpamMy TMPO3UHKNHA3 OKa3anacb HeJOCTaTOUHOM, U 6ONbHBIM NMPOBENN aNINIOTeHHYH TPAHC-
nnaHTaLyo reMONo3TUYECKMX CTBOMOBbIX KNeTokK (anno-TICK). B ogHom HabntoaeH OHa OCIOXHUNACh TAXKENON
peakumeln TPaHCMIAHTaT MPOTYB XO3AMNHA, @ BO BTOPOM — HECOCTOATENbHOCTHIO CAMOro TPaHCIJIaHTaTa.

KnioueBble cnoBa: 8pllmuenonponugpepamusHsili cuHOpom; t(6,8); t(8;9); 2eH FGFR1; knuHu4yeckas kapmu-
Ha; mepanus; MpaHcnIaHMayus aaio2eHHbIX 2MON03MUYECKUX CMBOI08bIX K/IEMOK.

TWO NEW OBSERVATIONS OF 8p11 MYELOPROLIFERATIVE SYNDROME WITH t(6;8)(q27;p11) AND t(8;9)
(p11;q34) TRANSLOCATIONS, FGFR1 GENE DELETION, AND EVI-1 GENE HYPEREXPRESSION: THEORETICAL
AND CLINICAL ASPECTS

T.L.Gindina, N.N.Mamaev, V.V.Baikov, |.M.Barkhatov, A.V.Gorbunova, S.N.Bondarenko, O.A.Slesarchuk, M.Yu.Averyanova,
0.S.Uspenskaya, B.V.Afanasyev

R.M.Gorbacheva Institute of Pediatric Hematology and Transplantology, I.P.Paviov State Medical University,
St. Petersburg, Russia

Summary. Two new cases of a rare 8p11 myeloproliferative syndrome with t(6;8)(q27;p11) and t(8;9)
(p11;934) translocations associated with rearrangement of FGFR1 gene, located in locus 8p11, are presented.
In the second case the above chromosomal rearrangement was combined with translocation t(3;21)(q26;922)
which was most likely responsible for EVI-1 gene hyperexpression. Both patients developed neutrophilic leu-
kocytosis (up to 230x10%1) with eosinophilia and progressive lymphadenopathy, hepato- and splenomegaly.
Repeated cytogenetic and molecular genetic studies revealed neither Ph chromosome nor BCR/ABL gene hy-
perexpression. Therapy with hydroxyurea and tyrosine kinase blocker was insufficient, and transplantation of
allogenic hemopoietic stem cells was carried out. In one case it was complicated by severe graft versus host
reaction, in the other by the transplant failure.

Key words: 8p11 myeloproliferative syndrome, t(6;8), t(8;9), FGFR1 gene, clinical picture, therapy, transplanta-
tion of allogenic hemopoietic stem cells

IIpencraBneHs! ABa HOBBIX CIydasi PEAKO BCTPEUAIOLIETOCS
8p11 muenonponudeparusHoro curapoma (8pl1 MIIC).

Tepmun «8pll wmuenonponudeparuBubiii  cuaapom» (8pll
MIIC) 6b11 npesioxker B 1995 . [1]. 3aboneBaHre U3BECTHO Tak-
e Kak «8pl1 cHHIPOM CTBOJIOBO-KIIETOYHOM JICHKEMUH/ITMM(POMBD)
wi «8pl1 cTBONOBO-KJIETOUHBIH cHHApoM». B 2008 1. 0HO ObLTO
BKJIFOUCHO B Kiaccupukarmo BO3 remonoatnyeckux u aumbouni-
HBIX OITyXOJIEH O/l PyOPHKOH «MHENOH/IHBIE U JIUM(OUIHBIE OITy-
XOJ € Y03UHO(MITNEH 1 HapylIIeHUEM CTPYKTYpbl TeHa FGFR1» [2].

