HammeHoBaHue
YCnyru

MoneKkynapHo-reHeTuyeckan amarHoctuka XMJ1 (XpoHUYECKMIA MUeNoNAHbI NeKo3).
OnpegaeneHue sKkcnpeccum reHa ber-abl

Kopg ycnyru

A 27.05.017

KpaTKas
nHpopmauma o
3aboneBaHun

XpoHuueckuii muenonerikos (XMJ1) — KnoHanbHbIA MmuenonponndepaTMBHbIM npolecc,
pa3BMBalOWNICA B pesysbTaTe 3/10KQYeCTBEHHOW TpaHchopmaumm B  PaHHUX
remornosaTUyecKknx npeglecrseHHUKax. LutoreHeTndeckum mapkepom XMJ1 asndaetca
npuobpeTeHHaa XPOMOCOMHAA TpaHcAoKauua t(9;22), KoTopas noayymMna HasBaHue
dunagenbduinckolt xpomocomsl (Ph+). B pesynbtate 3TOM peuMnpOKHON TpaHC/AOKauuu
coeguHaTca 5'-06nactb reHa BCR u3 22 xpomocombl u 3'- obnactb reHa ABL u3 9
XPOMOCOMbI, YTO NPMBOAMUT K 06pPa3soBaHUIO XMMepPHOro oHKoreHa BCR-ABL. MNosiBneHne
6eNKoBOrOo  MPOAYKTA [AAHHOTO reHa MPMBOAMT K HapyWeHW  HOPMAJIbHOro
OYHKUMOHMPOBAHMA KNETOK U K 3/1I0Ka4YeCTBEHHON TpaHChopmaumu.

CTaH,D,apTHOE untToreHeTnd4eckoe mnccnegosaHne — e,ﬂ,MHCTBeHHbIﬁ meTona, I'IO3BOJ'IFHOLLI,MI7I
dHaIN3npoBaTb BeCb XpOMOCOMHbIVI Ha6op KNEeTKN UeNnKom, 4YTO0, NOMMUMO Ph-
XPOMOCOMbI, BbIABNAET A0NOJTHUTE/IbHbIE XPOMOCOMHbIE aHOMATNN.

OnpepeneHne 6enka BCR-ABL nposoautca ana noATBEPXKAEHUA [AMarHosa wu B
JanbHenwem gns MOHUTOPUHIA nedeHnsa XMJ1 y NaumeHToB Ha Tepanum UHIMbuTopamm
TUPO3nNHKKHA3 (UTK) 1 1 2 NoKoNeHMs; C MOMOLLbIO 3TOro MeToAa B 5% c/ly4aeB BO3MOXKHO
noareepanTb AnarHos XMJ1, ecam npm uMTOreHeTUYEeCKOM UccaeaoBaHUM KOCTHOMO Mo3ra
Ph+-xpomocomy BbISIBUTb He yaanocb. MoneKkynapHbIi MOHUTOPUHT aKcnpeccnn BCR-ABL
METOLOM NOJIMMEPA3HON LEMNHON peakLMn B peasbHOM BPEMEHU ABNSETCA B HacToALLee
Bpems 0653aTe/IbHbIM METOLOM KOHTPOA

MepeyeHb
nccnenyemblx reHos,
MyTaumi

Ocyulectensetca getekuma mPHK xumepHoro reHa M-bcr-abl (p210), cootBetcTBylOLLETO
YYaCTKy CLUMBKM reHoB ber u abl (b2a2 1 b3a2).

MeToa AMarHoCTUKu:

- U3 KneTok nepudepmryeckoii KPoBU NPOBOANTCA BblageneHne ToTanbHol PHK.

- npoBeAeHune obpaTHOM TpaHcKpMnuun (nonydeHmne KAHK)

- NPOBEeAEHUA KONAMYECTBEHHOW MOAMMEpPasHOM UenHoW peakumm KOHK B pexume
«peanbHOro BPEMEHU»

NHpopmauyma o
MeToze.
TpeboBaHue K
MaTepuany

[ns BbINONHEHUA aHANU3a UCNONb3YETCA KPOBb, B3ATas U3 IOKTEBOW BEHbI B NPOBUPKY C
3/TA B KonnyecTBe He meHee 5 ma. KpoBb bepeTca HE3aBUCUMMO OT NpMema NULLM.

CpOK BbIMO/ITHEHUA

21 pabounit aeHb




