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BU3HAYEHHS MYTAITII TEHA JAK2 V617F
Y XBOPHUX HA PAAIAIIIMHO-ACOIIIMOBAHY
CITPABKHIO ITOJIIITUTEMIIO

HaBeneHi naHi BU3BHaYeHHSs noiuupeHocti myrauii JAK2 V617F y xBopux Ha
CMOHTAaHHY Ta pafialliiHO-acoLililOBaHY CMIPABXHIO MOJILMTEMIIO, OLliHEH1
YYTJIMBICTb Ta CreUU@iuHiCTb TECTy Ha HasBHicTb MyTauii JAK2 V617F
B SIKOCTI Mapkepa audepeHUiiHOT AIarHOCTUKU CUMIITOMATUYHUX EPUTPO-
LIMTO3IB Ta CIPaBXHbOI MOJILIUTEMIT.

KuouoBi cinoBa: cnpasycns noaiyumemis, CUMRMOMAMUYHUL ePUMPOUYUMO3, MY~
mauis JAK2 V617F.

Beryn. Cropasxust noninutemis (CIT) € koHalbHUM HAOyTUM 3a-
XBOPIOBAHHSIM, 1110 XapaKTePU3yEThCS aHOMAJIbHUM TeMOIT0€30M, TTOSIBOIO
He3aJIeXKHUX 200 TinepuyTIUBUX A0 EPUTPONOETUHY KITITUH-TIONEPEIHHUKIB
eputpornoe3y. Busnadyennst myrauii V617F rena JAK2 B xirituHax nepude-
PUYHOT KPOBi € KITIOYOBUM TeCcTOM airoputMmy aiarHoctuxku CIT [1], saxuit
JIO3BOJISIE MTPOBECTU e(MEKTUBHY Ta MaJOiHBa3MBHY NudepeHIiiHy mia-
THOCTUKY MixX JAK2 V617F no3dutuBHuMHU nauieHTamu 3i CII ta xBopumu
3 BTOPUHHUMU cuMnToMaTudyHuMu eputpountodamu (CE) [2]. PesynbraTu
KPYIMHUX NOCHTIIXEHb MPOJEMOHCTPYBAIN 3HAYHY PO3MOBCIOMKEHICTh MY -
tauii V617F rena JAK2 B omynsiiiii MamieHTiB 3 XpPOHIYHUMU Mi€TOTIPOJTi-
depaTUBHUMU 3axXBoproBaHHSIMU. OQHAK, iCHYIOTh CYTTEBI PO30iXKHOCTi B
YacTOTi BUsIBIeHHST MyTallii y xBopux Ha CI1 3a tTaHMMM pi3HUX aBTOPiB —
Big 65% no 97% [3—6]. He npoBoguiuch OOCHIIXEHHS 3 BU3HAUYEHHS
MOUIMPEHHS MyTallil y XBOPUX HA padialliliHO-acoUiiloBaHi Mi€JIOIIHI HEO-
nnasii. Hesimomo, uu 0yae anroput™m giarHoctuku CII, mo 6a3yeTbesl Ha
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kputepisgx BOO3 2008 p. [7], HagiliHO BiATBOPIOBATUCS 11IOAO XBOPUX, SIKi
nocTpaxaaayd BHaclainok aBapii Ha YopHoounbchkiit AEC.

Mera po6oTu. BuzHauuTy monmpeHHsI MyTallii Ta OLIiHUTA MOXJIMBOCTI
BUKOPUCTAHHS MOKa3HUKA MyTalliltHOTO cTatycy rena JAK2 V617F nnst nu-
depenuiitoi giarHoctuku CE ta CIT y xBopux, sKi 3a3Haiu Aii ioHi3yro4oi
paniauii BHacainok aBapii Ha YopHoOuibchkit AEC.