B ocHoBe Oomesnu nexxur Ph-HeraruBHas wmwuenonponude-
panus, Ui KOTOpPOH XapakTepHbl 303MHO(GMIMS; JMM(aaeHOoNa-
THS C TOCJENYIONMM pa3BuTHEM T-muM(pOOTacTHON W, pexe,
B-nmumM¢obnactHoii muMQoMbI; yacTasi IPOrpeccusi B OCTPbIA MH-
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€NoOacTHBIN JICHKO3; BOBICUCHHE B PELUNPOKHBIE TPAHCIOKALMN
nokyca 8pll ¢ HaxomsIMMCs TaM TEHOM perernTopa (akropa po-
cra ¢uodpodnactoB-1 (FGFRI) [3]. C MoneKyasapHOH TOYKH 3pe-
nust 8pll MIIC npencrapisier co0oit HapylieHHe (QYHKIIMH TeHa
FGFRI u3-3a ero CivsiHUsL C TeHaMHU-IIApTHEpPaMH, KOTOPBIX Ha Ce-
rofHsAIHME eHs onrcano 11. Cpenn Hux yate (y 40% 60bHBIX)
Berpeyatorcst rensl ZNF198, CEP110 —y 9%, FOP —y 9%, pac-
nosoxeHHble Blokycax 13q11, 9934 u 6q27 coorBercTBeHHO. B 110-
CTYIIHO# JIUTEpaType 0OHapYKEHO 65 HaOIFOIEeHUI 3TOTO CHHIpOMa
¢ ynmoMsiHyTbIMH BbInie 11 Baprantamu Tpancnokawii rena FGFRI
[3, 4], a B 1ByX M3 HUX BBISBJICHA €r0 YacTW4Has jaenenus [5, 6].
K Hacrosiemy BpeMeHH ormcaHo 11 GONBHBIX ¢ TpaHCIOKaLeH
(8:;9) u 4 GonbHBIX ¢ TpaHcoKarmei t1(6;8). [TepBbie KIIMHUUECKHE
HaOmozneHust cunapoma 8pll caenansl Ha pybexe 1970—1980-x
ronoB [7—10]. Onnako moHuManue ero npunuio B 1992 r., xorga
Yy OIHOTO M3 OOCJIEIOBAaHHBIX OOJBHBIX OOHAPYKHIH PEILMIPOK-
Hyto TpaHcnokanuto t(8;13) [11]. ITo3nHee cTasno scHO, UTO B Tepe-
CTPOWKH BOBJIEKaeTCsl JIOKyc 8pll ¢ pacnoiokeHHBIM 3/1eCh TeHOM
FGFRI [12, 13]. Cpennuit Bo3pacT OOJBHBIX B OIMyOIMKOBAHHBIX
HaOmonenusix 8pll MIIC cocrasmser okono 30 JieT, cpeny HUX
npeoOIaIaoT My 4uHBI [3, 14—32]. 3a001eBaHIIO CBOHCTBEHHBI
TaKKe KIMHUYECKUE CUMITTOMBI, KaK cliabocTh (35%), HOUHBIE MTOTHI
(28%), moxynanue (18%), miuxopanka (13%). [Tonayany GonbimH-
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Puc. 1. Kapnorpamma GomnpHoro ¢ AByMs Tpanciokanusamu t(8;9)(pl1;q33) u t(3;21)(q26;922).

a — texnuka GTG-6enaupoBanus; 6 — (GIOOpecLeHTHas THOpUIU3anys in situ ¢ ucnonab3oBaHueM break-apart JJHK-30H1a K reny
FGFRI; nBa roiryObIX CHrHaJIa COOTBETCTBYIOT LIGHTPOMEPE 8-i XPOMOCOMBI, CIIUTHBIH KPACHBIH/3€/IEHbIH CUrHAI — HOPMaJIbHOMY I'eHY
FGFRI, 3enenslit curnan — 5'-koHiy resa FGFRI, oTCyTCTBHE BTOPOrO KPaCHOI'O CHI'HaJla CBUAETENBCTBYET O JENIElNH YacTH I'eHa.

CTBO OOJIbHBIX HUKAKHUX JKAJI00 HE TPEABSIBIAIOT, a BHISIBIAEMbIN y
HUX HEUTPOMUIBHBIN JICHKOILIMTO3, HEPEAKO C YO3MHODHIINCH, SB-
JIIETCSI HEOXKUTAHHON HAXOAKOM Kak JUIst OONBHBIX, TaK U JUIS Bpa-
yeil. KonnuecTBo JIeHKoIMTOB MOXET ObITh B mpezaenax 3,8—400 -
10°/11, X0Ts1 y 6 GOMBHBIX OHO OBLTO CHIKEHO. YIKE TIPH TIEPBUIHOM
obcnenoBannn y 55% OGOMBHBIX B KPOBH MOTYT OBITH ONTaCTHBIC
KJIETKH, YBEJIMUEHUE COAEP KaHUs 303UHO(DMIIIOB (Bblle 6%) W/WIn
MOHOINTO3. KOHIIeHTpamusi reMormoOnHa B KPOBH BapbUPYET OT
63 no 210 r/n (cpenusisi 127 /1), TpoMboLIMTOB — OT § 10 546 -
10%/1 (cpemusist 120 - 10%/m). Tlomumo 31010, y YacTy GONBHBIX Ha-
OmomaeTcst yBeNMYeHNE Pa3MepoB TMM(ATHIECKUX y37I0B, TIeYeHN
u ceneseHku (89; 58 u 32% HalOmoneHuii cOOTBETCTBEHHO). Perxe
OITYXOJIEBBIE pa3pacTaHust TMMQPOUJHON TKaHU BCTPEUYAIOTCs B MUH-
JATMHAX, JIETKUX ¥ MOJIOYHBIX JKeJle3ax.

