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Pesiome

ComaTtnyeckas Mytaums V617F B reHe JAK2 fBASieTCS OAHUM M3 HanbOAee YacTbiX MapKePOB KAOHAABHOMO remMomnos3a «HeonpeAeAeHHOro
noTeHUMaAa», Tak HasbiBaemoro cuHapoma CHIP (clonal hematopoiesis of indeterminate potential). CuHapom CHIP xapaktepusyetcs
HaAMuMeM B Mepudepuyeckoin KpoBM KAOHA MMEAOWAHBIX KAETOK MpM OTCYTCTBMM AOCTAaTOYHBbIX OCHOBAHWMIA AAS AMarHosa
OHKOremaToAorudeckoro 3aboneanus. Haanune CHIP npearoxeHo paccmaTpuBaTh Kak NOTEHUMAAbHbIA HE3aBUCHMBIN (hakTop pucka

COCYAMCTOM MaTOAOTMM.

LleAb paboTbl — BhisiBAeHMe MyTaLmnmn V617F B rere JAK2 y naluMeHTOB, MOCTYNMBILMX Ha NMAAHOBYIO rocninTaamzaumio B OIBY «DeaepanbHbii

LIEHTP CEePAEYHO-COCYAMCTOM XM rmun» KpacHosipcka.
Y: Y

Martepuaabl u Metoabl. B ccaesoBaHme BkalodeHo 930 06pa3LioB BEHO3HOM KPOBM MauMeHToB. BeisieaeHne myTaumn V617F B rene JAK2
BIMOAHSIAM METOAOM aAA@Ab-CMeLIM(PUHECKO NOAUMEPA3HON LIEMHOM peakLn B PeXXMMe PEaAbHOTO BPeMeHMU.

Pe3yAbtatbl. Cpeant 06CAEA0BAHHOTO KOHTUHIEHTa BbisiBAeHBI 15 (1,6%) naunenTos ¢ myTaumeit V617F B reHe JAK2, npu 3TOM TOAbKO Y ABYX
M3 HMX MOKa3aTeAu reMOrpamMmbl MOMAM YKa3aTb Ha BO3MOXHOCTb FeMaTOAOrMUeCKOro 3aboAeBaHus.

3akAloueHme. BkaioueHne TecTa BbisiBAeHNs MyTaumn V617F reHa JAK2 B MeHI0 AaBOPATOPHbIX MCCAEAOBAHMI NALIMEHTOB KAPAMOAOTMYECKOTO
NPorAs MOXKET CNOCOOCTBOBATL CBOEBPEMEHHOMY BbISBAEHUIO OOAbHbIX C MOBbILEHHbBIM TPOMOOTeHHBIM PUCKOM, a TaKxke CBOeBPemeHHOM

ANArHOCTUKe MMeAOI’IpO/\I/IqJepaTMBHbIX 3a60AEBaHWIA.

KatoueBbie cAoBa: atepockAepos, uuiemudeckasi GOAe3Hb cepAla, comatmdyeckass mytaums V617F JAK2, KAOHaAbHbINi remornoss
HeoripeaeaeHHOro roteHumnara (CHIP), xpoHuueckne MueaornpoAnghepaTnBHble 3a60AeBaHMs.
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The JAK2 V617F somatic mutation is one of the most frequent markers of CHIP (clonal hematopoiesis of indeterminate potential). CHIP is
characterized by the presence of a myeloid cells clone in peripheral blood in the absence of the sufficient reasons to diagnose the
hematologic disease. The CHIP is proposed as a potential independent risk factor for vascular pathology.

The aim of this study is to identify carriers of JAK2 V617F mutation among patients admitted for planned hospitalization at the Federal

Center of Cardiovascular Surgery of Krasnoyarsk.

Materials and methods. The study included 930 venous blood samples. JAK2 V617F mutation was detected by using the allele-specific real

time polymerase chain reaction.

Results. JAK2 V617F mutation was detected in 15 (1.6%) patients, but only two of them had blood cell count that could cause

a hematological disease to be suspected.

Conclusion. The inclusion of the JAK2 V617F mutation detection in the complex of laboratory tests of the cardiovascular patients can
facilitate the timely identification of patients with increased thrombotic risk, as well as the timely diagnosis of myeloproliferative

diseases.
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(CHIP), MPN (myeloproliferative neoplasms)

For citation: Olkhovskiy I.A., Gorbenko A.S., Stolyar M.A., et al. Somatic mutation of the V617F JAK2 gene in patients of the cardiovascular
diseases. Therapeutic Archive. 2019; 91 (7): 25-28. DOI: 10.26442/00403660.2019.07.000245

NBC — nemunyeckast 6051€3Hb cepiia
TILP-PB — nomimepasHasi LierHast peakiiyisi B peXKnMe peaibHoro BpeMeH!

