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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 RUNXT 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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OcTpble MUeTOUIHbIE JIEHKO3bI

c TpaHcaokauuei t(7;21)(p22;q22), neneuuen
5q, akcnpeccueid CD56 v remodarouurapHbim
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PE®EPAT

MpepcTaBneHbl KNMHUYECKMe U naéopatopHble AaHHble 6onbHOro 13 net ¢
onucaHHbiM B 2006 r. CD56-N03UTUBHBLIM OCTPbIM MWESIOUAHBIM JIEAKO30M
(OMI1) co ckpbiTon TpaHcnokaumen 1(7;21)(p12;922) n o6pasoBaHMeM Xnmep-
Horo reHa RUNXT1/USP42, a Takxe ¢ geneuunen gnnHHOro nneyva XpoMocoMmbl
5 n remocparoumtosom. 1o nuTepaTypHbIM AaHHbIM, 3TOT BapmaHT OMJ1 valle
HabnoJaeTca y L, MYXCKOro Mnomna, XapakTepusyeTcsi pe3UCTEHTHOCTBIO K
NPOBOAUMON Tepanumn 1 HEMMOXMM OTBETOM Ha anfioreHHyl TpaHCnIaHTaLuo
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reMonoaTn4HeCcKnx CTBOJIOBbIX KJ1IETOK.

KntoyeBble cnosa:
OCTPbIN MUENOUAHBIN Nenkos, t(7;21)(p22;922), 59—, akcnpeccusa CD56, pesu-
CTEHTHOCTb K Tepanuu, aputpodaroumtos, annoTl CK.

MpuHaTo B nevartb: 31 mapta 2014 r.

BBEJAEHUE

HecmoTpsi Ha HWHTeHCHBHbIE IIUTO-
reHeTHYeCKHe W  MOJIEKYJIsIPHO-OHO-
JIOTHUECKHEe HCCJIeIOBAaHHUsT JIEHKO30B,
B 9TOH 06/1aCTH OHKOTEMATOJIOTHH BCe
elle OCTaeTCsi MHOTO HepelleHHbIX
npo6sem. B 2006 r. BbineseH penxuii
BapuaHtT CD56-1Mo3UTHBHOrO 0CTPOro
muesonHoro sefikoda (OMJI) ¢ Tpane-
Jgokaunen 1(7;21)(p22;q22), npuso-
Jstiielt K 06pasoBaHUI0 XMMePHOTo reHa
RUNX1/USP42. Xapaktepna Takxke
JleJTel|sl JUIMHHOTO Tleda XpOMOCOMBI
5 ¢ reMo(arolMTo30M U pPe3NUCTEHT-
HOCTBIO K XUMHOTepanuu. B To e
BpeMsl MOJTyYeHbl YIOBJIETBOPUTENbHBIE
pe3yJIbTaThl MOCJ/e BLIMTOJHEHHS aJlJI0-
FeHHOH TpaHCIJIaHTallMd TeMOTOITH-
YyeCKHX CTBOJIOBBIX KieToK (amnoTI'CK)
(Taba. 1).

BriepBsbie nojo6Hble TeHeTHUECKHE
Hapyulenust npu OMJI 6btn 06GHapy-
»KeHbly 7-sietHero peGenka| | ]. [Tepso-
Haya/JbHO pe3yJsbTaTbl LIMTOreHeTHYe-
CKOTO MCCJIIOBAHUSI TPAKTOBAJIM Kak
CJI0XKHbI€ XPOMOCOMHbIE HapylUeHHUsl C
JleJieliell YacTH JJIMHHOIO 11j1e4a Xpo-
MocoMbl 5. UTo KacaeTcst o6cyKaeMoi
TpaHC/J0KallMKM, €e YIanoCh BbISIBUTb
TOJIBKO C MOMOLLbIO (PJIFOOPECILEHTHON
rubpunmsaunn  in  situ  (FISH) co
crielUIeCKUMH  TIpoO6aMK K LeJIoH
xpomocome 7 u reny RUNXI. Kak
0Ka3aJsloCh, Noc/eHHIH OblJ1 epeHeceH
B 00J1aCTb MOJIOMKH KOPOTKOro MJeya
xpomocomsl 7. [Tpu sToM napasienbHo
NPOBEJICHHOE  MOJIEKYJISIpHOE  HCcle-
JloBaHHe OOGHapy:KHJIO BOBJICUEHHE B
NepecTpoiKH TaKxKe JIOKAJH30BAHHOTO
37lech reHa YOUKBUTHH - CIIeIIUpUIECKOH
nentunadel 42 (USP42), xortopbiit