Ecth cBenenuss 00 accolManuy MEXAY THIIOM TpPAHCIO-
Kallud U OCOOEHHOCTSIMU KJIMHUYECKOTO TEUeHUs OOJEe3HHU.
Mpu wanmuum auMQpaneHONaTUH M IIOCIEAYIOIEM pa3BHTHH
T-nmumdobnacTHOI muM(OMBI Yale BCTpeyaeTcst TPAHCIOKALNS
t(8;13) [12]. JIumpanenomnarus ast GOJBHBIX C TpPAHCIOKALUEH
t(8;9)(p11;q34) [14] menee xapakTepHa, HO IM CBOMCTBEHHBI MO-
HOIIMTO3 ¥ 9aCTOE BOBJICUCHUE B MATOJIOIMYECKUH POLIecC MUH-
JanuH. B 4 onyOnrKoBaHHBIX HAOMIONECHUAX OOJIBHBIX C TPAHCIIO-
kamment t(6;8)(q27;p11-12) knmuHUYecKass KapTHHA TTOHAYaTy Ha-
MOMMHAJIA TAaKOBYIO [IPU UCTUHHOM monuuureMud, y 1 601bHOrO
codeTranach C HaAJIMYMEM B KJIETKaX XapakTepHoi mytauuu JAK?2
[27, 28]. Y moxunbIx OOMBHBIX YaIlle BEISIBISIETCS TPAHCIOKAIINS
t(8;22)(p11;ql1), mpu 5TOM BBICOKHI JIEHKOLUTO3 COMPOBOXKIA-
€Tcsl HAJIMYUEM B KPOBHU He 303uHO(uIny, a 6azopumuu [15, 16].

XUMHOTEpaNeBTHUECKOE JICUCHHE TaKMX OOJNBHBIX OBLIO
ManodpdexTuBHbIM [3], JMIIL CBOCBPEMEHHO IPOBEACHHAS
TPaHCIUIAHTALUS TEMOMOATHYECKHUX CTBOJIOBBIX KieTok (TT'CK)
MO3BOJIsUIA YJIYUIIIUTh BEDKHBAEMOCTh OonbHBIX [3, 19, 28, 31,
32]. Cymmupysi pe3yapTarhl TpaHCIUIAHTAIlMHM aJUIOT€HHBIX Te-
MOIO3TUYECKUX CTBOJOBBIX KiIeToK (ato-TI'CK) y 14 onepu-
poBaHHBIX 00JbHBIX ¢ cunapomoM 8pll, C.Jackson u coasr. [3]
OTMETHJIM, YTO CPeAHss Oe3peluIMBHAS BEDKMBAEMOCTh B ATOH
rpyIIe JOCTUrana 2 jet, B TO BpeMs KaK y OOJIbHBIX He TOJTy4HB-
mux ayuo-TI'CK ona 6buta B 2 pasa mensiie (p = 0,017). Camast
JuInTeNbHas Oe3peuuanBHas BbDKHBaeMocTh (156 mec) Obiia B
rpynine OoJbHBIX ¢ TpaHcaoKauuei t(8;9).

B mocrennee BpeMst 1ol HAIMM HAOIOAEHUEM HAaXOIUIIHCh
2 OOMNBHBIX ¢ CUHAPOMOM 8pll, y KOTOPBIX MMENUCH TPAHCIIOKa-
muu t(6;8) u t(8;9), a HeoOxomumast s newenus ayuio-1TCK o
PsIIy IPUYMH ObUIa BBIIOIHEHA C OIO3JaHUEM, YTO, HECMOTPS Ha
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JIOCTUTHYTbIE IOJIHbIE KIMHUKO-FEMATOJIOTMYEeCKUe U LIUTOreHe-
THYECKUE PEMUCCHH, 3aKOHUMIIOCH JIETAIBHBIM HCX0I0M. B 00omx
HaOMIONCHUSIX BOBJICUEHHE B IIepecTpoiiku reHa FGFRI Obl10 10-
Ka3zaHo MeToztoM (urroopecteHTHOH rudpuan3annu in situ (FISH)
C MCHOJIb30BaHUEM KOMMepueckoit break-apart mpoosr (CytoCell,
BenukoOpuTanus), 4acTb MONYYEHHBIX Y MEpBOH OONBHON IaH-
HBIX ye omyOnukoBasa [33]. [luroreneTnueckast XapakTepUCTUKA
KJIETOK BTOpOro 0onbHOTo ObL1a Oostee crnokHOi. Hapsiny ¢ oTMe-
YEHHOH BbIILIE OCHOBHOH TpaHciokauel t(8;9) umenacy TpaHc-
nokarus 1(3;21)(q26;q22) (puc. 1, a), KoTOpasi CONPOBOXIATIOCH
TIOBBIIIIEHHON 3KCIIPECCUel PacmoiIoKeHHOTO B JIOKyce 3q26 oH-
koreHa EVI-1 (35,05/100 xommii sxcnipeccuii reHa ABL).

