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ABSTRACT

We present the clinical and laboratory data on a 13-year old
patient with the recently described variant of CD56-positive
acute myeloid leukemia with criptic t(7;21)(p22;922) trans-
location involving rearrangements of RUNX1 and USP42
genes, 5q deletion, and hemophagocytosis. According to
the literature, this rare recently described AML subvariant
mostly occurs in males, is resistant to chemotherapy, and
can be successfully treated using allogeneic hematopoietic
stem cell transplantation.
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OcTtpbie MuesonaHbIe JeHKO3bl

¢ TpaHcaokaumen t(7;21)(p22;q22), neneumeit
5q, akcnpeccueid CD56 u remodarouurapHbim
CUHAPOMOM: COOCTBEHHOE KJIMHUYECKOe

HabJoAeHHe U 0030p JUTEPATYPbI

H.H. Mamaes', T.JI. [unduna', 3.I. Botivenko?, A.B. Topbynosa’,
B.M. Kpasyosa', H.B. Cmanuega’, I1.B. Koscokaps',
O.B. launa', JI.C. 3ybaposckas', b.B. Ajpanacves’

PE®EPAT

MpencTtaBneHbl KNMHUYECKME U nabopaTopHble AaHHble 60nbHOro 13 neT ¢
onucaHHbiM B 2006 r. CD56-N03UTMBHBLIM OCTPbIM MWENOUAHLIM JIENKO30M
(OMJN) co ckpbiTo TpaHcnokaumen t(7;21)(p12;922) n o6pa3oBaHNEM XUMEP-
Horo reHa RUNX1/USP42, a Takxe ¢ feneuven grvnHHOro nieva XpoMoCOoMbl
5 n remocdparoumTo3om. Mo nuTepaTypHbIM AaHHbIM, 3TOT BapuaHT OMJ1 vawe
Habn4aeTcs y ML MY>CKOrO rofa, XapakTepuayeTcsi pe3UCTEHTHOCTLIO K
NPOBOANMOW Tepanuu 1 HEMOXMM OTBETOM Ha anfioreHHy TpaHcnaaHTaumo

reMonoaTU4eCKnX CTBOJIOBbLIX KIETOK.

KniouyeBble cnosa:
OCTPbIN MUENOWAHbIN Nenkos, t(7;21)(p22;922), 59—, akcnpeccua CD56, pesn-
CTEHTHOCTb K Tepanuu, apuTpodarountos, annoTl CK.

MpuHaTo B neyvatb: 31 mapTta 2014 r.

BBEJIEHNE

HecmoTpss Ha MHTEHCHBHbBIE LMTO-
reHeTHUeCKHe U MOJEKYJISIPHO-OHO-
JIOTHIECKHE HCCJIENOBAHUS JIEHKO30B,
B 9TOH 00/1aCTH OHKOIE€MaTOJIOTHH BCe
elle OCTaeTcss MHOTO  HepelleHHbIX
npo6aeM. B 2006 r. BbinesieH peaxuit
BapuaHT CDS6-M03UTHBHOIO OCTPOTO
MuesionaHoro Jieiikoda (OMJI) ¢ Tpanc-
Jgokauuern 1(7;21)(p22;922), npuso-
Jslieil K 00pa3oBaHUIO XMMEPHOTO I'eHa
RUNXI/USP42. XapaktepHa Tak:Ke
JleJIellls YIMHHOTO TJleda XPOMOCOMBbI
D ¢ reModaroluTo30M M PE3HUCTEHT-
HOCTbIO K XUMHOTepanuu. B To ke
BpeMsi MOJIyYeHbl YI0BJIETBOPUTE/NbHbIE
pe3yJIbTaThl MOC/E BbIMOJHEHHS aJJ10-
FeHHOH TpaHCIUIAHTALIMM TeMOIOSTH-
yecKHX CTBOMIOBbIX KieTOK (annoTI'CK)
(taba. 1).