"HWW neTcKoii oHKONOrMM, remaronorui u TpaHcnnaxtonorun um. P.M. Top6ayesoii, CankT-MeTep6yprekiii
rOCYLAPCTBEHHbIA MEANUMHCKIAN YHUBEPCUTET M. akaa,. .1, [aBnosa
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Tabnuua 1. OCHOBHbIE KNMHNYECKNE 1 NabopaTopHble NokasaTenu y 7 605bHbIX OCTPbIMU MUENTOMAHBIMU NEKo3amu C TpaHcnokaumen
1(7;21)(p22;922) n cnusaHnem reHoB RUNXT n USP42 (paHHble nutepaTypbl)

WcTounnk
K.Paulssonetal, T.Gindinaetal, A.Giguere etal, J. Panagopoulos et
MNokasatenn 2006 2012 2011 E. Jeandidier et al., 2012 al, 2013
Mon M M M M M M X
Bospacrt, ner 7 13 32 33 39 54 52
NeiikoynTbl, X10%n 35 2,5 12,1 54 1,3 18 34
Femorno6uH, r/n 102 113 93 43 31 76 58
Tpom6ouuTsl, X10%n ? 278 45 81 34 67 116
lemocharoumTtos ? + ? + + + ?
®AB-BapnaHT MO M4 M1 M5a M4 M4/M5 MO
kcnpeccns abeppaHTHbIX aHTUTEHOB
HLA-DR + + + + + + +
CD56 + + + + + + +
CcD7 + + + + ? + +
50— + (peunams) +* + + + + +
XUMNOPE3UCTEHTHOCT ? + ? + + + ?
Bup TIFCK Anno [anno Anno 0 Anno 2 Anno
(poacTBeHHas) (poAcTBeHHas) 0 (poacTBEHHAA) (poAcTBeHHas)
MpOfOMKMTENbHOCTD XN3HU, MEC. ? 27+ ? 36+ 6 26 ?

* 06HapyxeHa B 1 13 20 meTachasHbIX NAACTUHOK.
«?» — HET JAaHHbIX.

MMeeT OTHOILIEHHE K PEryJIsiiH U (PYHKIUH JAPYToTo BaXKHOTO
JUIsi OHKOTeHe3a reHa P53 [2].

K wnacrosimemy Bpemenu TpaHciaokauusi t(7;21) co
causiiueM reHoB RUNXI n USP42 onucana y 7 GOJIbHbBIX
OMJI [3—6], Bkatouasi Haulero namyenra [7] (em. Taba. 1).
Kak creqyer M3 3THX JaHHBIX, MOAaBJsiollee GOJbIIMHCTBO
60sbHBIX (6 W3 7) Obuin Myxckoro mosa. KosmdectBo
JIEHKOIIUTOB B KPOBH yBeJHYNBAJIOCH Y 4 MalleHTOB, CHU-
»Kaoch — Yy 2, a y 0fiHOro ObIIO B TIpefiesiaXx HOPMaslbHBIX
3HaYeHHH. Y BCEX UMeJI0 MECTO CHHXKeHHe reMorsioOuHa (0T
YMepeHHOTro JI0 3HauuTebHOTr0). M3 apyrux sadopaTopHbX
nokasaresiefl cjeyeT OTMETHTb HaslM4he Ha MOBEPXHOCTH
6JIACTHBIX KJIETOK y BceX GOJbHBIX aHTHUTeHa KJIeTOYHOM
b depentrposkd CDSH6.

