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BCR-ABL P210Y NAUMEHTOB C COYETAHHbIMU MUENOMNPONNN®EPATABHbIMI
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P e 310 m e. CovemaHue moyeyrol mymauvuu JAK2V617F u mpaHcnokayuu t(9;22) BCR-ABL p210 y 00Hoz0
nayueHma agnaemca 00cmamoy4Ho pedkum cobeimuem. Viccnedosamernbckuli UHMepec 8 Hacmoaujee 8pemMA
8bI3bI8aemM 80NPOC O MOM, AB/AEMCA /U BbILUEYNOMAHYMOe CoYemaHue MoJieKyIAPHbIX MapKepos caudemertb-
cmeom Hanu4us 08yx 3abonesaHuti — Ph-ompuyamesnbHoz0 Knaccuyeckozo MuesonposiughepamusHozo 3abose-
8aHUS U Ph-nonoxumersnbH020 MuenonposiugepamugHo20 3a60/1e8aHUS — XPOHUYECK020 MUeI0UOH020 /1eliKo3d,
— UJIU XKe 5Mo 00HO 3a60s1e8aHuUe, BO3HUKUIEE 8 pe3ysibmame 08yX NOC/1e008amesibHbIX MOJIEKYIAPHbIX cObbImuli
8 00HOU U Mol xe Knemke. JJuHAMUKa Koslu4yecmeeHHbIX nokasamesnel yposHa mparHckpunma BCR-ABL p210 u
mymauyuu 2eHa JAK2V617F npu mepanuu uHaubumopamu mupo3uHKUHA3 Moxxem 6bime pasHoHanpassiaeHHoU.
B pabome npedcmasnieHo onucaHue 08yx ciiy4des coyemarHol 3kcnpeccuu mymayuu JAK2V617F u mpaHcno-
kayuu BCR-ABL p210. CHuxeHue yposHa mpaHckpunma BCR-ABL p210 0o 0,29% u 0,014% coomsemcmeeHHO 8
nepeom U 8mopom Hab/Ilo0eHUAX CONPOBOXAAnocs yeenuyeHuem yposHa JAK2V617F 0o 100% e nepsom ciiy4ae u
CHUXeHuem 00 5% ¢ nociedyloujum pocmom 00 43% 80 8mopom ciiy4ae.

KniouyeBble cnoBa: XPOHU‘IECKUCI muesionelKos; Muenonponud)epamUSHble 3a60/1e8aHus; Mymauyus

JAKV 617F; BCR-ABL p210; MNP 8 pexxume peanbHO20 8pemMeHU.
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QUANTITATIVE EVALUATION OF JAK2V617F MUTATION AND BCR-ABL P210 TRANSLOCATION IN PATIENTS
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Summary. A small number of patients showed simultaneous occurrence of both J4K2V'"F mutation
and BCR/ABL translocation. The problem is whether this simultaneous occurrence of molecular markers indi-
cates the presence of two diseases — Ph-negative myeloproliferative disease and Ph-positive myeloprolifera-
tive disease. We present two cases of simultaneous occurrence of both J4K2'¢'”F mutation and BCR/ABL p210
translocation. Reduction of the BCR-ABL p210 transcript level to 0.29 and 0.014% in cases 1 and 2, respectively,
was paralleled by increase of JAK2V617F level to 100% in the former case and its reduction to 5% and subse-
quent increase to 43% in the latter case.
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real time PCR.
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OtkpseiTyto B 2005 1. Toyeunyro myrauuto V6!7F
(1849G/T) 14-ro sk3oHa rena JAK2 (Slnyc-kuHa3bl 2)
BBUIBISIIOT Tipu Ph-oTpunarenbabix  Muenonponude-
paruBHBIX 3a0oneBanusix (Ph- MII3): no 60% cny4aes
npu acceHmansHoil Tpombouutemun (OT), 45-68%
HaOmoeHnii pu TiepBUYHOM Muenopuodpose (IIMD)
u 10 95% ciaygaeB npu ucTHHHOMN monururemun (MI1)
[1-3]. [larHYIO0 MyTannio B AMHUYHBIX CITydasX TaKkKe
BBISIBJISIIOT TIpu M5—M7 BapuaHTax OCTPOro MHENO-
HUJIHOTO JieHko3a [4], XpOHMYECKOM MHEJIOMOHOLIUTAp-
HOM JICHKO3€ U MUEIOAMCINIACTUYECKOM CHUHApOME [5].
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ITo pe3ynpraTam KOHCEHCYCHOM KoOH(epeHuun European
Leukemia Net [6] myTatms JAK2V617F pekoMeHI0-
BaHa KaK MapKep MUHHMAJbHOW OCTaTOYHON OOJIe3HH
(MOB) mipu UIT u OT. Xumepusiit ren BCR-ABL p210
oOpa3yeTcsi B pe3yJbTare perUnpoKHON TPaHCIOKAlUU
1(9;22) (q34;ql11) u obuapyxuBaerca y 90-95% 6oinb-
HBIX XPOHWYCCKHM MHEIOUIHBIM JieiKko3oM (XMJI).
Yposens Tpanckpunta BCR-ABL p210 sBnsiercs map-
KepoOM MUHUMAaJIBHOW OCTaTouHOi Ooye3num mpu XMJI
[7]. Ilo maHHBIM HEKOTOPBIX aBTOPOB [8—11], xmMmep-
Hblil red BCR-ABLp210 v mytaums JAK2V617F moryT
BBISIBIISITBCS B KJIETKaX KPOBH 3[OPOBBIX JIFOJCH.