BriepBble mopoOHbIE reHeTHUECKHE
Hapyuwenust npu OMJI Gblin oGHapy-
JKeHbly 7-netHero pe6Genka[1]. [Tepso-
HauaJbHO pe3yJbTaThl LIUTOr€HETHYE-
CKOTO HCCJIE/IOBAHUSI TPAKTOBAJIH Kak
CJIOXKHBIE XPOMOCOMHbIE HapylIeHHs C
JieJielldel YacTh JYIMHHOTO MJ1e4a Xpo-
MocoMmbl 5. UTo KacaeTcst 06cyK1aemoil
TPaHCJIOKAlMK, €€ YNaJoCh BBISBUTD
TOJIBKO C MOMOILBIO (PJIIOOPECIEHTHOM
rubpuausauun  in - situ  (FISH) co
CrielUpUIECKUMH MPoO6aMH K LeJI0i
xpomocome 7 u reny RUNXI. Kak
0Ka3aJsoCh, MOCAEHUI Obll MepeHeceH
B 00J1aCTb MOJOMKH KOPOTKOrO Tjieda
xpomocoMmsl 7. IIpu 3TOM napasenbHo
MPOBEJICHHOE  MOJIEKYJIIPHOE — HCCJIe-
JI0BaHHe OOGHAPYKUJIO BOBJICUCHHE B
NepecTpoiKy Tak:Ke JIOKAJTU30BAHHOTO
31€Chb reHa YOUKBUTHH - Crie U (hHYeCKOM
nentuaasbl 42 (USP42), xoropblid

THIW petckoit OHKONOrWA, remaTonoriu 11 TpaHcnnasTonorun um. P.M. Top6ayesoit, CaHkT-TNeTepbyprckuii
rOCYAAPCTBEHHbII MEAULIMHCKIA YHUBEPCITET M. akaa. W.1. [aBnosa
197022, yn. Ibea Tonctoro, 4. 6/8, CaHkT-MeTepbypr, Poccuitckas depgepaums
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Ta6nuua 1. OCHOBHbIE KNTMHNYECKUE N NabopaTopHble Nokasatenu y 7 605bHbIX OCTPbIMU MUENTOUAHBIMU NTeiko3amu C TpaHcnokauven
t(7;21)(p22;922) n cnuaHnem reHos RUNXT n USP42 (paHHble nutepaTypbl)

NcToyHuK
K.Paulssonetal, T.Gindinaetal, A. Giguere et al., J. Panagopoulos et
Mokazatens 2006 2012 2011 E. Jeandidier et al., 2012 al, 2013
Mon M M M M M M X
Bospacr, net 7 13 32 33 39 54 52
Jleikoumtbl, X 10%n 35 2,5 121 54 1,3 18 34
Temorno6uH, r/n 102 113 93 43 31 76 58
Tpom6ouuTsl, X10%n ? 278 45 81 34 67 116
[emocparoumTtos ? + ? + + + ?
OAB-BapuaHT MO M4 M1 M5a M4 M4/M5 MO
9kcnpeccus abeppaHTHbIX aHTUTEHOB
HLA-DR + + + + + + +
CD56 + + + + + + +
CD7 + + + + ? + +
50— + (peunams) +* + + + + +
X1UMNOPE3NCTEHTHOCTb ? + ? + + + ?
Bup TICK Anno fanno Anno 0 Anno 2 Anno
(poAacTBeHHas) (poAacTBeHHas) 0 (pozcTBEHHaA) (poAacTBeHHas)
[pOA0MKNTENBHOCTb XXI3HU, MEC. ? 27+ ? 36+ 6 26 ?

* 06HapyxeHa B 1 13 20 meTachasHbIX NNACTUHOK.
«?7» — HET JaHHbIX.

MMEET OTHOLLEHHE K PeryJ/siliii U (OyHKLHH JIPYTrOro BazKHOTO
JUIs1 OHKOTeHe3a reHa P53 [2].