dpaHiLy3cKre UCCIeI0BATEN TP MOJIEKYJISIPHOM HCCJTe -
josanun y 200 6osbHbIX OMJI 06HAPYKUIIK TpaHCTOKAIHIO
t(7;21)(p22;q22) co causuuem renoB RUNXI w USP42, ¢
Jlesielieil 5q JiMib y 3 nanueHToB (cM. Tada. 1). BaactHbie
3JIEMEHTHI Y BCeX 3THX GOJIBHBIX IKCIPECCHPOBAJH Ha CBOEH
MOBEPXHOCTH aHTHI'eH KJIeTOYHOH I depertnpokd CDH6,
KpOMe TOro, y HHUX oOHapyKeH (heHOMeH reMocharolurosa.
B wurore wuccienoBatenn 3asBWIM 06 OTKPBITHH HOBOTO,
peKoro, TPOrHOCTHUECKH HeBIaronpHsTHOrO MoABapHaHTa
CD56-nosutueHoro OMJI [5].

KNWHUYECKOE HABJIOAEHUE

HecomHeHHBII HHTepeC MPeACTaBASAIOT KIUHUUECKHE U Jia-
6opaTopHble 1aHHbIe HETaBHO 00C/eI0BAaHHOTO HAMH 0O0Jb-
Horo 13 Jsiet, y Kotoporo tpancaokaius t(7;21)(p22;q22)
6bl1a Takke JokazaHa c nomotibio FISH [7]. IlanHbie 06
9TOM TIallieHTe ObIIM BIepBble OMyOGJHKOBaHBI [7], Koraa
elle paHo OBbUIO CYIUTb O TepareBTHUECKOM 3(eKTe
TpPaHCTJTaHTAIlMH KOCTHOTO Mo3ra. B HacTosiieil cTaTbe Mbl
MPUBOIMM pe3yJIbTaThl JajbHellIero HabJ IoIeHUsT 32 ITHM
60sibHBIM, 'y KoToporo ramaoTI'CK or matepu npusesa K
TIOJTHOH TeMAaTOJIOTHUECKOH U IIUTOTeHEeTHIeCKOH PEMHCCHH,
npojoJKatolercs y:ke 6ose 27 mec.

Hauano 3a6oseBanunst orHocutes K Kouiy 2011 1., korna
OTMeYeHO TIOBHIIIEHHE TeMIepaTtypbl Tesa 10 (GpeGpHIIbHBIX
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undp. B aHanuze KpoBH HMeNH MeCTO yMepeHHas aHeMHUsi
(remornio6un 113 r/n) u neiikonenns (2,5 X 10%/n) ¢ 3 %
TPaHyJIOLMTOB U GOJBIIMM KOJHYECTBOM MOHOLMTOUIHBIX
371eMeHTOB B popMysie. UHcao TpoMOOILMTOB COXPaHsIOCh
B MpesieslaX HopMaIbHBIX 3Hauenuii (278 X 10°/1). Acniupar
KOCTHOTO MO3ra OTJHYaJCsl CHHXKEeHHOH KJeTOYHOCTBIO
(39 x 10°/1 MHeNOKapHOLMTOB), @ GOJBLIIMHCTBO KOCT-
HOMO3IOBBIX 3J1eMeHTOB (10 59 %) cocTaBisim GaacTHbie
kaetkn. [lociennue umean Mopdosornyeckue xapakTepH-
CTHKH MHEJIOMOHOIIUTOHMIHBIX KJIETOK, B psiie CJIyuyaeB — ¢
sSIBJIEHUSIMH (DaroluTo3a Kak IPUTPOLMTOB U MX 06JOMKOB,
Tak U TpoMbouuTOB (puc. |). BaactHblie sneMeHTHl OblIN
MpeJCTaBleHbl Makpo- M Me30oreHepalusiMi, HeKOTOpble
MMeJI HempaBuJbHYI0 (opMy. $lapa HerpaBHJbHbIE, 60-
GOBUIHbIE, CKJIATUaThle C HEXHO-METIHCTOH CTPYKTypOH
XpOMaTHHa M CBETJIbIM, JOBOJILHO KPYMHBIM SIIPLIIIKOM.
LluTonazma cepo-roiy6oro 1{BeTa, B YaCTH KJIETOK OTIpejie-
Jisinach asypocuabHast 3epHUCTOCTb. OCOOEHHOCTBIO KIeTOK
MHEeJIOMHOTO psifa OblI0 HaNMYhe B HUX YepT JUCIJIA3UH:
THUTaHTCKUH pa3Mep, CKYIHOCTb a3ypopuIbHON 36 PHHCTOCTH
B IUTOIJIa3Me U OTYETJIHBOH JMCCOLMAINM B CO3peBaHUH
spa W IUTOMJIa3Mbl. MerakapHoOLMTapHBIH POCTOK Gbla
Cy>KeH, MPeJICTaB/IeH MUKpPOreHepallUsiIMi MerakapHoIUTOB ¢
THITOTIIOUIHBIMHE SIAPAMHU U CKYHOH 1IUTOTIIIA3MO.