B nacrosimee BpeMsi MaTOr€HETHYECKUE POJIA MY-
tauuu JAK2V6I17F wu Tpancinokauuu BCR-ABL p210
npu MII3 o otaensHOCTH XOpowIo u3ydeHsl. OgHAKO B
Cllydasix codeTaHust 3TUX MyTauid y 6onbpHbIXx MIT3 nx
3Ha4Y€Hue JIs MaToreHes3a M, Kak CJe/ICTBUE, OXKHuIaeMast
3 PEKTUBHOCTH TEpAITUU HHTUOUTOPAMHU THPO3UHKHWHA3
TpeOyIOT JAILHEHUIIETO U3yUCHUS.
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[aTbl nccnegoBaHuin
M3menenue annenbHoil Harpysku mytauuu JAK2V617F u otHOCH-
TEJILHOTO ypoBHs TpaHckpunta BCR-ABL p210.

a —y nauueHTku b. npu tepanuu UMaTHHUOOM M HUJIOTUHHOOM; 6 — y maru-
enra II. mpu Tepanuu IMaTHHAOOM.

Lenbto nmaHHOW cTaTbM  SIBISETCS JAEMOHCTpa-
LUl pe3yJabTaTOB KOJMUYECTBEHHOW OLIEHKH MYTalluu
JAK2V617F n Ttpancnokauuu BCR-ABL p210 y ma-
[UCHTOB C COYETaHHBIMH MHUENIONPONU(EPATUBHBIMU
3a00JIEBaHUSIMH.

MaTepI/laJ'lbl H METOAbI

Hnsa uccnenoBanus Opamu renomuyro JJHK (B ciydae
uccienoBannst Ha JAK2V617F) wimm torameayto PHK (s
nccnenoBanus sxcripeccunt BCR-ABL p210) KeTOK KOCTHOTO
Mo3ra 1 KpoBH 60ibHEIX MII3. KonnuecTBeHHYTO OIIEHKY MYy-
Tauuu JAK2V617F npoBOoaWIIN ¢ IOMOULIBIO aJlJIeNb-CIIelH-
(UYHOM TOMMMEpa3HOLEITHOW PEaKIUK B PEXKUME peallb-
Horo Bpemenu (III[P-PB) mo ommucanHOI paHee MeTOAMKE
[12]. Yposens Tpanckpunta BCR-ABL p210 ompenensiau c
ncronb3oBaHueM Habopa peareHToB AmmanCenc Jleiikos
Ksaut M-ber-FRT (OOO «Uutepnadeepsucy, Poccust). M-
MYHOMarHMTHOE Pa3JeJIeHHE KJIETOK MPOBOAMIN MO0 Mapke-
pam CD8", CD15%, CD19" u CD34" ¢ momomtsio Habopa pea-
reaToB Miltenyi Biotec (BenmkoOpuranus) n3 3 M acnmpara
KOCTHOTO MO3Ta.