K mnacrosiiemy Bpemenu Tpancsokauusi t(7;21) co
causiiieM reHoB RUNXI n USP42 onucana y 7 GOJIbHbBIX
OMJI [3—6], Bkiouast Hauero nauuenTa [7] (cm. taba. 1).
Kak cienyer u3 3TuX JaHHbIX, NoAaBJsiollee GOJbILIMHCTBO
GosibHbIX (6 M3 7) Obli MyxKckoro mnoJga. KosauuectBo
JICHKOLMTOB B KPOBH YBEJIMUMBAJIOCH y 4 MallMEHTOB, CHU-
JKaJ0Ch — y 2, a 'y 0fHOTO ObLI0 B Mpe/esiaX HOPMaJbHbIX
3HAUEHHUH. Y BCEX UMEJIO MECTO CHUXKEHHE reMorJioOuHa (OT
YMEPEHHOTO JI0 3HAYUTEJbHOTO). M3 apyrux JlaGopaTopHbIX
nokasateJsiell cjellyeT OTMETHTb HaJMYHe Ha MOBEPXHOCTH
OJIaCTHBIX KJIETOK y BCeX OOJIbHbIX AHTHIEHA KJIETOUHOH
auddepenurposku CDSH6.

Dpanly3ckue Hee1e10BaTe | TPH MOJIEKYJISIPHOM HCcie-
noBanun y 200 6osbHbix OMJI 0GHAPYKUJIM TPAHCJIOKALIUIO
t(7;21)(p22;q22) co causindem reHoB RUNXI u USP42, c
JeJielineil 5q Juib y 3 nauueHToB (cMm. Tada. 1). BaactHbie
9JIEMEHTBI Y BCEX ITHX OOJIbHBIX IKCTIPECCUPOBAJIH HA CBOEH
MOBEPXHOCTH aHTHI'€H KJIETOUHOH auddepenippoBkrn CDHO,
KpPOMe TOTO, Y HUX OOHapy:KeH (peHOMEeH reMoarouuTosa.
B utore wuccienoBatenu 3asiBUM 00 OTKPBITHH HOBOTO,
PEJIKOTO, MPOTrHOCTHUECKH HeOAronpUsiTHOro MojBapuaHTa
CD56-nosurtunoro OMJI [5].

KNWHWYECKOE HABJIOAEHUE

HecoMHeHHbII HHTEpeC MPeCTaB/sIIOT KJIMHUYECKHEe U Jia-
6opaTopHble JaHHbIe HEAABHO 0OC/IEI0BAHHOTO HAMU O0JIb-
Horo 13 siet, y Kotoporo Tpancaokauus t(7;21)(p22;q22)
Oblia Tak:ke Jokazana c¢ nomouibio FISH [7]. lannbie 06
9TOM MalleHTe ObLIKM BepBble onyGJuKOBaHbl [7], Koraa
elle paHo ObLIO CyIUTb O TepareBTHYeCKOM 3(dekTe
TpaHCIJIaHTALMH KOCTHOTO Mo3ra. B Hacrosiiiel crathe Mbl
NPUBOJIMM pe3yJibTaThl JaJibHeillero HabJIoeHUsl 38 STHM
6osbHbIM, y KoToporo ramaoTI'CK ot martepu npuBesa K
MOJIHOW TeMaTOJIOTMYECKON U IMTOT€HETHUECKOH PEMUCCHH,
npojio/Katoleics yxxe 6osie 27 mec.