Marepiaan Ta metomu. [IpoBeneHo obctexkeHHsT 88 mamienTiB 31 CIT
(ocHoBHa rpymna) — 49 yonoBikiB (55,7%) ta 39 xinok (44,3%). Bik 00-
crexeHux OyB Bim 22 no 80 pokiB, B cepegHboMy — (56,69+1,48) poky.
JBanusts ciM mauienTiB (30,7%) Manu cTaTyc MOTEPIiIMX BiJ HACTIAKIB
aBapii Ha YAEC — 19 yuacHukiB mikBinanii Hacnigkis aBapii (JIHA) na
YAEC y 1986—1991 pp., 6 mOCTiiiHO TTPOXMUBAIOYMX HA KOHTPOJbOBAHUX
TEPUTOPIiSIX, 2 €BaKyHOBaHUX i3 30HU panianiitHoro 3a0pynHenHs. Lictoecsar
onuH nauieHT (69,3%) 3i ciontanHoio CI1 3a3HaB ONPOMiHEHHST BUKJIIOUHO
B MeXax MPUPONHOTO paxdiauiiinoro ¢ony. Beim manientam 3i CIT miarHo3
Oyso BcTaHoBJeHO 3rinHo 3 kputepisimu BOO3 2001 poky. Tpusanicts 3a-
XBOPIOBAHHSI HA MOMEHT OOCTEXXEHHSI CTaHOBMIIA Bim 1 mo 264 MicsiiB, B
cepeaHbomy — (37,79+6,07) mic.

Oo6ctexeno 119 nmamienTiB i3 CE (omo3uTHa rpyma), cepen SIKuX 0yiao
16 oci6 (13,4%), 110 3a3Hanu il i0Hi3yI0UOTO BUTIPOMiHIOBaHHS. OTMO3UTHA
rpyna Bkitodasna 103 manieHTiB (86,6%), ki He MaJIM B aHaMHe3i CBiIOLITB
Mpo KOHTAKT 3 i0Hi3yrouoto paniauieto. Cepen oocrexxeHux 6yno 107 yoso-
BikiB (89,9%) ta 12 xinok (10,1%). Bik o6cTexxeHnX KoiuBaBcs Bix 21 1o
82 pokiB, B cepenHboMy — (48,82+1,38) poky. TpuBasicTh 3aXBOPIOBaHHS
Ha MOMEHT 0OCTeKeHHS cTaHOBMJIA Bia 3 10 120 MicsuiB, B cepeqHbOMY —
(13,57£2,08) mic.

KouTpomnbny rpymy ckianu 30 oci0, 1110 Oy TOpiBHIOBAHUMU 3 TIAIIiE€H -
TaM¥ JOCJIKYBAaHUX TPYT 32 BIKOM, CTATTIO Ta CyMYTHBOIO MATOJIOTI€EIO.

HocaigxkeHHs nepu@eprudHoi KpOBi BUKOHYBaJIM Ha T€MaTOJOTiYHOMY
aHaiizaropi “Micros” (®panuis). bioxiMiuHi JocmiIKeHHST (BU3HAYEHHS
piBHS OiNipyOiHy, XOJIECTEPUHY, JIAKTATAETIAPOTeHAa3U) BUKOHYBAJIU HaA
bioximiyHux anamnizatopax “Human” (Himeuuwna) Ta “Vitalab Selectra”
(Hinepnaunon). Mytauitauii ctatyc rena JAK2 V617F Bu3Havanu 3a gomo-
MOTOI0 MYJIBTUIIJIEKCHOI MOJiMEPa3HOi JJAHIIIOTOBOI peakilii 3 aeIbCIeLM -
¢ivnumMu mpaiimepamu 3a Baxter 3i cmiBaBT. [2].

YyrauBicTh TecTy Ha MyTauiitHuii cratyc reHa JAK2 V617F BusHa-
Yaiu SIK YaCTKY CIOCTEPEXEHb 3 HAsIBHICTIO AOC/iIXYBAaHOTO KPUTEPilO
(MO3UTUBHUI pe3ybTaT TECTY) Y IPYIli, SKa Ma€ XapakKTepu3yBaTUCS OTO
HasIBHICTIO, a cneuu@iyHiCTh — K YaCTKYy CIOCTEPEXEHb 3 BiACYTHiC-
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TIO JOCHIJXYBAHOTO KpUTEPil0 (HEraTUBHUI pe3yJbTaT TECTy) B IPYIli,
IJIsl SIKO1 AEKJapyEeThCsl MOTO HETUIIOBICTh 3a pe3yJbTaTaMUu OOCTEXEHHS
iCHYIOUMM CTaHIAPTOM JiaTHOCTUKU — MiarHOCTMYHUMHU KpuTepismu BOO3
2001 poky. 3a MPOTHOCTUYHY ILIHHICTh TO3UTUBHOTO PE3yJIbTATy BBAXKaIU
BipOTiIHICTh HASIBHOCTI 3aXBOPIOBAHHS MPU MO3UTUBHOMY PE3YyJbTaTi TECTY,
3a MPOTHOCTUYHY LiHHICTh HETaTUBHOTO Pe3yabTaTy — BipOTiAHICTh BiACYT-
HOCTi 3aXBOPIOBAHHS MPU HETaTUBHOMY pe3yibTaTi Tecty. dopmanizoBaHi
KoeilliEHTH po3paxoByBaIX 3a JOMTOMOTO YOTUPUIIOIBHOI TaOIHUIII.