Kinunuyeckoe Haonwaenue 1
Ynanuentku b., 56 aer, B 2007 r. ycTaHOBJEH nua-
THO3 IIEPBUYHOTO MHeNI0(hHOpo3a Ha OCHOBAHWUH IPUTPOLIUTO3a
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(7,42 * 10'%/n), netikonurosa (14,9 » 10°/1), crureHomeranuu (1o
JIAHHBIM YJBTPa3BYKOBOTO HCCIIEJIOBAHHS pa3Mephl CElIe3eHKH
coctaBysu 226x87 mm). IIpu rucromorndaeckoM HCCIIenoBa-
HHUM KOCTHOTO MO3Ta BBISIBIICHBI MHOKECTBEHHBIE MEJKUE Oa-
ru Gudpo3a CTPOMBI, YMEPEHHOE PACIIUPEHNE TPAHYIIOIUTO-
11033a 3a CYET 3peNbIX (OpM (SBICHUS TaK HA3BIBAEMOTO HEM-
Tpodmiesa). OTmeueHa npoauepanist MerakapuoLUTapHOTO
pocTka. MerakapronuThl MOJIUMOPQHBI IO pa3Mepy — OT He-
OOJBIINX 0 KPYIHBIX, C THIIEPXPOMHBIMHU ITPEUMYIIECTBEHHO
THIIOJIOOYIISIPHBIMH, YacTh — C aTHITMYHBIMU SIAPAMH, Pacolio-
JKEHBI MEX- U TaparpabeKkyssIpHO, ¢ HOPMUPOBAHUEM PBIXIIBIX
U IUIOTHBIX KiacTepoB. C MOMOIIBIO MOTMMEpa3HOi HemHON
peaxiu (ITLP) BeisiBnena myrtanust JAK2V617F.

BonpHOI ObITa HauaTa Tepamnus THAPOKCUMOYEBHHOM. Ye-
pe3 5 et oT MOMeHTa Hadana tepanuu (Mapt 2012 1.) B KpoBH
OTMEUeHO HapacTaHue seiikorurosa (1o 30,5 ¢ 10%1), B KOCT-
HOM MO3Te — ycriieHre pudpo3a ¢ pacuImpeHneM IPaHyI0IH-
TapHOTO POCTKA 3a CUET HE3PEIbIX U MPOMEKYTOUHBIX (HOPM.
[lo pesympraram MOJEKYISIPHOTO HCCIECIOBAHHUS YpPOBEHb
tpanckpunta BCR-ABL p210 cocrasun 49,53%, a annenbHas
Harpyska JAK2V617F —95%. YcraHOBIEH AMarHO3 XpOHHUYE-
CKOTO MHMEJIONIEKO3a M Hayara Tepanus UMaTHHUOOM B J103€
400 mr B cytku. Yepes 2,5 Mec n3-3a TOKCHIECKOTO d(pdekra
uMaTtuHUO 3aMeHeH Ha HUI0THHUO B no3e 800 mr/cyt. Uepes
12 mec npuema unrudoutopoB tuposunkunasz (MTK) yposeHb
Tpanckpunta BCR-ABL p210 camsuncs 1o 0,29%, a aymuiensHas
Harpyska JAK2V617F ysemmumiack 10 100% (pUCyHOK, a).