Hauausio 3a6osieBanust orHocutest K kouiy 2011 r., Korna
OTMEUEHO TOBbIllIEHHE TeMIepaTypbl Teja 10 (heGpUIbHBIX
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undp. B aHanuze KpoBM UMeJM MECTO yMepeHHast aHeMHUS
(remornio6un 113 r/n) u nefikonenus (2,5 X 10%/n) ¢ 3 %
TPaHYJIOLUTOB U OOJBILIUM KOJHYECTBOM MOHOLIUTOHIHbBIX
9JIEMEHTOB B opmyJie. YHega0 TPOMOOLUTOB COXPAHAIOCH
B Mpejie/iax HOpMaJIbHbIX 3Hauenuii (278 x 10%/n). Acnupar
KOCTHOTO MO3ra OTJIHYAJICSl  CHMXXEHHOH KJETOUHOCTbIO
(39 X 10°/1 MHeNOKApPHOLMTOB), a OOJBLIIMHCTBO KOCT-
HOMO3rOBbIX 371eMeHTOB (10 59 %) cocTaB/siiu GiacTHbie
ka1etku. [locaennue umenn mMopdgoJsoruueckue XapakTepu-
CTHKM MHEJIOMOHOLMTOUIHbBIX KJIETOK, B psiie ciaydaeB — C
SBJICHUSIMU (DArolUTo3a KaK IPUTPOLUTOB U UX OOJIOMKOB,
Tak ¥ TpoMGOUMTOB (puc. 1). BoactHble s/eMeHTbl Obld
NpeaCTaBAeHbl MaKpo- M Me30TeHepalysMH, HEKOTOpble
MMeJIM HerpaBu/bHylo (opMy. $lnpa HenpaBuibHble, 60-
GOBU/IHbIE, CKJamyaTbhle C HEXKHO-TMETJAUCTOH CTPYKTYpOi
XpOMaTHHA W CBETJIbIM, JOBOJbBHO KPYMHBIM SIPBILIKOM.
[luTonnasma cepo-roay6oro 1BeTa, B YaCTH KJIETOK Orpese-
Jisijiach a3ypouiibHas 3epHUCTOCTb. OCOGEHHOCTBIO KJIETOK
MHEJIOUJIHOTO psifia OblIO HaJlWuMe B HUX UEPT JAMCIJIA3HM:
PUTFAHTCKUI padMmep, CKYJHOCTb a3ypo(UIbHON 3¢ pHUCTOCTH
B LMTOMJIA3ME M OTUETJHUBOH JIUCCOLMALMH B CO3PEBAHUU
sapa W LMTOMJa3Mbl. MerakapuoluTapHblii POCTOK Obl
CY2KEH, MPECTaB/IEH MUKPOT€HEPALIUIMH MEraKapuOLIUTOB C
TUIOTNJIOWHBIMH SIPAMH H CKYZHOH LIUTOMIAa3MOH.

[lpy wumMMyHO(eHOTUNUPOBAHWMM YCTAHOBJIEHA MMUe-
JIouIHas Npupoja 6JAaCTHBIX KAETOK. OHU ObLIH MOJ0KUTEb-
neiMu Ha CD34, CD33, CD13, CDI117, HLA-DR, CD38;
75—80 % O6JaCTHBIX KIETOK HMEJIM Ha CBOEH MOBEPXHOCTH
(ko3kcenpeccupoBagn) anturensl CD56, CD7 u CD71.

LlyToxumuyeckue peakuuu Ha MepoKCcUaasy, JUIUIbL 1
HaTUIICTEpPAsY, B T. 4. C MorauieHueM JioopuaoM, OblIu
noJoxutesbHbIME B 21, 25, 51 u 9 % KJIETOK COOTBET-
CTBEHHO.

[lpu craHpapTHOM LMUTOreHETUUECKOM MCC/eI0BaHUU
HapylleHUsl KapHOTHIIAa OrPaHUYHBANIUCH TOJBKO YKOpOue-
HUEM JJIMHHOTO TJ1eua OJHON U3 XpoMocoM 21-ii napbl. B o
xe Bpemst B 1 (5 %) n3 20 npoananuauposanHbx MeTahas
HapsiIy C 3TUM HapylLIEeHHEM UMeJsla MECTO HHTEPCTHLIMAbHAS
neqetnst 5q [del(5)(ql3g31)]. Uro kacaercsi o6cykaaemoit
B paGore TpyaHOpacro3dHaBaemol TpaHcyokauuu t(7;21)

KIMHUYECKAS OHKOTEMATOJIOTHAS
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Puc. 1. BnactHble KNETKM B KOCTHOM MO3re 60fbHOrO OCTPbIM MMeSiouaHbIM JIEMKO30M € TpaHcnokauuen t(7;21)(p22;922). daroumTos
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»+ B
21
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Puc. 2. CenektuBHas kapuorpamma xpoMocom 7 u 21, okpalueH-
HbIXx Ha GTG-cermeHTbl 1 meTogom MHorougeTHow FISH (cnpasa).
[MepeHOC 4acTu KpacHOro curHana ¢ XpoMocombl 21 Ha KOpOoTkoe
nne40 XpPOMOCOMbI 7

(p22;q22), ona, Kak u B opuruHasibHoil padote K. Paulsson
1 coaBT. [1], Obia oOGHapy:KeHa ToJibKo ¢ nomolbio FISH
co crnetupuIeckumMu MpobaMu K 11eJIod XpoMocoMe 7 U reHy
RUNXI (puc. 2u 3)[7].