MareMaTuyHa 00poOKa BUKOHYBaIaCh 3 BUKOPUCTAHHSIM CTaHIAPTHUX
cratuctuunux maketiB STATISTICA 6.0. BiporigHicTh BimMiHHOCTEI MixX
MOKA3HWKAMU BU3HAYAJIM 3 BUKOPUCTAHHSIM t-Kputepito CthiogeHTa (Ta-
paMmeTpuyuHi Kputepii) Ta kputepio Pimepa (HemapaMeTpudHi KpUTEpii).

PesyasraTi Ta ix od6roBopenns. [1pu aHani3i moka3HUKiB mepudepuyHoi
KPOBi AOCTOBipHOI pPi3HMIII MiX CEpeIHIM YMCIOM €PUTPOLIUTIB, CEPEaHIM
pPiBHEM reMOIIO0iHY, HASIBHICTIO €PUTPOLUTO3Y Ta MiIBUIIEHHSIM T€MOTJIO-
0iHy BuUIIe peepeHTHNX MOKA3HUKIB B 000X MOCIIIKYBAaHUX TPyIax BH-
sIBJIEHO He Oys10. Bei BuIlle3a3HaUYeHi MOKAa3HUKU CTAaTUCTUYHO TOCTOBIpHO
MEepEeBUIILYBaJIM 3HAYEHHS B 0Ci0 KOHTPOJbHOI TPYIH.

CepemHe 9YUCIIO TPOMOOIIUTIB OYJIO JOCTOBIPHO BUIIIUM Y TPYTIi XBOPUX HA
CIT (522,67427,38) B mopiBHsAHHI 3 rpynoto maiieHTis 3 CE (235,68+7,67,
p<0,01) Ta KOHTpOJBbHOMW I'pymnoto (217,29+7,97, p<0,01). Takox yacTiiie
crocTepiraBcs i TpOMOOIIMTO3 B OCHOBHIM Ipymi (MiZABUIIEHHS YMCIa TPOM -
Gouutis Bume 400-10%/1) — 60,2% npotu 4,2% (p*emn = 9,441, p<0,01).
B KOHTpOJIbHIH Tpyni TPOMOOUMTO3Y HE BUSIBIEHO Y KOAHOTO 3 MALiEHTIB.

JOCTOBIpHO BUIIMMU B IpyMi MOJIiLUTEMill OYJIM TaKOX CEpeaHE YuC-
Jo neiikouuTiB (11,74+0,55 npotu 7,48+0,22 B rpymni epuTPOLUTO3iB Ta
6,29+0,30 B rpyni kKoHTposto, p<0,01), HasIBHICTb JIEHKOUUTO3Y (MiABU-
HIeHHS yucia JeikonutiB Bume 9,0:109/m1) — 61,36% npotu 20,17% B
rpyni epuTpoiuTosiB (p*emn=6,166, p<0,01) Ta 3,33% B KOHTpOJbHIl
rpymi (p*emm = 6,556, p<0,01), HagBHiCTH HeliTpodinbo3y — 72,73% npoTu
5,88% B Tpymi eputpounTosiB (p*emn=10,883, p<0,01) Ta 3,33% B rpymi
KoHTpoJo (p*emMn=7,634, p<0,01).

OCHOBHi MOKa3HUKU NepudepudHOoi KpOBi MpeacTaBaeHi y Taom. 1.

Myrtauito JAK2 V617F Busisiaeno y 43 xBopux Ha CIT (95,6%). ¥V yo-
tupbox Bumaakax CII, BctaHoBieHa 3rimHO 3 Kputepismu BOO3 2001 p.,
oyna JAK2 V617F neratuBHolo. KpuTepieM MocTaHOBKU AiarHO3y Oyiu
pe3yJIbTaTU TiCTOJOTIYHOTO JOCiIKEHHS KiCTKOBOTO MO3KY.