Kiaunnuyeckoe HalaroneHue 2

IManuent II., 60 ner. [Tpu nepBom oOparieHnu K re-
Matosiory B okTsiope 2012 . B aHaJiM3e KPOBH BBISIBIICH JICH-
koruto3 (144 « 10°/71), TpomGoumTos (904  10%/1), B Mueo-
rpamme — OacTHbIe KiIeTkH 4%, paciiupeHne rpaHyIouTap-
HOTO pocTKa, 6a3odwmisr 10,5%, r03uHO0GMIE! 8%. OTMEUYCHBI
rernaromMeranust u crieHomeranust (+3 m +15 cm coorBer-
CTBCHHO). [IpM THCTOMOTHYECKOM WCCICTOBAHUM KOCTHOTO
Mo3ra OOHapy)keHa KapTHWHA, XapaKTepHas IS MePBUYHOTO
muenodudpoza. MoeKyIsIpHO-TEeHETUYIECKOE HCCIICTOBAHNE
BBISIBIJIO YPOBeHb TpaHckpunta BCR-ABL p210 80%, myTta-
st JAK2V617F — 73%. YcranoBiaeH KIMHUYECKHNA HUATHO3
«XMJI, xponuueckas ¢asza, MPOMEKYTOUHAS TPYyINa PHCKa
o Sokal». Hadara teparus umaruanoom (400 mr/cyt). Uepes
8 Mec Tepanuu ypoBeHb TpaHckpunta BCR-ABL p210 cau3nn-
cs ¢ 80% mo 0,08% (1000 pa3), a uncno xomuit JAK2V617F
cHn3miIoch oT 73% mo 21% (B 3,5 pasa). YpoBeHb MyTanuu
JAK2V617F B mpenapare KOCTHOTO Mo3ra cocTaBmi 43,24%,
a TocIe MMMYHOMAarHUTHOW COPTHUPOBKM KieTok: B CD34-
kierkax — 90,13%, B CD19"-knetkax — 69,02%, B CDI15"-
knetkax — 57,83%, B CD8*-knerkax Tonbko 26,98%. Ilpu mo-
BTOPHOM HCCIICIOBaHUH 4epe3 12 Mec ypoBeHb TPAaHCKPHUIITa
BCR-ABL p210 cocrasun 0,014%, a myramusa JAK2V6I17F
cHI3WIACH 10 5%. OmHAKO MIPU TTOBTOPHOM HCCIICIOBAHUH Ue-
pe3 18 mec (ampens 2014 1) oT™MedeHa CTaOMIM3AIHA YPOBHS
tpanckpunta BCR-ABL p210 na yposue 0,014%, a amnensHas
Harpy3ka JAK2V617F Bo3pocina 10 43% (cM. pUCYHOK, 6).

Oo6cyxkaeHue pe3yJibTaToB
Kak cBunerensCcTByIOT AaHHble tuTepatypsl [13, 14],
Clly4ad codeTaHus TouedHoM myrtauuu JAK2V6I17F n
Tpancinokauuu BCR-ABL p210 y ogHoro 001bHOTO, B
OCHOBHOM, HOCST eAuHW4HBIA xapakrtep. J. Jelinek u
coaBr. [13], obcnenoBaB 99 GonbHBIXx XMJI, He HamLIH
HU OJTHOTO Citydasi coueTaHusi mytanuit JAK2V617F n
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BCR-ABL p210. Haubomnsb1ee uucio ciydaes (8 uz 314)
coYeTaHus JByX MyTanuil BwissBuiaM L. Pieri m coasT.
[14] y 60mpaBIX XMJIL, uTO cocTaBmiio okoio 2,5% ciry-
gaeB XMJI. Ocoboro BHUMaHUS 3aCIY)KHBAET BOIPOC
00 ypoBHe nudpepeHIpPOBKH KIETOK, B KOTOPBIX MPO-
HCXOJIUIIN MYTaIlMOHHBIE COOBITHS, U O TIOCIIEI0BATENb-
HOCTH 3THX coObITuii. Mytauus JAK2V617F mpouc-
XOIUT B T€HOME MYJBTHIIOTEHTHOW TeéMOINO3THYECKON
CTBOJIOBOHM KIJIETKH M PACIpPOCTpaHsieTcs MO MHETOHI-
HBIM U JIMMQPOUAHBIM BeTBsIM TuddepeHuupoku. Ox-
Hako A. Kramer u coagr. [15], M. Bornhauser u coabr.
[16] ommcanu BO3MOKHOCTH BO3HUKHOBEHHSI MYTaIllU
JAK2V617F na ypoBHe CD34" KOMMYTHpPOBaHHBIX
CTBOJIOBBIX KJIETOK MHEJIOMAHOTO psga. Mx K Takomy
BBIBOJIY TIPHUBEIIO OTCYTCTBUE MyTammu JAK2V617F B
nomyssiusx CD3%, CD47, CD8* u CD19 -nmum§onnTos.

