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A27.30.069.000.01 Onpeoenenue sxcnpeccuu mPHK BCR-ABLp230 (konuuecmsentoe)
Omnpenenenune sxcrpeccun MPHK BCR-ABL p230

Tpauckpunta p230
BapuaHTa e19a2
XIMEPHOTO TeHa

BCRABLI1
00HapyKEHO HE
6nu10. KonmruectBo
KOITHi
ABL1- 10772,
KOJHNYECTBO KOMUMK
BCRABLI
- 0. KomngecTBo nmo
MEXAYHapOAHOU IIKaJIe
(IS) - 0,000%. YpoBeHb
YyBCTBUTEIHHOCTH Ig -
4,0.

le/l IIOJIYUYCHUHU PE3YJIIBTATOB UCCIICAOBAHNUSA PEKOMEHAYETCA KOHCYJIbTAallUA Bpadya-OHKOre€MaToJjora.

05/06/2025

Tpauckpunra p230
BapuaHTa e¢19a2
xumepHoro reHa BCR
ABLI o6HapyxeHO HE
65110

V¥ nmanumenra He 6bU10 0OHapyxeHo TpaHckpunTa p230 xumepHoro rena BCR-ABL1. BCR-ABL npeacTasisieT co60ii perunpokHyo
TPaHCJIOKALHIO MEKTy XpoMocoMamu 9 u 22 (9;22), KoTopasi 1&KUT B OCHOBE MOJIEKYJISIPHOTO IIATOTEHE3a XPOHUUECKOTO
MHUenouHOro sieiiko3a (XMJI) (95%), octporo mumdoodnactHoro jeiikosa (OJIJT) (35%) u octporo muenonaHoro jeiikoza (OMJII)
(1%). B 3aBECHMOCTH OT JIOKAJIH3aIMH TOYKH Pa3pbIBa MOTYT BOSHUKATH Pa3IHYHbIE TUIIBI XHMepHOTo TpaHckpunta BCR-ABLL. V
nanueHToB ¢ XMJI nperMyIecTBeHHO BCTPEYAOTCsl TPAaHCKPUIITHI b3a2 u b2a2, npuBozasiye kK 00pa3oBaHUIo OeKa ¢ MOJIEKYJISPHOit
maccoii 210 x/la (p210 transcripts, M-ber). 3HaYNTENIBHO pexe BCTPEUAIOTCS IPYTHE TUIIBI XUMEPHBIX TPAHCKPHUIITOB: TPAHCKPHUIIT
ela2, komupyromuii 6enok ¢ MoekyJsipHoi Maccoit 190 x/la (p190 transcripts, m-ber) 1 XUMepHBIH TpaHCKpUNT €19a2, Koxupyromuii
6enok ¢ MoneKysipHoi Maccoit 230 x/la (p230 transcripts, ?-ber).
OrtcyrcrBue Tpancnokauu p230 t(9;22) BCR-ABLI1 npu paHee HOJI0KUTEIBHOM Pe3YJIbTaTe MOXKET FOBOPUTH O BBICOKOM YPOBHE
3¢ HeKTUBHOCTH NPOBOANMON Tepanuu. OTPULIATENbHBIN Pe3yIbTaT Ha TPAHCKPHIT p230 HIpH MepBUYHOM HCCICA0BAaHUH HE
HCKIIIOYAeT y MaleHTa OHKOTeMaTOJIOTHIECKUX COCTOSHUI. PeKoMeHIyeTcst IpOBeIeHHE NCCIISIOBAHMS Ha APYTHE TPAHCKPHIITHI
BCR-ABLL. B 10 ke Bpems IpH OTPUIIATENFHOM pe3yIbTaTe Ha JAHHOE UCCIISIOBAHIE PEKOMEH YeTCs IIPOBECTH HCCIEe0BaHNE Ha
Ph-nerartuHbie MuenonposndepaTuBHbIe HOBOOOPa30BaHUs — OLEHKa MyTalMoHHOro cratyca reHoB JAK2, CALR u MPL (NCCN,
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IMeuatn OpraHusanuu

Baxxno! ®opmar pesyibTaTa UCC/ICI0BaHUs MOXKET OTIMYATHCS B 3aBUCHMOCTH OT 110J1a, BO3PAcTa M PErMOHa BHIOJHEHHUS.
HuTepnperaius pe3yabTaToB He SIBJIACTCS AMArHO30M, 3aKJIIOYEHHUE 110 Pe3yJIbTaTaM JAHHOTO MCCIIEI0BAHMS JaeT Jeyalluii Bpay.
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