AHalu3  MOJIEKYJISIPHBIX MEXAHH3MOB  [OBPEXKIEHHUSI
reHoB RUNXI u USP42 B 9TOM KOHKPETHOM CJlyuae Haxo-
auTest B pabore. UTo KacaeTcs JaHHBIX JIUTEPATYPbl, OHH He-
MHOrouucaeHHbl. [Toapo6HbIH MOJIEKYISIPHBIA aHaAIU3 3TOH
XpOMOCOMHOl aHomanuu nposoausu N. Foster u coasr. [3].
Jeranbhubiit ananus JIHK y 2 B3pocsibix 60JIbHBIX ¢ MUEJIO-
aucryiactuueckum cungpomom (MJIC) u OMJI ¢ nomotiibio
MOJIMMEPA3HON LENHOW peakuuM B peajibHOM BPEMEHU U
CEKBEHUPOBAHHUS, BO-TIEPBbIX, MOATBEPANJ HAJTUUUE CJAUTHUS
reHa RUNXI c renom USP42. Ilpu 310M OblIH OTMEUEHbI KaK
pas3/iMuHble TOUKH pa3pbiBoB B reHe RUNXI, Tak 1 HeoluHA-
KOBble BApMaHThI criiaficuira rena RUNXI /USP42 (puc. 4).
Bo-BTOpbIX, M0 JaHHBIM HCCJIEI0BAHUS ONHOHYKJIEOTHIHBIX
MOJMMOP(U3MOB HUKAKHMX JOMOJHUTEJbHBIX CYOMHKPOCKO-
MHYECKUX H3MEHEHHH XpPOMOCOM, KOTopble Obl Mpejpac-
noJiarajin WM accouuupoBasiucst ¢ t(7;21), B stoin JIHK ne
Ob10. HemasioBaykHO W TO, UTO MO JAHHBIM HHTEpQa3HOi

RUNX1 3
. TAD/D |

RUNX1-USP42

TEL(ETV6)
TEL(ETVE6)

NG 4.

//

RUNX1(AML1)

Puc. 3. Pesynbratbl uHTepdasHoi FISH ¢ wncnonb3oBaHnem
asyxuseTHoro [IHK-3onpga RUNXT1-ETV6E, koTopble ykasbiBarOT
(3R2G) Ha BoBne4YeHWe B MepecTporiKy (TpaHCnokauui) reHa
RUNX1

FISH usmenenublit ren RUNXI Obll NpeJCTaBJeH Tak:Ke
B MErakapuolMTax, UTo elle pa3 YKa3blBajJo Ha BaxKHOE
3HaueHue TpaHcsaokaiuu 1(7;21) B sielikemoreHese npu 3Tom
nogsapuante OMJI. Hakowel, npoBejeHHbIN HCCIEI0Ba-
TeJIIMU JIOTIOJIHUTENbHBIN MoJieKynsipHblil aHanus JIHK y
100 60sbHbIX MIIC 1 OMJI HUKAKUX HOBBIX CJyuyaeB 3TOM
JIOCTATOUYHO PEIKOH U UHTE€PECHOH MATOJIOTHH HE BbISBUJI, UTO
elile pa3 yoeausio B €€ YHHKAJIbHOCTH.

Y Hallero nauueHTa TakKe UMeJia MECTO BHYTpPEHHss
TaHAeMHas JIynanKauus reua FLT3, kotopas accoluupyeTcs
¢ nyoxuMm nporHosoM. I[To COBOKYNMHOCTH MOPHOLUTOXHU-
MHUYECKHX, HMMYHO(DEHOTHIHYECKUX H LUTOT€HETHYECKHUX
JAHHBIX ObL1 IHATHOCTUPOBAH OCTPbIH MUEJOMOHOOGJIACTHBIN
nefiko3 (M4 -papuant ®ADB) ¢ MyibTHIHHEHHON UCTIIa3HEH,
KOTOPBIH OblJ1 OTHECEH K IPYIIIE BLICOKOTO PUCKA.