MorexynspHast XpOHOJIOTHSI CIIy4aeB COUETaHUS My-
tauuu JAK2V617F u tpancnokauuu BCR-ABL p210
MOXKET OBITh OYeHb pa3HooOpa3HoW. Hampumep, myTta-
LUK MOTYT OBITh IPUOOPETEHBI TOCIEAOBATENIBHO, T. €.
nepBuuHO MyTauus JAK2V617F, a BTOpUYHO — TpaHC-
nokanust BCR-ABL p210 [17-19], wnu B 0oOparHoii 110-
cnenoBarenbHOCTH [20], WK Aa’ke OMHOBPEMEHHO, KaK
B HallleM CJTy4Yae KIIMHUYECKOro HaOMoIeHus 2.

B OGonpmmHCTBE Ciy4aeB COYETAaHHs JByX MyTa-
U ePBUYHBIM MOJIEKYJISIPHBIM COOBITHEM SIBIISIETCS
JAK2V617F, a tpancnokaruss BCR-ABL p210 npuco-
eIMHSAETCS KaK BTOPUYHOE MOIIEKYJSPHOE COOBITHE.
[TonTBEep>KAAFOT ATH BBIBOABI CITyYa BBISBICHHS TPAHC-
noxkauuu BCR-ABL p210 y nauuentoB ¢ JAK2V617F-
nonoxkurenbubiMu MII3, takux kax 9T [17], UIT [18]
u [IM® [19].

Knunnueckast MaHHupecTaus JAK2V617F-
MYTaHTHOTO KJIoHa Y OonbHBIX XMJI gacto nposiBnsieTcst
POCTOM JIaKTaTAE€rUJIPOT€Ha3bl, aTUITUYHBIM JIEHKOLIUTO-
30M HJIM TPOMOOILIUTO30M B KPOBH, IPOTpecCUpyIomeit
renaroMerajgueil U CIUICHOMEraJInel, a Takke Hapacra-
HueM (hrbpo3a KOCTHOTO MO3Ta, TP HU3KOM WIIN HEAna-
THOCTHpYyeMOM ypoBHe TpaHckpunta BCR-ABL p210
[17-19]. Kak BeposATHYIO MPUYUHY TOSBICHUS BTOPOI
MyTaluu HEKoTopble aBTOphl [17, 18] paccmarpuBaror
KaHIEPOTeHHBIH A(PQPEKT MUTOCTATUYECKUX TIperapa-
TOB, TPUMEHSEMBIX JIJISI JISUSHUS TIePBOTO 3a00JICBaHUSI.

Takke onucaHbl CiIy4ad BBIBICHUS MyTalHd
JAK2V617F y 6onpupix XMJI, ycnemHo BbIICUEHHBIX
npemaparamu UTK [15, 19, 20]. O0bsicHeHHEM 3TOMY,
10 MHEHHIO OOJIBIINHCTBA aBTOPOB, MOKET OBITh N30H-
parenbHOe TIozaBieHue pocta Ph'-kiiona npemaparamu
UTK, 49To, BOBMOXKHO, CIIOCOOCTBYET CEICKIIUU Tapai-
JIENbHO CYIIECTBOBABIIETO HA HEAMArHOCTUPYEMOM
ypoBHE KJIoHa ¢ MyTarueit JAK2V617F. B mons3y 3T0i
TUIOTE3bl CBUICTENBCTBYIOT JIAHHBIE HCCIEOBaHUH, B
koTophIxX nipu Tepanuu XMJI npenaparamu UTK cHuke-
Hue ypoBHA TpaHckpunta BCR-ABL p210 conpoBoxia-
JIOCh POCTOM aylieNbHOW Harpy3ku JAK2V617F xioHa
[15, 19].