Kpowme toro, B 3Tom Habmonenuu no ganusiM FISH (pue. 1, 6)
ObUTa JOKYMEHTHPOBaHa CyOMHUKPOCKOTIMYECKAs NeNIeIUs YaCTH
reHa FGFR1, xotopas paHee ObliIa OITUCAaHa TOJIBKO y OOJIBHBIX €
tpanciokanueit t(8;13) [34, 35]. BBuay oTHOCHTENBHO penKoit
BcTpeuaemoct 8pl1 MIIC, a Takke HACTOSTEIBHOW HEOOXOIH-
MOCTH €T0 BBIYJICHEHUS U3 TPYIIIBI APYTHX XPOHUUECKUX MHENIO0-
nponudepaTuBHbIX 3a001€BaHUI MBI IPE/ICTABIISIEM 3/1€Ch KIIU-
HUYECKHEe HAOMIONSHNSI.

Knunuueckoe nabnooenue 1

Boanwruas C., 19 ner. 3abonena B urone 2009 r., korma Ha
(boHe NMXOpaJKU U BBICOKOTO JiekkoiuTosa (375 -+ 10%/1) BbisB-
JICHbl yBEJIMYCHHBIC IIEHHBIE, MOIMBIIIEYHbIE, Maparpaxeab-
HBIC ¥ BHYTPHOPIOUIMHHBIC JTUM(ATHUECKUE y3JIbl, TenaromMera-
st (150 x 76 mm) u cimenomeranus (130 x 48 mwm). Ilynkrar
KOCTHOTO MO3Ta OBLT BBICOKOKJIETOUHBIM C PE3KO BBIPAYKEHHBIM
paclIpeHreM MHENON0332 U YMEPEHHBIM YBEIWYEHHEM KO-
muuectBa B-nmumdobnacros (CD20%, TdT'). I'mcromornueckas
KapTuHA KocTHOTO Mo3ra (aBryct 2009 r) yknaapBanach B Aua-
THO3 XpPOHHYECKOTO MHUEJIONeHKo3a, Y4eMy He IPOTHBOPEUMIT TaK-
e BbICOKMH selikouuto3. Illenounas ¢ocdaraza nelrpoduion
obuta cHkeHa 1o 0,02 EJ/n. [luroreneTrnyeckoe U MOJICKYJISIp-
HO-OMOJIOTHYECKOE HCCIEA0BAHMS KJIETOK KOCTHOIO MO3ra HH
Ph-xpomMocoMbl, HU XUMEpHOro TpaHckpunra reHa BCR/ABL
He OOHApYXKWJIHM, HO BCE NMPOAaHAIM3NUPOBaHHBIE MeTadasbl Co-
nepxanu TpaHciokauio t(6;8)(pl1;q27) (pue. 2, a), xoropas
ro3iHee OblIa MOATBEPXKAEHA METOJIOM MHOTOIBETHOW MeTadas-
Ho#i (puc. 2, 6) u nutepdasznoit FISH (puc. 2, ). [Ipu uwuroso-
TMYEeCKOM HCCIICJOBAaHUU OTIEYaTka IIeHHOro JMM(aTH4ecKo-
ro ysna (Hosi0ps 2009 1) oTMedeHa ero BhICOKAs KIETOYHOCTb,
MIPE/ICTaBIECHHAS NTPEUMYILECTBEHHO JTUM(DOUIHBIMU KIETKAMH
CPEeIHHX Pa3MepoB C OIyXOJEBOH CTPYKTypoH sapa. B Ouonrare
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Puc. 2. Kapuorpamma 6ospHOTO ¢ TpaHcnokamuei t(6;8)(q27;p11).