Y IBOX MALi€HTIB 3 CAMIITOMAaTUYHUM epUTPOoLUTO30M (1,7%) BUSIBIIEHO
myranito JAK2 V617F, npu upomy, 3rigHo 3 kputepismu BOO3 2001 p., mia-
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Tabauug 1. Ilokaznuku nepudepuyHoi KpoBi y 06cTeRKeHnX 0Cio

TToka3Hnkmn CII (n=88) CE (n=119) Kontposs (n=30)
Epurpountu, T/ 6,64+0,10%* 6,13+0,38%* 4,97+0,08
EputpounTtu Buile pede-

PEHTHUX MoKa3HuKiB, n, % 87 (98,86%)** 112 (94,12%)** —
ITemorno6iH, r/n 184,74+2,42%* 182,07+1,44** 153,14+1,94
IemornoGin Buuie pede-

PEHTHUX MOKa3HUKiB, n, % 69 (78,41%)** 101 (84,87%)** -
CepenHiit 06’em

epurpouutis, MCV 81,11£0,78%** 87,05+0,64* 88,96+0,65
Tematokpur, % 57,97+0,01%** 52,89+0,01%** 44,25+0,005
TpombouuTu, I'/n 522,67+27,38*%** 23568 + 7,67* 217,29+7,97
TpombouuTu Bule pede-

PEHTHUX ITOKa3HUKIB, n, % 53 (60,22%)*>** 5(4,2%)* —
Jleiikouuru, I'/n 11,74£0,55%-** 7,48+0,22* 6,29+0,30
Jleiikouutu Buie pede-

PEHTHUX MOKAa3HUKiIB, n, % 54 (61,36%)*** 24 (20,17%)*** 1(3,33%)
Heiitpodinbos, n, % 64 (72,73%)*>** 7 (5,88%)* 1(3,33%)

Ipumimgu: * — nocrosipHa pizHuis (p<0,05) MiX MOKa3HNKAMU 000X TOCIIKYBaHUX TPYTI;
** — nocrtosipHa pizHuug (p<0,05) Mo BiZHOLIEHHIO 10 KOHTPOJbHOT IPYIIH.

rHo3 CIT a6o iHIIIOTO XPOHIYHOTO Mi€OTPOJTihepaTUBHOTO 3aXBOPIOBAHHS
HEMOXJIMBO OYJIO BCTAHOBUTH. Pe3ybraT BUSHAUEHHSI MyTallillHOTO CTaTyCcy
MpeacTaBieHi B Tab. 2.

3arajbHa YyTJIUBICTh BUKOPUCTAHHS TECTY Ha HasBHICTh MyTailii JAK2
V617F B sgxocti mapkepa CII cknana 95,6%, cuneuudiynicte — 98,3%.
[TporHocTHYHA LIHHICTb MO3UTUBHOIO PE3yJbTaTy (BipOriAHICTh HAsIBHOCTI
CI1 npu Bustiaenni mytanii JAK2 V617F) cranoButs 97,7%. [1porHoctTuaHa
IiHHICTh HETATUBHOTO Pe3ynbTaTy (BiporimHicTs BimcytHocTi CII, sgxiio
myTaiist JAK2 V617F He BusiBjieHa) cCTaHOBUTD 96,7%.

B rpyni noctpaxganux Big HacaiakiB aBapii Ha HAEC 4yyTauBicTh BU-
KOPMCTaHHS TeCTy Ha HasiBHicTb MyTalii JAK2 V617F B sikocTi Mapkepa
CII cknana 96,3%, cneuudiynicts — 93,8%. [IporHocTuyHa LiHHICTh
MO3UTUBHOTO PE3yJIbTaTy CTAaHOBUTH 96,3%, MPOrHOCTMYHA I[iHHICTh He-
TaTUBHOTO pe3ynbraty — 93,8%.