[Ipy uMMMyHO(EHOTHNMPOBAHUM YCTAHOBJIEHA MHe-
JIOWIHAsI TPHPoJa 6J1aCTHBIX KIeToK. OHU ObIIH MOJI0KHTEb-
ueiMu Ha CD34, CD33, CD13, CD117, HLA-DR, CD38;
75—80 % 61aCTHBLIX KJIETOK UMeJIM Ha CBOel MOBEPXHOCTH
(ko3kcnpeccuposasn) anturenbl CD56, CD7 u CD71.

LinToxumuveckne peakiuu Ha TepoKCHAA3Y, JHUITHIBI H
HaTHISCTEpPAsyY, B T. U. C TMoraiieHneM (JIIOOPUIOM, ObUIH
nosozKUTeNbHEIME B 21, 25, 51 1 9 % KJIeToK COOTBeT-
CTBEHHO.

[Ipy cTaHDapTHOM LMTOrEHETUYECKOM HMCCIeN0BAHUU
HapyleHus: KapuoTHIa OTPaHHYHBAHMChL TOJBKO YKOpOue-
HHUEeM JUIMHHOTO TJe4a oJHoH 13 xpomocoM 21 -# napsl. B 1o
xe Bpemsi B 1 (5 %) us 20 npoananuaupoBaHHbIX MeTadas
Hapsily ¢ STUM HapyllleHHeM HMeJ1a MeCTO MHTePCTHIMAbHAS
nesetidsi 5q [del(5)(q13g31)]. Uro Kacaercsi o6cykuaaemoit
B paboTe TpyaHOpacro3HaBaeMol TpaHcyokauuu t(7;21)

KJIMHUYECKAS OHKOTEMATOJIOTHS
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Puc. 1. BnactHble KNeTKU B KOCTHOM MO3re 60fIbHOrO0 OCTPbIM MWENOMAHBIM NIEMKO30M C TpaHcnokauunen t(7;21)(p22;g22). darountos

sputpoumToB (A, b) n TpoméoumnTOoB (B)

der(21)

»+ B
21

7

Puc. 2. CenekTmBHas Kapuorpamma XpomocoM 7 un 21, okpalleH-
HbIx Ha GTG-cermeHTbl U MeTogoM MHorouseTHon FISH (cnpasa).
[MepeHoc 4acTn KpacHOro curHana ¢ XpoMocombl 21 Ha KOpoTkoe
nne4yo XpoOMoCcoMbl 7

(p22;q22), oHa, kak u B opuruHanbHoi pa6ore K. Paulsson
u coaBT. [1], 6bl1a o6Hapy»keHa TosbKO ¢ nmomotibio FISH
Co crielpUIecKUMH MPoOaMH K 11eJ10i XpoMocoMe 7 1 TeHy
RUNXI (puc.2u 3)[7].