a — texuuka GTG-0enupoBanus; 6 — MHOTOLBETHAsE (IIOOPECLEHTHAs THOpUIU3anus in situ; 6 — (QIOOpEeCcUeHTHAs THOpUIU3aLus in Situ ¢
ucnons3oBaHueM break-apart JHK-3081a k reny /'GFRI; 1Ba ToIryOBIX CUTHAJIA COOTBETCTBYIOT IEHTPOMEpE 8-1f XpPOMOCOMBI, CIIUTHBIN KPacHbII/
3eJIeHbIH CUTHaI — HOpMalIbHOMY reny FGFR1, pa3aenbHble KPacHbIH M 3€JIeHbIH CUrHAIIBI CBUETEIbCTBYIOT O peappaHkupoBke rena FGFRI.

obHapyxkensl quddy3Hble pazpacTaHus KIETOK C «OIacTHON»
CTpykTypoit U uMmmyHodenorunom CD2¥, CD3", CD5%, TdT",
CD34, npomudeparuBabiM nHAeKcoM (110 Ki-67) 50%, uTto 1mo-
3BOJIMJIO JTMAarHOCTHPOBATh MOPAKEHHE JIUM(PATHIECKOTO y3ia
npu T-mumbobaactHoit tumdome/neiikose. [ToBropHas 6uomncus
TM(paTHYeCcKOro y3ia, Ha TOT pa3 MOAMBIILEYHOTO (IeKadpb
2009 r.), BBISIBUJIA CTEPTOCTh €r0 CTPYKTYPbI, CBSI3aHHYIO C pa3-
pacTaHueM KPYIHBIX aTHIIWYHBIX OIACTHBIX KIETOK C OOJBIINM
KOJIMYECTBOM MHUTO30B.

Ha niepBom 3tane Gose3Hu OolbHAS MOTydalia THIPOKCHMOYe-
BUHY B 7103¢ 1000 Mr/cyT, a moToM (13-3a HapacTaHUs CONEPIKaHUs
ONaCTHBIX KJIETOK B KOCTHOM MO3T€) NPOBEAEH KypcC IUTO3apa C
unapyouHoM 1o cxeme «7 + 3». Ipu mepeBozne B MHCTUTYT AeT-
ckoii remaronoruu 1 Tpancantonorun (MATuT) um. PM. Top-
GaueBoit (17.06.10): remormobun 121 r/m, metikomutsr 7,9 - 10%,
Tpom6orwmTel 244 - 10°/1. Kapuotun kinerok: 46,XX,(6;8)(p11;q27)
[20]. MonekynsipHO-OHONOTHYECKHE HCCIEIOBAHUS IKCIIPECCHN
xumepHoro reHa BCR/ABL we oOHapyxwmu. He Halinena Taxke
MyTaius B reHe Jak2. VIHUIMMPOBAaH MOMCK HEPOACTBEHHOTO JI0-
HOpa KOCTHOTO MO3ra. 3a BpeMsl IIOUCKa JIOHOpa OO0JILHOMU IIPOBEIH
4 Kypca XUMHOTEPAIHIH (TPU — IT0 CXeMe «7+3» 1 oguH — «5 + 2»
C UIapyOHMIIMHOM), B pe3ysbTaTe KOTOPBIX JEHKOIMTO3, a TaKKe
JmMpaieHONaTHs, TeNaTo- U CIUIEHOMET AN 10 KOHLIA YCTPaHEHSbI
He Obuti. Ato-TI'CK mposenu 27.03.11, 1. e. ciycts 20 mec ot
Hayasia 3a00JIeBaHMs, OT IMOJHOCTBIO coBMecTuMoit o HLA, HO
HECOBMECTUMOM 110 pe3yc-(hakTopy KeHIHHbI 23 net. Pexxum koH-
JUIHOHKUpOBaHus: Oycynbhan 16 mr/kr + mumkinodocdan 120 mr/
KL, {7151 IpOGUIaKTHKY OCTPOI peakIiy TPAHCIIAHTAT IPOTUB XO-
3suHa (0PTIIX) ucnonb3oBaad aHTUTUMOLUTAPHBIA UMMYHOITIO-
oymua (ATTAM), nuknocnopus n MmetoTpekcar. 25 mapra 2011 1.
60mbHO# ObLTO TIepenuTo 9,8 - 10°/71 smpocomepKaInx KIETOK J0-

