HanvmeHoBaHMe
yenyrum

MoneKkynapHo-reHeTUYeCKoe BblABAEHME U MAEHTUDUKALMA XPOMOCOMHbIX
TPAHC/NIOKALMIM NMPU OCTPbIX U XPOHNYECKMX Neko3ax meTtogom FISH ¢ AHK-
30HAaMU Ha 061acTb TpaHc/IoKaumn (NaHenb 30HA0B)
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KpaTKas
nHbopmauma o
3aboneBaHun

XpOHWYECcKnii mruenongHbiin neiikos (XMJ1, XpoHMYECKUN MUENONENKO3) —
dopma neiKkosa, KOTOpasa XapaKTepmUsyeTca YCKOPEHHOM U HEperympyemoi
nponvdepaLmen npenmyL,ecTBEHHO MMENOULHbIX KNETOK B KOCTHOM MO3re C UX
HaKonieHMem B KpoBW. [pu 3TON TPAHCNOKALMMN, YHACTKN 9-11 1 22-1 XpPOMOCOM
MeHSATCA MecTamu. B pesynbTaTe, dpparmeHT reHa BCR 13 xpomocombl 22 v reH
ABL 13 xpomocombl 9 06pasytoT eANHYI0 PaMKy CYMTbIBAHMUS. MpoayKTamm 3Toro
AHOMa/NIbHOTO C/IMTOFO reHa MoryT BbITb 6e/1KM C MoneKkynsapHon maccoi 210
(p210) unu, perke, 185 ka (p185). Tak Kak B Hopme 6enok ABL cogeput
TUPO3UHKMHA3HBIN AOMEH, NPOAYKT MyTAaHTHOTO reHa TaKKe ABaseTcA
TUPO3UHKKHA30M]. benok BCR-ABL B3anmoaencTayeT ¢ 04HON U3 cydbeanHu,
KNEeTOYHOro peuenTtopa K MHTepaenknny 3. TpaHcKkpunuma reHa BCR-ABL
NPOUCXOAMUT HEMPEPBLIBHO U HE HYXKAAETCA B aKTUBAUMM apyrnmum 6enkamum. BCR-
ABL aKTMBMPYET CUTHANIbHbIM KacKag, KOHTPONMPYIOLWMA KNETOUYHbIN LUK,
ycKkopsaa aeneHue knetok. XMJ1 gnarHoctmpyeTtca nocpeacTBOM BbiABAEHUA
dunnagenbPuiickom xpomocombl B 06pasLax KOCTHOrO Mo3ra. Ta XapaKTepHas
XPOMOCOMHAA aHOMAJIMA MOXKeT ObITb BblfiB/IEHA B pe3yabTaTte
LUMTOreHEeTUYECKOro aHaIM3a, Npy nomoLm GAopecLeHTHOM rmMbpugmsanmm in
situ (FISH) nnu getekumn reHa BCR-ABL meTtogom MLIP.

MepeyeHb
nccneayembix
reHoB, MyTauui

ABL1 (9943) n BCR (22q11). BbinBneHue TpaHcnokaumm t(9;22)(q34;q11).

NHPopmauyma o
MeToze.
TpeboBaHue K
MmaTepuany

FISH 30HA ONTMMK3MpPOBAH ANA onpeaeneHna TpaHcnokaumm t(9;22)(q34;q11).

KocTHbIli mo3r B npobupke ¢ Na(Li)-renapvHom. = 2 M. AHaIM3 BbINOJHAETCA Ha
npenapaTax agaep He3penbix TIMMPOLNTOB KOCTHOrO MO3ra.
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