Ananna  MoJIeKyJISIPHBIX ~MeXaHM3MOB  TIOBpeKIeHHUs
reHoB RUNXI u USP42 B 9TOM KOHKPETHOM cjlyyae Haxo-
JuTest B pabore. UTo KacaeTcst JaHHBIX JIUTEPATYpbl, OHH He-
MHOTounc/eHHbl. [TopoGHBIA MOJIEKYISIPHBIA aHaIu3 3TOH
XpOMOCOMHOH anomaJiun nposoauu N. Foster u coasr. [3].
Jeranbubiit ananns JIHK y 2 B3pocsibix 60/IbHBIX ¢ MHEJO-
jqucnnactuieckuM cunapomom (MJIC) u OMJT ¢ nomotiibio
MOJIMMEPa3HON LIEeMHON peaklMd B peasbHOM BpPeMeHH U
CEKBEHHPOBAHMS1, BO-TI€PBbIX, MOATBE PN HATMYHE CJAUSHUS
reHa RUNXI c renom USP42. T1pu 310M OBl OTMEUEHbI KaK
pasJ/iMyHble TOUKH pa3pblBoB B reHe RUNXI, Tak 1 HeouHa-
KOBble BApMaHThl criaiicuira rena RUNXI/USP42 (puc. 4).
Bo-BTOpbIX, M0 JaHHBIM HCCJIEI0BAHNS OJHOHYKJIEOTHIHbBIX
NOJIMMOP(U3MOB HHKAKHX JOMOJHUTENbHBIX CYOMHKPOCKO-
MHYECKUX H3MEHEHHH XPOMOCOM, KOTopble Obl Ipejpac-
noJiarajii Win accouunpoBagnck ¢ t(7;21), B sroit JIHK ne
6bl10. HemasioBaxkHO W TO, YTO MO JAAHHBIM MHTep(azHoH

RUNX1 '
. TADID |

RUNX1-USP42

TEL(ETVS)
TEL(ETV6)

Ve

RUNX1(AML1)

Puc. 3. PesynbraTbl uHTepdasHor FISH ¢ ucnonb3oBaHnem
asyxusetHoro OHK-3oHga RUNXT-ETV6, KoTopble yKasblBaloT
(3R2G) Ha BoBne4YeHME B MEPECTPOVKY (TpaHCNOKaLuio) reHa
RUNX1

FISH wnamenenuniii ren RUNXI 6bln mpejcTaBiieH Takke
B MErakapuouuTax, 4YTo €lle Pa3 YKas3blBaJo Ha BaKHOE
3HaueHue TpaHcyaokaiuu t(7;21) B sefikemoreHese npu 3ToM
noasapuante OMJI. Hakonel, npoBeneHHbIN Hccse0Ba-
TeJISIMH  JIOTIOJIHUTEJIbHBI  MoJieKynsipublidi anamu3 JIHK y
100 6ombHbIx MJIC 1 OMJI HUKAaKHX HOBBIX CJIydaeB 3TOH
JIOCTATOYHO PEIKOH H HHTEPECHOH MaTOJNOTHH He BbISIBUJI, YTO
ele pa3 yoeansIo B ee YHHKAJbHOCTH.

Y Haulero nauMeHTa TakKe HMeJla MEeCTO BHYTpEHHsIs
TaHaeMHasi ayryiuKaius rena FLT3, KoTopast accoluupyercsi
C TWIOXMM TIpOrHO30M. [lo COBOKYMHOCTH MOPQOLHTOXH-
MHYECKHX, HMMYHO(DEHOTHITHYECKHX M IIUTOreHeTHYeCKHX
JIAHHBIX ObLJT AUATHOCTUPOBAH OCTPbIH MHEJOMOHOGJACTHBIH
Jieiiko3 (M4-papuant ADB) ¢ MyJIbTHIHHERHON MCTIIa3Uel,
KOTOPBIH OblJ1 OTHECEH K IPyIIe BLICOKOTO PUCKA.