HOpa, B ToM umciie 6,1 - 10° CD34*-cTBosIoBbIX KiIeTOK. [TprKuBIte-
HHE TpaHCIUIaHTaTa 3auxcuposano Ha +20-if nens (14.04.11). Tlo
JTAaHHBIM aHAJIM32 ITyHKTaTa KOCTHOTO MO3ra, IOHOPCKUI XUMEPU3M
nocturan 90—95%, uTo No3BONMIIO TOBOPUTH O MOJTHOM KIMHHUKO-
reMaToJIOTUYEeCKOH U 1uToreHeTnueckoil pemuccuu. Ilepsole npo-
siBieHusT KoykHOM (hopmbl PTITX (3yx U soKeHHUE JTa0HEH, CyX0CTh
W 4yBCTBO IECKa B IM1a3ax) HaOmonamuck ¢ +24-ro aus (16.04.11),
YTO 10 BPEMEHH COBIAJIO C MPU3HAKAMU TUTIO(YHKIMH TPAHCIUIaH-
Tara B BUJE HEUTpONeHnM | creneHu, aHeMHuu CpelHeH TsKecTH
U TspKenoi TpomOormronenuy. Ha atom ¢one 29.05.11 GonbHas
nepeHecia TpoM003 o01eit 6expeHHoi BeHsl ciipasa. [lanee ee co-
CTOSIHME TIPOTPECCHBHO YXYAIIAIO0Ch, YTO NPOSBIISUIOCH CHUYKEHH-
€M OCHOBHBIX IapaMeTPOB HepudepruIecKoil KPOBH; yBEIMUCHHEM
pa3MepoB IEUeHH U CEJIE3CHKHU; HapacTaHHEM B KPOBU KOHLIEH-
Tparuu npsiMoro Ounupyouna. bonbras ckonvanack 19.09.11, T.e.
yepe3 nonroza nocie amio-TTCK. OcHoBHOH npr4nHON cMepTH
Moo ObITh yTspKeneHne oPTITX, XoTs He HCKITIoYaIach TakxKe Be-
POSTHOCTD TIPOTPECCUPOBAHMSI OCHOBHOTO 3a00JIEBaHMS B IIEYCHN.
BckpeiTie He poBOaMIIH.

