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AKTyarnbHOCTb

Mepectponkn reHa NUP214 aeTtekTUpYOTCS MpU pasfnnyHbIX
TMnax OCTpbIX Nenko3oB " accoLnnpoBaHbl c
HebnaronpuaTHbIM  MCcXodoM 3aborneBaHus. TpaHcrnokaums
t(6;9)(p23;934)/DEK::NUP214 BbisiBnsieTcad B 1% cny4aeB
aetckux OMJ1T n onpegensieT OTAENbHYH HO30MOMMYECKYH
eguHuuy. OnucaHel n Gonee pedkve BapuaHTbl MEPECTPOEK
reHa NUP214 npn OMI1: SET::NUP214, SQSTM1::NUP214.
OnucaHve KIMHUYECKUX OCODEHHOCTEW U pe3ynbTaToB
Tepanuu NnauneHToB C peakuMu nepectporkamu reHa NUP214
SIBNSIETCH BaXXHOW 3aa4veln COBPEMEHHOW OHKOreMaTonoruu.

SET::NUP214 ’ SQSTM1::NUP214
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PucyHok 1 - UHrnbup CRM!1- 0 ApepHoro pTa X
NUP214-r [Mendes,2019]

Llenb paboTbl - onpeaeneHne peakoro reHeTM4eckoro napTHepa
TpaHcnokauun ¢ yyactneM reHa NUP214 y naumMeHTa OeTcKoro
Bo3pacta ¢ OMJ1, a Takke onucaHue KIMHUYECKOW KapTUHBbI,
TepaneBTMYECKON CTpaTerMm W OTBETA Ha NPOBOAUMYIO

Pesynbrarhbl

PucyHok 2 — lNonoxutenbHble Ha
nepectpouky reHa NUP214 Hykneycbl

Tepanuio.

Manbuuk, 19 netr, OMJ1 paHHUX cTagun

andpepeHUnpoBKu C Ko3Kcnpeccuen
CD79a, M1, LHCA. cun:
46,XY,t(6;13)(q15;932) [9/15]. Mpun

npoBegeHun FISH BbisiBneHa nepecTpownka
reHa NUP214 (puc. 2). geHTudmumpoBaHa
TpaHcnokaumsi t(5;9)(935;934) /
SQSTM1::NUP214.  YcCTaHOBMEHbl TOYKU
CIMUAHNSI  BOBIIEYEHHBLIX reHoB (puc. 3).
MyTtaumm FLT3-ITD, NPM1, WT1, CEBPA He
BbisiBNieHbl. B pesynbTate MHOYKUMOHHOM
Tepanuu (ADE-HAM) pocturHyta mnonHas
pemMmuccus. Mocne npoBeAeHus
koHconupaumn (HD-ARA-C+IDA, AME-H)
BbINOSHEHA pOACTBEHHas annoreHHasa TICK
c nocrnegywwmm passutuem PTIIX 2-3
cteneHun. NaumeHT xuB B pemwuccun (+270
CYTKM) .
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VoYX A ) VA
NUPZ214 33 3K30H
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PucyHok 3 — Pe3ynbTaTtbl cCeKBeHUPOBaHUA
HYKNeoTUAHOW nocrefoBaTeNlbHOCTH
XumepHo reHa SQSTM1::NUP214

T.N. XeByk, U.B lNMaxomoBa, A.P. Kanysa, E.B. Bono4Huk, A.C. PomaHuosa, J1.B. MoyaH, M.I". Haymosu4, M.B. BeneBLes
Y «PecnybnukaHckuii Hay4HO-NPaKTUYECKMI LIEHTP OETCKOM OHKOMOru, reMaTtosiornm u uMMyHosnoruny, Pecny6nuka Benapyce, 4. BopoBnsiHbI.

Llenn n 3agaum

MaTepuansl u MeToabl

CUM BbinonHsnocb MetoaoMm  aAudpdpepeHumansHoro G-
OKpaLLMBaHUsS. MNpoBeneHo FISH-nccnenosaHune K
XPOMOCOMHbIM pervoHam 6qTel, 13q14/13g34 (no pesynbtatam
CUWM) n gns onpepenexus peapaHxupoBku reHa NUP214. Ona
onpefeneHnss reHa naptHepa wucnonb3oBanca FISH Ha
onpeneneHne DEC::NUP214 ¢ nocnegywolimMm npoBeaeHuem
KOMOVHUpoBaHHoro okpawmsanus (WCP  5chr, 9chr; LSI
30HO0B). [psiMoe cekBeHMpoBaHue No C3Hrepy BbINOMHANOCH
c NCNoNb30BaHNEM npanmepos: SQSTM1_4F (5-
CAGCTTCTGGTCCATCGGAG-3') wu  NUP214_34R  (5-
TCTCCGAACACTTTGCCTCC -3).

Takum obpasom, Hamu Gbina MaeHTUUUMPOBaHa YHUKanbHas
ans OMJ1 tpaHcnokaums t(5;9)(q35;q34) / SQSTM1::NUP214.
OCOBGEHHOCTbI0  4AaHHOMO  KITMHWYECKOro cry4vasl  SABMsSIUCH
koakcnpeccua CD79a, Hanuyne AONONHUTENBHOW XPOMOCOMHOM
abeppauun t(6;13)(q15;932), a TakKke OTCYTCTBME TEHHbIX
MYTaAUMOHHbIX WN3MEHeHUN. [OoCTUrHYTbIN TepaneBTU4eCcKUin
ahbdeKT MOXET ObITb CBSI3aH C CBOEBPEMEHHbBIM ONpeAENeHNEM
KnoHobpasyloLLer XpOMOCOMHOW abeppaLmmn 1, Kak crencreue,
npoBefeHnem TI'CK B nepBon nuHuUm Tepanuu.

Xesyk TuxoH MiBaHOoBUY
tikhonkhevuk@gmail.com