Puc. 4. Cxematnyeckoe npefcTaBneHne AMKoro tuna
reHoB RUNXT n USP42 (BepXHSAA U HUXKXHAS CTPOYKM) U

|| RS

MOSEKYNAPHbIA MEXaHN3M UX CRNAHUSA C 06pa3oBaHu-

USP42-RUNX1

USP42

em 6enkoB RUNX1-USP42 n USP42-RUNX1. Crpen-
KOW nokasaHo MecTo paspbiBa reHa RUNXT B kogoHe
TAD/ID n cnusHua ¢ USP-gomeHom reHa USP42 [4]

RHD (runt homology domain) — pomeH TpaHcKpwun-
LIMOHHON perynsaumm.

www.medprint.ru
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Tabnuua 2. PegynbraTtel HLA-TMNMpOBaHus goHopa v peumnueHTa Ta6bnuua 3. Bupyconornyeckuii ctatyc goHopa v peuunmeHTa

HLA-TunupoBaxue A B C DRB1 DRB3 Metop UGA CMV IgM CMV IgG EBVIgM EBVIgG ToxolgM Toxo IgG
MauneHt 02 02 27 58 02 07 1111 3 Mauyuent - + - - - -
[loHop 02 32 27 51 02 01 1113 3 [loHop - + - - - -

Xumuorepanuss no npotokoay HHWW IO OMJI
2007 6bla Hauata 30.12.201 1 r. Ona Bk/ouasa uutapadut,
uIapyGUIMH, 3TOMO3HA, BaJblpoeBylo KucaoTy (IlemaxnH)
v TpetuHonH (Becanoun). Ha ¢one Tepanuu vmesnn mecro
THIONJIa3usi KpoBeTBopeHHsi, MyKo3uT [—II crenenn wu
CTOHKOe CHW)KEHHe ammeTHTa. PeMHcCHsT He JTOCTHUTHYTA.
Yuesmo 6/1aCTHBIX KJIETOK B acmupaTtax KOCTHOTO Mo3ra TpH
20 X 109/ muenokapuouutos cocrapasio 24 %, a mera-
KapHOLMThI OTCYTCTBOBAJH. DTO JIaJI0 OCHOBAHHE IMaTHOCTH -
pOBaTh MePBUUHYIO PE3UCTEHTHOCTD JIeiK03a K MPOBOIUMON
XUMHOTEpanuu M TIepeHTH Ha BBICOKONO3HOE JIeueHHe T10
cxeme HAM (14.01—-19.01.2012 r.). Beenenue Bcex mnpe-
mapaToB MalMeHT TepeHecC YIOBJAETBOPUTENbHO. KoCTHbIH
MO3T Obl THIOKAETOUHBIM (2 X 10°/51 MUesoKapHOLMTOB ),
MeraKapHOLMThl OTCYTCTBOBAJIH, YHCJI0 GJ1ACTHBIX KJIETOK —
6 %. B xourposibHoii Muenorpamme ot 15.03.2012 r. npu
HOPMOKJ/IETOUHOM KOCTHOM Mogre (67 X 10°/11) o6HapysKkeHo
JIOCTAaTOUHOE KOJTMYECTBO MerakapHolnToB (14 X 109/Mki),
a YnCIo BIACTHBIX KJIETOK CTas0 MUHUMALHBIM (1 %). B 10
’Ke BpeMsl IPH [IUTOreHeTHUeCKOM HCC/IeIOBaHNM acmupara
KOCTHOTO MO3ra BhisiBjieHa TpaHcyokauus t(7;21)(p22;q22)
B 30 % ananuaupoBaHHbIX MeTadasHbIX MJIACTHHKAX, YTO

YKasbIBaJio Ha OTCYTCTBHE PEMUCCHH.

Kak noproroBurenbhbiii stan nepe anno T CK B nepuon
¢ 16.03 no 22.03.2012 r. 6osibHOMY Oblyla MPOBEJIEHA BHICO-
Kojlo3Hasi xumuoTtepanus o nporpaMmme FLAG. TTockosbky
CHOJIMHTH B CEMbe OTCYTCTBOBaAJH, a uncyio HLA-HieHTHUHBIX
HEPOJICTBEHHBIX JIOHOPOB B  MEXKIYHAPOJIHBIX perucTpax
OblI0 HelocTaTouHbIM, GosibHOMY mpoBefeHa ramaoTI'CK
ot 40-JieTHell MaTepH, KOTOPYIO MallMeHT MepeHec BIoJHe

YAOBJETBOPHUTEJILHO.

I/IMMyHOI‘eMaTOJIOI‘I/I‘{eCKI/Iﬁ aHaJ/Iu3 KpOBH pEULHMITUEHTa:

A(IT) Rh(—) decceeK—.