Kaunuuecxoe nabniooenue 2

BonpHON — Myxuuna 19 ner. 3aboneBanue KpoBU ObLIO
3arnozi03peHo B okTsiope 2010 1., Korma Ha MEIOCMOTPE BBISBHU-
JM CTUICHOMETAIHIO (HWKHUH MOMIOC TOCTUTall YPOBHS Ta30BBIX
xocteit) u remaroMeranuto (10 cM Huke kpas peOepHOU Iyru).
B ananuse kposu (H0s16ps 2010 1.): remorniodbun 93 /7, seiko-
el 210 - 10%1 co caBurom nekoruTapHoil GOpMyIbl BIE€BO
10 OmacTHbIX KieTok (3%), TpomOouuTel 180 - 10%1. B 10 e
BpeMsl colepiKaHue OJACTHBIX KIETOK B KOCTHOM MO3Te JOCTH-
rano 5,6%. Kak u B mepBoM HaOJIOICHUH, B Hadaje JICYCHHS
MPUMEHSIIN THAPOKCUMOYEBUHY, C MOMOLIbIO KOTOPOH YPOBEHb
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JCHKOLMTOB ynanoch CHU3UTh 10 10 - 10°/1. Ilpu 3Tom Habmro-
JIaJIOCh TAKXe CYLIECTBEHHOE YMEHBIIEHHE pa3Mepa Cele3eHKH
" TeueHu (0 2 M Hike kpas pebepHoi ayru). M3 ocnoxHe-
HUH cIeayeT yMOMSHYTb O CHHIPOME JIM3UCA OIyXOJH, 4TO CO-
IPOBOXK/IAJIOCH IIOBBIIIEHUEM KOHLEHTpPAllUUd KpEeaTHMHHHA [0
163 MMoITB/ 11 MOUEBHHBI 710 22 MMOJIB/J1. [IpOoBeICHHOE HA 3TOM
stanie HLA-TunupoBanue cuOIMHIa BBIIBUIIO MOJHOE COBMAJe-
Hue HLA-reHoB 60JIbHOTO U IpeAmnonaraeMoro foHopa. Hecmo-
Tpsl Ha ITO, M3-3a IOHOTO Bo3pacTa JoHopa ot amto-TI'CK gonro
BO3JICPXKHUBAIKICh. TeM BpeMEHEM COfiepyKaHue ONACTHBIX KIETOK
B KOCTHOM Mo3re 1 kpoBH (anpenb 2011 1) Beipocio 10 28 u 11%
COOTBETCTBEHHO, & KOJIMYECTBO TPOMOOIIUTOB CHU3HUIOCH J10 50 -
10°/1. Bl AMarHOCTHPOBAH OIACTHBIN KPH3 XPOHUYECKOTO MH-
es101poau(epaTuBHOrO 3a001€BaHuUs, YTO IOCIYKIWIO OBOAOM
JUISL Hadalla XUMHAOTEPAITUH 110 ITporpamme «7+3» ¢ naapyOounu-
HOM, a 3aTeM [yl MOAJIepKUBAIOLIEH Tepanun 6-MepKanTonypu-
HoM. IIpu o6cnenoBanuy, nposeaeHHoM B MAI'uT um. P.M. T'op-
0aueBoil, TONyYEeHBl CIEAYIOIINe Pe3yNbTaTbl. AHAIN3 KPOBU
(uronb 2011 1.): remormio6un 77 r/n, neiikouutst 7 - 10°/1, Tpom-
Gouutel 20 - 10%/1, Guacthbie kietku 30%, MaMOYKOsICPHbIC
1%, cermenrosinepHbie 38%, MoroMThI 11%, mumdoruter 17%,
203uHOQuIBI 3%. KOoCTHBIN MO3T OOrar KJIeTOYHBIMH JIEMEHTa-
MU ¢ 27% 6IaCTHBIX KJIETOK, UMEIOIUMU CIIETYIOIUH HUMMYHO-
¢enorum: CD4*, CD7*, CD34*/CD117*, CD13", CD14*, CD15",
CD33%, CD11b"/CD34", CD36", CD64", CD38", MPO". Ilpu 1u-
TOr€HETUUECKOM UCCIIEIO0BAHUM BCE AHAIM3UPOBAHHBIE KIIETKH
umenn kapuotuir: 46,XY,t(3;21)(q26;q22),t(8;9)(p11;q34) [20],
YTO B COYETAHMU C KIMHUYECKOH KapTUHOM MO3BOJISUIO MOCTa-
BuTh auarHo3 8pll MIIC. Ph-xpomocoMmsl, a Takike SKCIPeCcCHU
xuMepHoro rena BCR-ABL (1ipy MOJEKYISPHO-OMOIIOTHYECKOM
UccIenoBaHNM) He BbLABICHO. C ydeToM BO3pacTa OOJBHOTO,
XapakTepa 3a0oneBaHusi, Hanuuus B ceMbe HLA-coBMecTHMOro
cUONMHTa OBUT MOCTABJICH BONPOC O OE30TIararejbHOM IMPOBeE-
nerun amno-TI'CK ¢ ucnonb3oBaHMeM MIAJAIET0 MHIYKIIMOH-
Horo pexxuma (RIC) cormacno pexomennauusm S. Slavin [37].
TlepeHOCHMOCTh BBOAMMBIX JUIS HHIYKIMK OycyibhaHa u ¢iy-
napabuna (¢ 23.06 mo 29.06.11) Oblna ymOBIETBOPUTEIHHOM,
XOTsl 3a(PUKCUPOBAHO HEKOTOPOE IOBBIIIEHUE KOHIIEHTPALUH
KpeaTHHUHA ¥ CKIIOHHOCTH K 3aJepKKe KHIKOCTH. TpaHchy3Hro
KOCTHOTO Mo3ra (sigpocopeprkamiue kiaetku 26,4 - 10%/n, CD34
0,75%, CD3 8,5%, sapoconeprkaiiie KIeTKU Ha | KT Macchl Tea
6ombHOrO 4,0 - 108, CD34- kieTky Ha 1 KI Macchl Tella MaluenTa
3,0 - 10% CD3-kietku Ha 1 KT maccel Tena 3,4 - 107) 6omabHOM
Taxoke nepeHec 0e3 ocnokHenuid. s npodunaktuxku oPTIIX
HCIIONB30BaIH Takpoiumyc B mo3e 0,03 mr ma 1 Kr macchl Tena
B cyTkH (1,9 mr) ¢ JI-1 (29.06.11) u cenn-cent 30 mMr/kr B CyT-
ku (1920 mr) ¢ JI-1 (29.06.11). Hecmotpst Ha npouinakTuky, ¢
+11-ro aus Habmromanack oPTIIX ¢ mopaxenuem koxwu II cre-
[IEHH, KOTOPYIO YAaJIOCh KyIIMPOBATh TOIHYECKUMU CTEPOUIAMHU.
BoccranoBneHue JISHKOLUTapHOIO pOCTKa Ha (POHE OJHOKPATHO-
TO BBEJCHUS IPaHyJIONUTAPHOTO KOJIOHHECTHMYITUPYIOIIETO (hax-
topa (I'-KC®) Obuio 3apukcupoBano Ha +13-it nenn(13.07.11).
BoccraHoBneHus: TpoMOOLMTAPHOTO U SPUTPOUAHOIO POCTKOB
JIOJITO He HaOIIIoaly, UMeNach TpaHc(y3nOHHAsT 3aBHCUMOCTb.
Bwmecre ¢ TeM Bce 3pUTPOLIUTHI IO (DEHOTHITY UMEIH IOHOPCKOE
npoucxoxaeHue. KonrponbHoe o6cienoBaHye, IPOBEJEHHOE Ha
+19-it menn (19.07.11), GmacTHBIX KJIETOK B KOCTHOM MO3Te HE
BBISIBUJIO, @ pa3Mephbl cele3eHKku ymeHblumauch. Ha +20-it nens
(20.07.11) orMeueHa MUKpOreMaTypHs, YTO IOTPe0OBaIO YBEIIH-
yeHus: o0beMa nHdysuii. Jlanee B MOCTTpaHCIUIAHTAIIMOHHOM T1e-
prUoAC BBISABICHA JICTOUHAS I/IH(i)I/IJ'[praLH/IH, CONPOBOXKAABIIAACS
HAKOIUIEHUEM OOJIBIIOrO KOJMYECTBA JKUIKOCTU B OOEUX ILIEB-
PaJbHBIX 00TACTAX M HapaCTaHHEM JbIXaTeIbHON HEJJ0CTaTOUHO-
ctu. bonpnoii ymep 04.01.12 yepes nonrona nocne amio-TI'CK.
BckpbiTue He IPOBOIMIIH.