Puc. 4. CxemaTnyeckoe npepcraBneHne OMKOro tuna
reHoB RUNX1 n USP42 (BepXHss N HYXXHSS CTPOYKM) U

] MOJ'IeKyJ'IﬂprIVI MexXaHU3M UX CInnaHuaA C o6pasoBaH|/|-

USP42-RUNX1

UspP42

em 6enkoB RUNX1-USP42 n USP42-RUNX1. Ctpen-
KOV nokasaHo MecTo paspbia reHa RUNXT B kogoHe
TAD/ID n cnusaHmna ¢ USP-gomeHom reHa USP42 [4]

B s 1L

RHD (runt homology domain) — pomeH TpaHcKpwuri-
LIMOHHOW perynaumm.
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Tabnuua 2. Pe3ynetatbl HLA-TUNMpoBaHus goHopa v peumnueHTa

Ta6nuua 3. Bupyconornyeckuin ctaTyc goHopa 1 peuunmeHTa

HLA-TunupoBaHue A B C DRB1 DRB3 Metog UDA CMVIgM CMVIgG EBVIgM EBVIgG Toxo lgM Toxo IgG
MayweHt 02 02 27 58 02 07 1111 3 MauneHt - + - - - -
[oHop 02 32 27 51 02 01 1113 3 [oHop - + - - - -

Xumuorepanus no nporokosy HHUM 10O OMJI
2007 6b1a nauara 30.12.201 [ r. Ona BxJiouasia uurapadu,
UI1apyOULIMH, 3TOMO3M, BaJbIPOEBYI0 KUCAOTY ([lenakuH)
1 tpetuHouH (Becanoun). Ha done Tepanun umenu mecro
TUnonJasust KpopeTBopeHusi, Mmyko3uT [—II crenenu wu
CTOHKOE CHH)KEHHE anmneTuTa. Pemuccus He JNOCTHIHYyTA.
Uuceso 6JaCTHBIX KJIETOK B acnupaTax KOCTHOTO MO3ra IMpu
20 x 109/ muenokapuouutos coctapasio 24 %, a mera-
KapPUOLUTbI OTCYTCTBOBAJIH. DTO 110 OCHOBAHHE IMATHOCTH -
pOBaThb MEPBUUHYIO PE3UCTEHTHOCTb JIEHKO3a K MPOBOAUMOM
XUMHOTEPANUU U MEepPelTH Ha BBICOKOIO3HOE JieUeHHEe MO
cxeme HAM (14.01—-19.01.2012 r.). Benenue Bcex mnpe-
napaToB MalMEHT TepeHeC YAOBAETBOPUTE/bHO. KOCTHbIH
MO3T OBl TUIOKAETOUHBIM (2 X 10°/51 MHeI0KAapHOLMTOB),
MerakapHoLHUTbl OTCYTCTBOBAJIH, YHCJI0 OJIACTHBIX KIETOK —
6 %. B kontposibHoit Muesorpamme ot 15.03.2012 r. npu
HOPMOKJIETOYHOM KOCTHOM Mogre (67 X 109/n1) oGHapy:keHo
JIOCTATOUHOE KOJMYeCTBO MerakaproluTos (14 X 10°/MKi),
a YUMo BJIACTHBIX KAETOK CTa10 MUHUMabibiM (1 %). B 10
)K€ BPeMsl MPU LIUTOT€HETHYECKOM HCC/Ie0BAHUN acnupara
KOCTHOTO MO3ra BbisiBjieHa TpaHcjokauust 1(7;21)(p22;q22)
B 30 % aHaiM3upoBaHHLIX MeTa(asHbIX MIACTHHKAX, YTO
YKa3bIBaJl0 HA OTCYTCTBHE PEMUCCHH.

Kak nojroroBuresbhbiii stan nepei anioTICK B nepuos
¢ 16.03 no 22.03.2012 r. 6osnbHOMY Obl1a NPOBE/ICHA BbICO-
Kono3Hast xumuoreparusi o nporpamme FLAG. TTockosbky
CUOJIMHTH B CEMbE OTCYTCTBOBAJH, a uncyio HLA-HaeHTHUHBIX
HEPOJICTBEHHbIX JIOHOPOB B MEXKIYHAPOAHBIX PpErucTpax
ObLIO HENOCTaTOUYHbIM, GoJibHOMY MpoBeieHa ramio Tl CK
ot 40-s1eTHell MaTepu, KOTOPYIO TMALMEHT MePeHeC BIOJHE
YIOBJIETBOPUTEJILHO.