Y xBopux, sIKi OyJIM OMPOMiHEHI BUKJIIOYHO B MeXaxX MPUPOIHOI0 pa-
JialuifHOTO (POHY, UYTJIIMBICTh BUKOPUCTAHHS TECTY HA HASBHICThb MyTalil
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Tabauus 2. Pe3ynsraTd BUSHAYEHHS MYTALiifHOTO CTATYCY Y 00CTeXKeHHX MANi€HTIB

Hassricts myTanii JAK2 V617F y xBopux ocHOBHOI Tpymu

IMoxkazHuk CIT (n=88) CE (n=119)
Myraliist BUsiBieHa 84 (95,6%) 2(1,7%)
Myrtaliis He BUsSBIeHA 4(4,4%) 117 (98,3%)
Hasuicte myranii JAK2 V617F B rpyni mocrpaxaaaux BHACTiToK aBapii na YAEC
IMokazHuk CII (n=27) CE (n=16)
Myrauist BusiBieHa 26 (96,3%) 1(6,2%)
Myraliis He BUsSBJIeHA 1(3,7%) 15 (93,8%)
Hasericte myrauii JAK2 V617F B oci0 3i crionTaHHOI0 MaTOJI0TiE0
IMokazHuk CII (n=61) CE (n=103)
Myraitis BusiBjieHa 58 (95,1%) 1 (1,0%)
Myrattis He BUSBIEHA 3(4,9%) 102 (99,0%)

JAK2 V617F B sixocti mapkepa CI1 ckiana 95,1%, cnenndivnicts — 99,0%.
[IporHocTuyHa UiHHICTh MO3UTUBHOTO pe3y/bTaTy craHoBuiIa 98,3%, mnpo-
FHOCTMYHA LIHHICTb HEraTUBHOIO pesyiabrary — 97,1%.

BucnoBku.

1. Yacrora myranii V617F rena JAK2, Bu3HaYeHa 3a 1OIMTOMOIOI0 MYJIb-
TUIMJEKCHOT MOJiMEpa3HOIO JIAHIIOTOBOIO peakllii 3 aneabcrneunpiuHumMu
mpaiiMmepaMu, y XBOPHUX Ha CIIOHTaHHI Ta pamianifiHo-acouiftoBani CII
cranosmia 96,3% Ta 95,1% BinnosinHo.

2. BukopucranHsi tecty Ha HasiBHicTh myraiii JAK2 V617F nnst nia-
rHoctuku CII pagiauiiiHo-acolilfioBaHOT Ta CIIOHTAHHOI €TioJOril Xapak-
TePU3YETHCS MOPIBHIHHUMMU ONepaliiHUMU XapaKTepUCTUKAMU, 30KpeMa
YYTJAMBICTIO, celM(iUHICTIO, 3HAUYLLICTIO I MPOTHO3YBAHHS MO3UTUB-
HOCTi Ta HETaTUBHOCTI.

3. Anroputm aiarHoctuku CI1, 110 6a3yeTbcs Ha BU3HAUYEHHI MyTaLliii-
Horo cratycy reHa JAK2, moxe HafiitHO BiITBOPIOBATUCS 100 XBOPUX, SIKi
nocTpaxaaaid BHacJainok aBapii Ha YopHoounbcbkiit AEC.
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OIPEJEJEHUE MYTAIIMU I'EHA JAK2 V617F .
¥ BOJIbHBIX C PATUAIITMOHHO-ACCOITMPOBAHHOU
NCTUHHOU NOJUITMNTEMUEN

IIpencraBneHbl JaHHbIE BbIBIEHUS YacTOThl MyTauuu JAK?2 V617F y 60n1bHBIX CO CITOH-
TaHHOI M paaMallMOHHO-aCCOLMUPOBAHHON MCTUHHON MOJUIUTEMUEH, OTIpeaeeHbI
YYBCTBUTEJIBHOCTD U CIIEUU(PUIHOCTD TecTa Ha Hamuuue mytaunu JAK2 V617F B kaue-
cTBe MapKepa auddepeHIInaTbHON AMATHOCTUKN CUMIITOMATUYECKUX 3PUTPOIIUTO30B
¥ UCTUHHOW TOMUIIUTEMUN.

Knrouesrble coBa: ucmunnas nonuyumemus, CUMIMOMAMU4ecKUil epumpoyumos, Mymauus
JAK2 V6I1T7F.
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DEFINITION OF THE JAK2 V617F MUTATION IN PATIENTS
WITH RADIATION-ASSOCIATED POLYCYTHEMIA

The article provides data regarding frequency of JAK2 V617F mutation identification
in patients with spontaneous and radiation-associated polycythemia. The sensitivity and
specificity of the test for the presence of JAK2 V617F mutation as a marker for diffe-
rential diagnosis of symptomatic erythrocytosis and polycythemia vera were determined.

Key words: polycythemia vera, symptomatic erythrocytosis, mutation JAK2 V617F.
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