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C uenbro dugpghepeHyuanbHOU OuacHOCMUKU XPOHUYECKUX MuesonporughepamusHbix 3abonesaHul (XMI13) ¢ Opysumu 3a-
bonesaHusiMu cucmembl Kposu rposedeHo uccrnedosaHue Mymauuu JAK2V617F u yumoeeHemuyeckoe uccrniedosaHue. Mymauus
JAK2V617F ebisiensnack y 79 6onbHbIx u3 128, ymo cocmaensgem 61,7%. lNpu yumozeHemuy4eckom uccrnedogaruu y 2 (10%) uz 20
6071bHbIX 6bIIU 0BHAPYXKEHbI KIIOHalbHbIE PO2HOCMUYECKU Hebr1a2onpusimHbie XPOMOCOMHbIE abeppayuu.
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Frequency of occurrence of the JAK2V617F mutation for patients with different variants of chronic myeloproliferative disorders
(CMPD) is observed. Assessment in order to get differentional diagnostics of CMPD with nonproliferative diseases of the blood was
evaluated in 79 cases of 128 (that is 61.7%). The cytogenetical research showed that 2 patients of 20 (10%) have clonal chromosome

aberrations with poor prognosis.
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XpoHuyeckmne MuenonponudepaTuBHole 3abone-
BaHua (XMMN3) — 310 rpynna 3abonesaHun, Ans Ko-
TOpbIX XapakTepHa aHoManbHasa nponudepaums, no
KpamHen mepe, OAHOM JINHUN FeMOMNO3TUYECKUX Kiie-
TOK WIN COEAMHUTENIbHOTKaHHbIX CTPYKTYpP KOCTHOIO
Mo3ra [1]. MoHsATME «XpoHu4Yeckue Mmenonponude-
paTueBHble 3aboneBaHusa» Brnepsble 66710 Npeanoxe-
Ho W. Dameshek B 1951 roay [2]. O606wuB xapak-
TEPHblE K/IMHWYECKNE MPU3HAKWU U AaHHble TMCTON0-
rMUYecKoro nuccrefoBaHUs KOCTHOrMO Mo3ra, B rpynny
XMMM3 6blnM BK/OYEHbI: XpPOHMYecKass MuenougHas
nenkeMns, UCTUHHas MNOAMUMTEMUS, SCCEeHLManbHas
TpoMbouuTemus, uaumonatTmyeckmin mMmenodunbpos u
spuTponenkemunsa. OTKpbiTue MyTauum V617F B reHe
JAK2 — rnaBHOe AOCTMXEHMEe B MOHUMAHUKM MOJieKy-
NAPHbIX MexaHn3MoB natoreHesa XMMM3. B 2005 r. ve-
Tbipe nccnepoBaTeNbCkMX LeHTpa obHapyxunm V617F
COMaTUYeCcKy MyTauuko B TMpO3uHKMHaze JAK2, Ko-
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TOopas NMPMBOANT K CUHTE3Y aMMHOKNCNOTbI (peHmnnana-
HWH BMECTO BaliMHa B nonoxeHun 617 JAK2-kunHasbl.
[JaHHas MmyTauums 6bina BbisiBAieHa Yy MNAUWMEHTOB C
WCTUHHOMW MNONMUNTEMUEN, SCCeHUuManbHbiM TpoMbO-
LMTO30M M uMamonaTmyeckmm mmenodgubposom [3-6].
B HacToswee BpeMsa JAK2V617F MyTaumsa onucaHa
y 60/bHbIX C MnenoancnaacTM4eckuM CUHAPOMOM U
OCTPbIMW MUENOUAHbIMWU NIENKO3aMKN, OAHAKO OHa HU-
Korga He onpegensjacb y NaumMeHTOB C OMYyXOasiMU
NMM@aTMYECKOn TKaHN, aNUTeNnanbHbIMWU ONYXO0ASMU
n capkomamm [7].

HazeaHne JAK npoucxoauT OT NATUHCKOro CfoBa
«Janus» — ABYAMKUA HAHYC, Tak Kak Janus-KuHasbl
MMEIOT ABa FOMOJIOMMYHbIX JOMEeHa C KUHA3HOM aKTUB-
HOCTbIO, paboTatowmx coBMecTHO [8]. DTOT reH Koau-
pyeT uMTonnasMaTnyeckmne TMpO3nH KMHa3bl, KOTOPbIE
ABNSAIOTCSA 4acCTblo BHYTPUKIETOYHOrO CUrHalbHOMo
nyTn JAK-STAT (signal transducers and activators of
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XPOHNYECKUIA
WUCTUHHas 3CCeHLUManbHas o
[Mokazatenn nanonaTuvyeckum
nonMUNTEMUSA TpoMbountemms MUENohUBpo3
Konuyectso
naLMEeHToB 73 13 128 21 n3 128 34 n3 128
BcTpeyaeMocTb 84.3% 42.9% 46.5%

transcription). JAK-STAT nyTb urpaeT LEeHTpasbHYIO
pofnb B nepefadye CUrHaaoB OT peLenTopoB reMono-
3TUYEeCKMX (PaKTOpoB poCTa M LUUTOKMHOB. MyTauums,
KOTOpass MpouCxXoAuT B rOMoJsiore 2 peryasaTopHOro
noMeHa JAK2 reHa, yBenunuymBaeT akTUBHOCTb JAK2-
KWHa3bl W BbI3blBAeT POCT LUTOKUH-HE3aBUCUMbIX
KNEeTOYHbIX NUHUN [9].