KrnonanpHast apXuTekTypa coveTaHHs MyTaluu
JAK2V617F n tpancnokauuu BCR-ABL p210 moxet
OBITh BechbMa BapuadesbHOU. B OIHUX cllydasx 3Tu JBe
MyTaIly PUOOPETEHBI TOCIE0BATENbHO OTHON U TOU
JK€ CTBOJIOBOM KIIETKOH, T.€. TEOPETUYECKU SIBISIFOTCS
«OMMYTallMOHHO-MOHOKJIOHABHEIM» [21]. B mpyrux

CIy4asiX OHH IIpeJCTaBJIeHbl KakK JBa Pa3HBIX KJIOHA,
T. €. SIBJISTIOTCS «OMMYTaITMOHHO-OUKIIOHATBEHBIMID [ 15].

Bo3MokHO, kioHaNmbHas (MOJIEKYISpHAs) apXUTEK-
Typa sIBJsIeTCs] (JAKTOPOM, ONPENEIISIOIINM OTBET Ha Te-
panmio npemnaparamu UTK. J. Grisouard u coasT. [21]
MOKAa3aJIM, YTO MyTalluu MPHOOPETEHBI OCIEA0BaTENb-
HO (mepBuuyHO BCR-ABL p210, Bropuuno JAK2V617F)
OJHMM MU TeM e KIOHOM. M3 Tpex CcyOKIOHOB
(BCR-ABL p210-cyoxnon, JAK2V617F-cyokion, BCR-
ABL/JAK2V617F-cybknon) Hanbonee 4YyBCTBUTEIb-
HbIM K Tepanuu npenaparam UTK okazancs BCR-ABL/
JAK2V617F-cyOknoH, 4to obecrieunsio 0obIIon Moie-
KYJISIPHBIM OTBET K 12-My MecsIly Teparuu.

Takum o0Opa3oM, MOPQOIOrHYECKON CyOCTaHIUCH
OITYXOJIEBOTO MpOIECcca SBISIETCA KJIOH ONACTHBIX Kile-
TOK, 9aCTO WMCIOIINA CBOW CTIEHH(PUICCKUN MOJEKY-
JIApHBIA Mapkep. MbI 1nojiaraem, 4To aTUIUYHOE Tede-
Hue MII3 u Heynaya Tepamnuu CBSI3aHBI C KJIOHAJIBHON
reTepOreHHOCTHI0 MUEIONPOIU(EpaTHBHOTO MpoLecca.
Myrtauus JAK2V617F v tpancnokauns BCR-ABL p210,
BEPOSITHO, HE SBISIFOTCS CTAPTOBBIMU B LETH MOJICKY-
JSIPHBIX HapyIIEHUH, HO MOTYT OBITh «JIpallBEpPHBIMUY
JUIL TeHEpaluu HOBBIX CyOKJIOHOB. TakuMm oOpaszom,
MOYKHO CJIeJaTh CJIeayIolne MpeIBapUTeIbHbIe 3aKIT0-
YEHUSI:

1. Coueranme wmyrtamun JAK2V6I7F wm TpaHc-
mokanuu t(9;22) ¢ oOpazoBaHMEM XHWMEPHOTO Oeka
BCR-ABL p210 MOXET BBISIBIATHCS IIOCIEAOBATEIHHO
(kmHUYecKoe HaOmromeHue 1), WM OJHOBPEMEHHO B
JIByX pasHBIX KJIOHAaX (KIMHUYECKOe HaOroneHue 2),
KaK y OOJIbHBIX, TIOJIyYaBIINX XUMHOIPENaparsl, TaK U y
OOJIBHBIX C BIECPBBIC BBISIBICHHBIM 3a00J€BaHUCM.

2. Coueranne mytauuu JAK2V617F n TpaHcioka-
i BCR-ABL p210 npu MII3 B Hamumx HaOMOOCHU-
X HE BIUSIIO HAa CPOKH JOCTHXKEHHS OOJNBLIOrO MOJie-
KynspHoro orera mnpu Tepanuu UTK (ximHnueckoe
HabmoaeHwMe 2).

3. Myrtamwmst JAK2V617F MOXEeT HEpaBHOMEPHO pac-
MIPEIENATHCS B PA3IMYHBIX MOMYISAIUAX KJIETOK KOCTHO-
ro Mo3ra (KITHHHYECKOe HaOIIoneHne 2).