MIMMyHOreMaToJIOrHIeCKUl aHAJIM3 KPOBH PELUTIHEHTA:
A(Il) Rh(—) dcceeK—.

HMmmyHoremaroJiornueckuit ananus Kposu goropa: A(1l)
Rh(—) dcceeK—.

Jannbie HLA-TunnpoBanust 1 BUPyCOJOTHUECKHE CTATyC
JIOHOPA U PeLUIIUeHTa NpUBeJieHbl B TabJ1. 2 1 3.

MuenorpaMma K MOMEHTY  TPaHCIJIAHTALUU
(27.07.2012r.)

Muenokapuouutsl — 22 X 109/a1.

Henuddepenurposannbie 6aactbl — 0,6 %.

Ibanyroyumaproil pocmok:

[Tpomuesouutl — 2,6 %.

Muesouutsl — 12 %.

Meramuenouutsl — 4,8 %.

[Tanoukosinepuble HelTpodHIbl — 7 %.

CermentosiiepHbie HeATpoduabl — 5 %.

ozunoduasl — 2.4 %.

Bazodpuab — 0,2 %.

Moroyumaproli pocmok:

Monouutol — 11 %.

Jlumghoudnouti pocmok:

Jumcouutsl — 3,2 %.

Ipumpoudrulii pocmok:

Aputpobaactel — 1,4 %.

Hopmo6nacTbl 6azoduibhbie — 6,4 %.

Hopmo6acTsl nosuxpomatoduibibie — 29,8 %.
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CMV — untomeranosupyc; EBV — supyc dnwreitHa—bapp;
Toxo — Tokconnaamos; IOA — nMMyHOEPMEHTHbIR aHaNN3.

Hopmo6aiactbl okcuduabibie — 13,6 %.

Meeakapuoyumol: NOCTaATOYHOE KOJUUECTBO C PA3HBIMHU
CTaIMAMHU MOJIUIIOUN3ALMH S1Ipa.

3akjoueHue Mmopdosora: KOCTHbIH MO3I CO CHUMKEHHO
KJIETOYHOCTBIO, UUC/I0 OJIACTHBIX KJIETOK B Mpeaeaax HOPMbI.
MuesIouHbBINA POCTOK Cy>KeH M 0OHAPYKUBAET OTHOCHTE/bHYIO
3ajIePKKY CO3PEBAHUSA HA CTalMd MUEJIOLUTOB. DPUTPOUIHBIN
POCTOK HOPMOGJIACTHYECKUH, OTHOCHTEJLHO THIIEpPr/Ia3u-
poBat (10 50 %), NperMyLLeCTBEeHHO 3a cYeT 3peJibix hopM
HopMoOsiacToB. OTMEUEHbl TaKKe BbIPAXKEHHbIE MPU3HAKU
JIU39PUTPONO33a B BHIE LUTOMJIA3MATHUECKHX MOCTHKOB,
«buble»-hopM 1 eIMHUUHBIX IBYSIEPHBIX KJIETOK.

