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BBenenune

Xpounveckuit muesonubiil jeiiko3 (XMJI) - sro muesnonposmdeparuBaoe 3abosieBanue,
00YCJIOBJIEHHOE 3JIOKAYEeCTBEHHON TpaHchopMalimeit KJIeToK-TIPeIIeCTBEHHUKOB MUETOUTHOTO
POCTKa IeMOII033a, YTO CBSI3BIBAIOT C TOsiBIeHueM (hriaeabhuiicKoil XpOMOCOMBI (Pe3yIbTrar
perpokHoii Tpanciokanuu (9;22)). B pesynsrare dopmupyercst xumepnsiii ren BCR-ABL
u OeJIOK - HepelenTopHas TUPO3MHKWHA3A C MOBBINIEHHONW aKTUBHOCTBIO, KOTOpas 3aIyCKaeT
poJsinpepaIiio U OIyXOJIEBYIO TPAHCPOPMAIINIO KJIETOK.

[MosiBnenwe unruburopos tuposnakuaa3 (MTK) mpousseno pesosornmio B Tepammn XMJL.
Ho y gacTu manmeHTOB pasBuBaeTCsl BTOPUYIHAS PE3UCTEHTHOCTH. TOYKOBBIE MYyTAIUN - OTHOMN
n3 riaBHbIX npuanH pesucteHTHOCTH K UTK, HO ocTraercs manmonsydeHHOU pOJIb Jeslenuii
uHcepruit B eé dpopmupoBannu. B Harreit pabore Mbl HCCIEIOBAIN JIEJEIUI0 SK30HA 7 I'eHa
ABLI, u ee Bmusinue na passurue pesucrentaoctr K UTK y nanmentos ¢ XMJI.

Lennb

V3yuauTh B/iMsiHAE HAJIMYIHs TOYKOBBIX MyTaluii u jesernun 3K30Ha 7 reHa ABL1 ma dop-
mupoBanue pesucrenTnoctu K UTK y nmamumentos ¢ XMJI.

Marepunajibl 1 MeTOAbI

Bermm ucnosszoBansr 0bpasibl kposu H0 marumentoB ¢ XMJI ¢ pesucrentnocthio Kk UTK
1-oro mokosieHnsT NMaTUHUOY. BbIIenenne gapocofepKammux KIeTOK ITPOBOIIIOCH JIN3UPYIO-
muM Oydepom 71t S5puTporuToB ¢ riearpudyruposannem npu 3000 06. /mun. U3 cynepraranTa
BbIIes1ach Totatbiuasgs PHK ¢ ucnosbzoBanuem nabopa pearenroB PUBO-30ib-D. ObpaTtnas
TPAHCKPUIIIUS TPOBOJIMIACH ¢ HcIob3oBanneM Habopa pearenroB PEBEPTA-L B TIIP-am-
InpUKATOPE.

g ammindukarmn HeoOXouMoro yuacTka rera nposojauan [P B aBa srana: Ha nepBom
amiuindurnmposasu dgpparment ol 2514 nap Hykaeoruos (exon 13 BCR - exon 11 ABL1),
Ha BTOPOM - Oojiee Koporkuii dpparment rena ABL1 (731 m.u.).

Hust ourerku nposoamin 3sekrpodopes [TIIP-pogykra B8 1,5% araposnom rese. Ilocie
JTIONMH U3 TeJIs TTPOBOJIMIM TIOCTAHOBKY CUKBEHCOBOW peakIny M IPSIMOe CEKBEHUPOBAHUE IO
Cemnrepy.

s namepenns KondectBa KJIHK MyTaHTHBIX KJTOHOB UCIOIB30BaAJICA (DpArMEeHTHbIN aHa-
Jim3. [TocranoBka JTUTMpOBaHUS U AMILTU(MUKAIIMA OCYIIECTBIIAIACH C UCIOJIB30BaHNEM HaboOpa
peareHTOB KOoMIauuu «CHHTOI».

PesyabTaTnbi
[Tocsie cekBenmpoBaHus 1 aHan3a Beex nociepoparenbHocTeit JIHK 6b1mm oroopans: K/ IHK
MAIMEHTOB C IOJ03PEHUeM Ha, Jieiennio 3K3ona 7. [locie mocranoBku hparMeHTHOrO aHaIn3a
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¢ IpaiiMepaMu Ha PaioH JIeJIeIUN Y BCeX 9TUX MalneHToB Oblia BbisgpaeHa K/ IHK nByx kionos
OITyXOJIEBBIX KJIETOK: C HOpMaJibHOM juHoi rera ABL1 u ¢ jmemernueit sx3ona 7.

s onpejiesieHnsi HAITPABJIEHUsT SBOJIIOIUN OITYXOJIEBLIX KJIOHOB Y TAIMEHTOB C Jlejienueit
nposesin uccsegoBanne obpasnos kK IHK ot 2 70 5-yierneit qaBrocTn (cekBenupoBanue u dpar-
MEHTHBII aHasm3). Y OIHOIO U3 HAIMeHTOB Oblia OOHAPY?KeHA paHee HEOIMCAHHAsT TOUYKOBAas
myTanus ¢.844G [U+02C3]C (p.E282Q).

BriBoabr

Henerust sx30ona 7 rera ABL1 u ToukoBast myranust ¢.844G [U+02C3]C (p.E282Q) crioco6-
crByior dopmupoBanuio pesucrenTHocTH K UTK y marmuenros ¢ XMJI. OmyxoseBble KJIOHBI,
HeCyIIne JeJIeIni0, CKJIOHHBI K OBICTPOil TPOTPEeCCUu U MPUOOPETEHUI0 COIETAHHBIX TOUKOBBIX
MyTalliii, YCHJIUBAIONINX PE3UCTEHTHOCTD.