Bomnpocsl, kacaromuecs: (HOpMYIUPOBKH KIMHHUYE-
CKOIo JMarHo3a u BbIOOpa MpOrpaMMbl Teparuu ¢ yde-
TOM KJIOHAJbHOH apXUTEKTyphl (MOHO- M OMKJIOHAJb-
Hast), TpeOyIOT JaJIbHEHIINX UCCICAOBaHNH.
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CNYYAN BbIAABNEHUA inv(3)(q21¢26) B Ph-HETATUBHbIX KNIETKAX KOCTHOIO
MO3rA Y BOJIbHOIO XPOHUYECKUM MUEJTIOUAHBIM JIENKO30M
C PA3BUTUEM MUENOAUCIINIACTUMECKOIO CUHAPOMA U TPAHCOOPMALIUMEN
B OCTPbIV MUEJIOUAHbIV NENKO3

YpoBuueHko AU., Kneuna W.B., IpebeHiok J1.A., Konocoga J1.10., MNMnuckyHoBa tO.B., MenuksH AJ1.,
O6yxoBa T.H.

OIBY lfemaTonornyeckunin HayuHbin LeHTp MuH3gpasa Poccun, 125167, r. MockBa

P e 310 M e. [lpedcmasneHo KnuHuU4Yeckoe Habso0eHue 601bHO20 XpoHUYecKuM Muesonetikozom (XMJ1), no-
Jyqaswezo yieyeHue UMamuHUb60M Me3usiamoM, y Komopo20 HA (hOHe NOJTHO20 YumozeHemuyecko2o omeema
uepes 6 siem ¢ MOMEHMA ycmaHoeieHus ouazHo3a 8 Ph-HezamugHbix Kiemkax kocmHoz2o mo3sza (KM) obHapy-
XeHa inv(3)(q21q26), xapakmepHasa ona muenoducnaacmuyeckozo cuHopoma (MAC) u ocmpo2o muesnoudHo20
netikoza (OM/1). TpaHcnokayus t(9;22)(q34;q11) 8 knemkax KM 60116H020 8 3mom nepuo0 u npu Nocaedyiouux
uccedosaHusx He ablsigneHa. O6HapyxeHue inv(3)(q21926) accoyuuposasnocs ¢ noasneHuem cumnmomos MAC:
nepe8oHayasnbHo c sietikoneHuel, 3amem ¢ aHemuel U mpomboyumoneHueli, KOmopble NPo2Peccupos8anu Ha NPo-
maxeHUU nocaedyrowux 3,5 nem Ha ¢poHe nepcucmeryuu inv(3)(q21q26) 8 knemkax KM 6oneHozo. Konuyecmeo
6/1aCMHbIX KIlemoK 8 MuesiozpaMme nocmeneHHoO Hapacmaro, 0ocmueHys 11,5% k ¢espasnio 2014 2. B smom
nepuoo, yepes 3 200a nocsie nepsudHol pecucmpayuu inv(3)(q21q26), no peynemamam 2ucmosio2u4eckozo uc-
cnedogaHua KM ommeyanu mparcgpopmayuro MLC 8 OMJI. [pusedeH 0630p 0aHHbIX 1umepamypel 0 Yyacmome
U CPOKAX 8blABIEHUSA KIIOHAIbHbIX XPOMOCOMHbIX aHOManul 8 Ph-nezamusHoix knemkax KM 6oneHbix XMJT npu
mepanuu npenapamamu UH2Uu6UMOpPO8 MUPO3UHKUHA3bI, 0 HAUuboJslee 4acmo 8blA8/IAeMbIX AHOMAIUAX Kapuo-
munay smux 60/1bHbIX U UX 803MOXHOM KJIUHUYECKOM 3HaYeHUU.

KniouyeBble cnoBa: XpOHULIECKUlj muesionelikos; UumMamuHu6; Ph-HezamueHele Kaemku; K/1OHA/IbHbIE

XpomMocoMHble aHomasnuu; inv(3)(q21q26); muenoducnaacmuyeckuli CUHOPOM.

Ana yumuposaHrusa: lemamonoausa u mparcgy3suosnoaus. 2015; 60 (1): 32-37.
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