JAK2V617F myTaummn y 601bHbIX C pa3/inyHbIMUK Ba-
pnaHtamMn XMI3 onpenenstoTcss C MNOMOLLbIO TaKMX
UyBCTBUTENIbHbIX METOAOB KaK anfenb-creuynduye-
ckas un konudectseHHas MLUP. CornacHo aaHHbIM pas-
NINYHbIX aBTOPOB YacToTa BCcTpeyaemoctn JAK2V617F
MyTauuMm BapbupyeT Kak B rnpeaenax OAHOM HO-
30/10rMKN, TakK U MexXAy pas3/IMYHbIMKM BapuaHTamu
XMN3 [10].

Tak kak Hanunuyme JAK2V617F He accouumnpyetcs C
MHAMBUAYANbHBIMW MPOrHOCTUYECKMMU 0COBEHHOCTS-
MU UM CPOKaMU BbIXXMBAEMOCTWU, PSS YYeHbIX Monbl-
TanNCb 06BACHUTL KSIOHaNbHbIM reMonoa3 npu XMIM3,
npoaHanu3MpoBaB pe3ysibTaTbl LUTOreHeTU4ecKoro
MccneaoBaHMs KNeToK KOCTHOro mo3sra [9]. Mpu XMM3
BbISIBNSINCb XapaKTepHble ANns MuenounaHbix 3abone-
BaHM abeppauun, B 4dacTtHocTu: del(5q), del(13q),
del(20q), KONMYECTBEHHbIE HapyLUEHNS XpOMOCOM 1,
8, 9 [9]. [oka3zaHO Takxe, 4To npucyTcTeme Hebna-
roNpUATHBIX XPOMOCOMHbIX abeppauunii (Bce HapyLle-
Hus, kpome 13g- m 20g-) MOXeT paccMaTpuBaTbCs
Kak Hanbonee HebnaronpuaTHbIN HaKTOp HNU3KOW Bbl-
XXWBAEMOCTU Yy 3TON nonynsumm 6onbHbix [11].

Llenb unccnepgoBaHus — UCMNOJb30BaHWe MeTO-
na getekumn mytaumm V617F B reHe JAK2 wn onpe-
AesfleHne 4acToTbl BCTPEYAEMOCTM AAHHOM MyTauum y
60/bHbIX pa3nM4HbIMM BapuaHTamMm XMIM3, a Takxe
BbISIBIEHME MPOrHOCTUYECKN HebnaronpmMsaTHbIX XpO-
MOCOMHbIX abeppauunii NpuM MNOMOLWM LUUTOreHeTuye-
CKOro mMetoja uccienoBaHus.

MuUP-aHann3 Ha JAK2V617F myTauuio 6bin npose-
AeH y 128 nauymeHToB nonnknmHukn PKB M3 PT. lNo-
Nly4YeHHble pe3ynbTaTbl UCCNeA0BaHMN NpeacTaBeHbl
B Tabnuue.

Kpome getekuun mytaumm JAK2V617F, 20 605bHbIM
(15.6%) 6bin BbINOSIHEH LUTOrEHETUYECKUI aHanu3
K/1eTOK KOCTHOro mo3ra. Y 18 n3 20 (90%) naumeHTOB
onpeaeneH HopMasbHbIM Kapuotun. Y 2 ns 20 (10%)
60/IbHbIX BbIABASANMCL KJIOHAllbHble XPOMOCOMHbIE
abeppauun: y 1 — pgeneums g nseda 5 XpoMOCOMbI
M y Apyroro naumeHta obHapyxeHa TpaHcaoKauus
C X-XpOMOCOMbI Ha 7-t0 xpoMmocoMy. O6Hapy>XeHHble

XPOMOCOMHbIE€ MepecTpPorikn ABASNIUCL BblCOKOCMELM-
dUYHBIMM Ans MuenonponundepaTMBHbIX 3aboneBa-
HUMA 1N NO3BONAKT OTHECTU AaHHbIX 60/bHbIX B rpynny
pucka.

BbiBOA

TaknuMm 06pa3oM, 4YacToTa BCTpeyaeMoCTV MyTauuu
V617F B reHe JAK2 y 60/bHbIX C pas/IM4YHbIMW Bapu-
aHTamMm XMM3 no AaHHbIM NOAUKNUHUKKM PKB M3 PT
cornacyetcs C AaHHbIMW pasfiMyHbIX aBTOPOB ApY-
rmx reorpaduyecknux permoHoB, a onpeaesneHmne 3Tomn
MyTauuu MOXET CNYXWUTb AOMOSIHUTENbHbIM AWArHO-
CTMYECKMM MapKEpPOM Yy MALMEHTOB C XPOHUYECKMMU
MuenonponudepatuBHoiMn 3abonesaHusamun. [lMapan-
nenbHOe KapunoTUnNMpoOBaHMe KJeTOK KOCTHOrO MOo3ra
no3sonsieT obHapyXuTb HebnaronpusaTHblE XpPOMO-
COMHble abeppauun, 4TO ABASETCA BaXXHbIM (akTo-
poM B onpeaenieHnn NporHocTuyeckmnx ocobeHHocTen
TeyeHunsa 3aboneBaHus.
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