MmMyHorematoJioruueckuii anana Kposu joHopa: A(Il)

Rh(—) dcceeK—.

Jlanubie HLA-TunupoBanust 1 BUPYCOJIOTHUECKHI CTaTyC

JIOHOpA M pelunueHTa npuBeieHsl B Tabil. 2 1 3.

Mne.norpamma K MOMEHTY TpaHCNJIaHTAlUUH

(27.07.2012r.)
Muenoxkapuouutsl — 22 X 10%/a1.
Henuddepenunposanubie 6aactol — 0,6 %.
IpanyroyumaproLii pocmoxk:
[Tpomuenouutsl — 2,6 %.
Muesomtsl — 12 %.
MeTtamunenotutsl — 4,8 %.
[Tanoukosinepuble HeiATpoduibl — 7 %.
CermenTosiiepuble HelTpoduab — 5 %.
Qosunotpunnl — 2,4 %.
Basoduisr — 0,2 %.
Mowoyumaproltl pocmox:
Monotutsl — 11 %.
Jlumghouonuiil pocmok:
Jlumcouutsl — 3,2 %.
Ipumpoudnoiti pocmok:
Apurpobaactel — 1,4 %.
Hopmo6Gnactbl 6asohunbibie — 6,4 %.

HopmoGaactsl nosmxpomatodubhbie — 29,8 %.
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CMV — uutomeranosupyc; EBV — Bupyc dnwreiHa—bapp;
Toxo — ToKcoNNasmos; DA — uMMyHOEPMEHTHBIA aHANN3.

Hopmo6Gnactsl okenduabibie — 13,6 %.

Meeaxapuoyumel: 10OCTaTOUHOE KOJUYECTBO C PA3HBIMU
CTaJUsIMH TTOJTUTIJIONM3ALIHH SIpa.

3akioueHrne Moposiora: KOCTHBIH MO3T CO CHIYKEHHOH
KJIETOUHOCTBIO, YHCI0 GJACTHBIX KJIETOK B Mpefesax HOPMBL.
MuesoMIHBIH POCTOK Cy2KeH H 0O0HAPYKHBAET OTHOCHTEJLHYIO
3a/lepKKy CO3peBaHusl Ha CTAUH MHEJIOLUTOB. D PUTPOUIHBIH
pOCTOK HOPMOOGJIACTHUECKHH, OTHOCHTENbHO THTIepPIIa3n-
posan (10 50 %), NMpeuMylIeCTBEHHO 3a cYeT 3peJibix hopM
HopMoGsacToB. OTMeueHbl TaK:Ke BblpaxkKeHHble MPU3HAKH
TU33PUTPOIIO33a B BHIE LHUTOMIA3MATHUECKHX MOCTHKOB,
«buble»-hopM 1 eIMHUUHBIX JIBYSIIEPHBIX KJIETOK.