Takum 00pa3oM, KIMHHYECKas KapTHHA, a Takke TaHHbBIC
HUTOTCHETUYCCKOI'O UCCIICAOBAHNS ABYX MPEACTABICHHBIX 3[1€CH
HaOmonenuii 8pl1 MIIC cymecTBeHHO pa3nuyanick. B nepsom
cilyyae HMMeJICS TUIIMYHBIA CHHIPOM COUYETaHHs HEKIacCHpU-
upyeMoit Muesnonponaudepanuu U T-KIeTouHOH TUMQOMBL, BO
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BTOPOM — TOJBKO Muenonponudepanus. Kpome Toro, Bo BTO-
POM HaOIIOIEHUU CBOMCTBEHHASI ’TOMY CUHJPOMY TPaHCIOKALUSI
t(8;9)(p11;q33) coueranach ¢ APyroii, MPOTHOCTHUECKH HeOIaro-
npusaTHOM TpaHciokanueit t(3;21)(q26;q22), koTopasi u3z-3a BO-
BJICUEHHUS B NEPECTPOMKH JOKyca 3q26 COIpPOBOXKAaNach IUIIe-
paKcIpeccueil B 3TuX KieTkax onkoreHa EVI-1. Hakoner, B aToMm
HaOIONCHNH UMENach TAKKe YaCTHYHAS JIeNIelns BOBICKaeMOTO
B mnepectpoiiku reHa FGFRI, koTopylo paHee OOHapy>KUBaIu
TOJIBKO y OOJBHBIX ¢ TpaHciokanueit t(8;13) [33, 34].
IMposenennsie B UJII'uT um. PM. T'opbauesoit amno-TT'CK
OKa3alIuCh Oe3yclellHbIMU. B mepBoM citydae, HecMOTpsL Ha 10-
CTUTHYTBIE KJIMHUKO-T€MATOJIOTHUECKYI0 U IIUTOTEHETHUECKYIO
peMuccuio, OonbHas yMmepna u3-3a pacnpocrpaneHHod oPTIIX
III—IV creneny, xotopast y OONbHBIX C HEPOICTBEHHOU TpaHC-
IUTaHTAlMEH BCTpedaeTcss Hepenko. Bo BTOpOM HaOMIOAeHUH
ObUIO HEJOCTATOYHOE MPHUKUBIICHUE TPAHCIUIAHTATa. JTO MOIIIO
Ob1Th cBs13aHO ¢ nposeneHueM TI'CK Ha sTane TpaHcdopmanyuu
8pll MIIC B octpsrii neiko3, ¢ aenenueit yactu rena FGFRI,
KOTOpasi CYMTACTCSI MPOrHOCTHUYECKH HeOnaronpustHoi [34], ¢
HaJIMYMEM B KJIeTKax BTOopod TpaHciokaumu t(3;21)(q26;q33),
KOTOpast COIPOBOXKIATIACH C MPOTHOCTUYECKH HEOIaronpHs THEIM
TOBBILIEHUEM KCIIPEeCcCUH B KieTkax rena EVI-1 [36].
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