JIn1s KOHIUUMOHUPOBAHHUS OblJT BbIOpAH PEXKUM CO CHU-
JKEHHOW MHTEHCUBHOCTbIO JI03, KOTOPBIH BKJIOUaJ MeJichanaH
140 mr/m?, caynapabun 150 mr/m? u uwmkaodochamu
50 Mr/kr B +3-ii n +4-it quu. Tpodunaktuky octpoii pe-
AKUMKU «TPAHCIJIAHTAT POTHB X035HHA» OCYLLECTBJISIN TaK-
posiimycoM, mukoderosara moderuaom (CemnCent) u cu-
posiimycoM. BBesieHne reMonosTHIECKUX CTBOJIOBBIX KJIETOK
KocTHOro moasra solirnoJiHeHo 06.08.2012 r. B urore BBegeHo:
sifiepHbIe KJIETKH/KI Macchl Tesia maiuenta — 5,4 X 108,
CD34+/kr — 2,6 X 10°u CD3+/kr — 4,4 x 107. Ipu-
JKUBJICHHE TPaHCIMJIAHTATA 3aperHCTPUPOBAHO Ha +24-ii
JeHb. OcnoxkHenus: Myko3ut nojioct pra u JKKT II erenenu,
peluanBUpYyIOLIas JUXopanKa. AcnupaT KOCTHOTO MO3ra OT
05.09.2012 r. ¢ HopmanbHO# KaeTouHocTbio (107 X 10%/n).
Yueso 6sacTHBIX KJIETOK B acnupate — 1,4 %. Meraka-
PHOLIMTONO33 MPEJACTABIECH METaKapHOLUTAMU Pa3JIHUHOMN
CTEMEHU CO3pEBaHUA W aKTMBHOCTH. LluToreHernueckoe
uccsenoBande KoctHoro mosra (05.09.2012 r.) BbIsiBHIO
»keHekui kapuotun 46,XX[20] Bo Bcex M3yueHHbBIX KJIETKaX.
CepuiiHoe  MOJIEKYJIIPHO-OUOJIOTHUECKOE — HCCJIEIOBAHHE
MOBTOPHO OOHAPYKHUJIO JIOHOPCKHE XuMepuam 6osee 95 %.
[ToxazaTesu reMorpaMMbl: reMoro6uH — 96 1/, Tpom60-
it — 247 % 10/ n aeiikouutsl — 2,8 X 10%/1 ¢ 34 %
nefirpodusios, 11 % so3unoduios, 38 % aumbouuToB 1
16 % MOHOLUTOB.

Takum o6pasom, GoJILHON B TeueHue 27 MeC. HaXOJIUTCs
B MOJIHOH KJIMHHUKO-TeMAaTOJIOTHYECKON W LIUTOMeHEeTUYECKOH
PEMHUCCHH U TOCTOSIHHO HAaOJMIoIaeTCs BpauaMu -reMaTo10raMu
noJikJnHudeckoro otaesenuss HUWM netckoit onkoJsoruu,
remMartoJIoruu 1 Tpancniantosorut um. PM. Top6auesoii.

[To HalIMM JaHHBIM, TO CEIbMOE M3 OMHUCAHHBIX KJIMHHYE-
ckux Habsonennit OMJI u MJIC ¢ tpanciokauueit {(7;21)
(p22;g22), 1o TosIbKO BTOpoe — cpenu aeteit. [lonaasioniee
GOJILLIMHCTBO OOJIbHBIX — JIMLA MyKCKOTo nosia. CKpbITas
TpaHcaokauus t(7;21)(p22;q22) couetaeTcst y 3TUX NAlLIMEHTOB
C HaJIMUMEeM B JICHKO3HbIX KJIeTKax aeneluu dq. [Tockosbky B
JIAHHOM HAOJIIOJIEHUH TIPU CTAHAAPTHOM XPOMOCOMHOM aHa-
Jlu3e 5q— MPUCYTCTBOBAJA TOJBKO B OHOH U3 20 KJIETOK, Mbl
NPEANONOKUIM, UTO CBOHCTBEHHbIH Go/ibHbIM OMJI ¢ 1(7;21)
reMoaroluTo3 ¢ ITUM T[OBPEKIEHHEM XPOMOCOM HEMO-

KIMHUYECKAS OHKOTEMATOJIOTHAS



OMA ¢ 1(7;21)(p22;922)

CPEJICTBEHHO He CBsi3aH. YTo Kacaercsi caMoro heHoMeHa re-
Mo(haroluTo3a, OH He CTOJIb PEIOK, a M0 MOCJAEAHUM JTaHHbIM,
MHOTIIa MOXKET HMETb MeCTO Jlaxke IPH JIMM(POUIHDIX BaDHAHTAX
JIEHKO30B, B UACTHOCTH MPH OCTPOM JIUM(OOJIACTHOM JIeHKO3e
¢ Tpancsokanmei t(12;21)(p13;q22), BoBaekartolielt B nepe-
crporiku renbl TEL u AMLIT (RUNXT)[8].

KOH®JINKTbl NUHTEPECOB

ABTOpBI MOATBEPHKAAIOT OTCYTCTBHE CKPBITBIX KOH(JIUKTOB
HHTEPECOB.
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