J1ns1 KoHMMIMOHUPOBaHHs OBl BBIOpAH PEXUM CO CHH-
JKEHHOH HHTEHCHBHOCTBIO 103, KOTOPBIH BKJI0UaJ MeJsdasan
140 wr/m?, daynapadun 150 mr/m?2 u nwkaodochamu
50 mr/xr B +3-it u +4-it gy, [podunaktiky ocTpoii pe-
aKIUM «TPaHCIIAHTAT TIPOTHB X035MHA» OCYIIECTBIISIH TaK-
posimycoM, MuKodeHosata Modetusiom (CennCent) u cu-
poJmMycoM. BBeneHHe reMOMoSTHIECKHX CTBOJIOBBIX KJIETOK
KocTHOro Mo3ra BoinoJsiHeHo 06.08.2012 r. B urore BBeieHo:
sllepHble KJIeTKH/Kr Macchl Teja naudenta — 5,4 X 108,
CD34+/xkr — 2,6 X 10°u CD3+/xkr — 4,4 X 107. I1pu-
JKMBJIEHHe TpaHCIUIaHTaTa 3aperncTpupoBaHO Ha +24-#
Jietb. Ocnoxuenns: mykosuT nosioctu pra u J)KKT Il crenenu,
pelnanBHpYIOIas JUXopaaka. AcmupaT KOCTHOTO Mo3ra oT
05.09.2012 r. ¢ HopManLHOH KeTounocTbio (107 X 109/).
Yucsno GmacTHbIX KJIeTOK B acnupare — 1,4 %. Meraka-
PHOLIMTOTIO33 TIPeACTaBIeH MerakapHoLHMTaMH pa3iHyHON
CTEeTeHH CO3peBaHUst M akTHBHOCTH. LluToreneTnyeckoe
uceseopanie KoctHoro mosra (05.09.2012 1.) BbISBHJIO
»keHckuil kKapuotun 46,XX[20] Bo Bcex U3ydeHHbBIX KJeTKax.
CepuiiHoe  MOJIEKYJISIPHO-GHOJIOTHUECKOe — HCC/IeIOBaHHE
TMOBTOPHO OGHAPYZKHMJIO JIOHOPCKHET XUMepuaM GoJiee 95 %.
[TokasaTe/i reMOrpaMMbl: reMorI06uH — 96 /11, TpoM60-
uThl — 247 % 10°/1 u neiikorprer — 2,8 X 10°/1 ¢ 34 %
neiitpocunios, 11 % s03unoduios, 38 % JMMPOUUTOB 1
16 % MOHOLUTOB.

Taknm o6pazom, 60JIbHON B TedeHre 27 MecC. HAXOAUTCS
B TOJIHOH KJIHHMKO-TEMATOJIOTHUECKOH W IIUTOreHeTHIeCKOH
PEMHCCHH 1 TTOCTOSTHHO HabJTi0laeTesl BpadyaMu-reMaToJIoraMu
noJIMKJIMHIYecKoro otaenenust HWUW nercko#t oHkosorny,
remMartoJIoruu 1 TpaHcniaantosorun um. PM. Top6auesoii.

[lo HamMM MaHHBIM, 3TO CEeIbMOE M3 ONMHCAHHBIX KJIMHHYE-
ckux Habmonenuit OMJI u MJIC ¢ tpanciokaimeit t(7;21)
(p22;q22), 1o TosibKO BTopoe — cpenu jetedt. [lonasasioiiee
GOJILIIMHCTBO GOJBHBIX — JIHLA My»KCKoro 1oJa. CKpbitast
TpaHcsokaius (7;21)(p22;q22) couetaeTcsy 3TUX NallHEHTOB
C HaJIMYHeM B JIEHIKO3HBIX KJleTKax feselirn 5q. [TocKosbKy B
JTAHHOM HaOJIIOIeHUH TIPU CTAHIAPTHOM XPOMOCOMHOM aHa-
JIM3e Hq— MPHUCYTCTBOBANA TOJMBLKO B OfIHOH M3 20 KJIETOK, Mbl
MPEOJ0KUIH, UTO CBOHCTBEHHDIH GosibHbIM OMJT ¢ 1(7;21)
reMoarolMTo3 ¢ 3THM TOBPEKIEHHEM XPOMOCOM HeIo-

KJIMHUYECKAS OHKOTEMATOJIOTHS
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OMIT ¢ t(7;21)(p22;422)

CPEeJICTBEHHO He cBsidaH. YTo KacaeTcst caMmoro (peHoMeHa Te-
MO(haroLuTo3a, OH He CTOJIb PEIOK, a M0 MOCJIEIHUM JaHHbIM,
MHOT/IA MOXKET HMETh MECTO JIAa2Ke TTPH JIMM(OUIHBIX BAPHAHTAX
JIEHKO30B, B YACTHOCTH MIPH OCTPOM JIUM(DOOJIACTHOM JIeHKO3e
¢ TpaHcaokauuent t(12;21)(pl3;q22), BoBnekaiouie B nepe-
crpoviku redbl TEL u AML1T (RUNXT)[8].

KOH®NUKTbl UHTEPECOB

ABTOpr MOATBEP2KAAIOT OTCYTCTBHE CKPbLIThIX KOH(i).HI/lKTOB
HUHTEPECOB.
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