CHIP — KJIOHA/IBHBIN FeMOMN033 HeonpefeeHHoro noreHyuana (clonal
hematopoiesis of indeterminate potential)

Comarnueckast mytauust VO17F, BoeisiBnennass B 2005 r.
B reHe siHycKuHa3bl-2 (JAK2) Ha KOpOTKOM Iuteue 9-ii XpoMo-
combl, mpuBoauT K akTuBauu JAK-STAT curnanbHoro myTu,
HE3aBHCHMO OT ero (pU3MOJOTUIECKON PEeLlenTOPHON PeryJis-
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umn. OGycroBiIeHHast MyTauueil npoaugepaTiBHas aKTUBHOCTb
MUEJIOMIHOTO POCTKA KPOBETBOPEHMSI BOBJIEUEHA B IATOreHE3
XpOHMYecKHX Ph-HeraTuBHBIX MueIONpOIhepaTHBHLIX HOBO-
06pa3oBaHNil 1 MUEIIOIMCTITIACTUYECKOro cunsipoma [1, 2]. Bme-
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U.A. OAbXOBCKMI M COABT.

CTe C TeM PaCIpOCTPAHEHHOCTb JJAHHOM MYyTalU Cpe HaceJse-
HMS pa3HbIX CTPAH 3HAYNTEIbHO MPEBbIIAeT O(ULMATIBHO PErt-
CTPUPYEMYHO 3a00JIeBAEMOCTh XPOHUUECKUMU MUEJIOUIHBIMU
HoBooGpazosaHusiMu (0,002-0,02%) u cocrasasier ot 0,3 1o
1,2%, yBenuuuBasich ¢ BO3pacTom oocienyembix [1-4]. [JaHHble
o pacnpocTtpanenHocT mytaimu V617F B rene JAK2 cpeau fo-
HOPOB KPOBU 1 y TIAIIMEHTOB «HE TeMaTOJIOrMUECKOr0» MPouIIs
OblIM OMyOIMKOBaHbI HAaMU paHee [5—7]. PeHOMEH HOCUTEb-
CTBA COMATUYECKUX MYTalMi KJIOHAIBHOTO MUEJIOUJHOTO FeMO-
1o33a y Jinl, 63 CUMIITOMOB OHKOTe€MaTOJIOrMYecKoro 3abose-
BaHMsl paHee OblT O00O3HAYEH KaK «KJIOHAJbHBI TeMoIoa3
HeornpefieJIeHHoro noteHuana» [clonal hematopoiesis of inde-
terminate potential (CHIP)] [8].

[Tokazano, yro myTtanust V617F B rene JAK2 o6Hapy>kuBa-
ercs y 3,8-6,6% nauueHTOB C MIIEMUYECKUMU MHCYJIbTaMU,
B 16% cny4aeB pa3BUTHS TPOMOO30B BUCIEPAIbHBIX BEH KH-
meuyHuka ¥ noutu B 40% cinyuae cunppoma Budd—Chiari
[9-12]. [TponemMoHCTpUpOBaHA TaK3Ke CBSI3b MEXKJTy MyTalyei
JAK?2 V617F n nemuueckoit 6ose3nbto cepaua (MBC), cu-
CTEMHOW TUNepTeH3nel, MeplaTebHOI apUTMHEl U aTepo-
ckiepo3om nepudepudeckux aprepuii [8, 13—16]. BmecTe
€ TeM JI0 CUX TOP LieJIeHANPABJIEHHOI'O UCCIIE/IOBAHUS PACTIPO-
ctpaneHHocTH MyTauun V617F B rene JAK2 cpeiy nauyeHToOB
Kapauosioruueckoro npocuns B Poccuiickoit ®epepauun He
MPOBOJINIIOCK.

Ienbio HacTosIEl PabOTHI SBISIIOCH BbISIBJICHUE HOCUTE-
aeit mytauun JAK2 V617F cpepu naumeHToB, NOCTYNMBUIMX HA
m1aHoByto rocnuranuzaunio B PI'BY «PefepanbHblil LEHTP
CcepjIeYHO-COCYIUCTO Xupyprun» KpacHosipcka.

Marepuaabl u MeToAbI

JInisl BbISIBJIEHUS] YaCTOThI BCTPEUAEMOCTU COMATUUECKOM
myTauun V617F JAK?2 B npo6ax KpoBM MalMeHTOB, MOCTYIHB-
IMX Ha MJIaHoBYo rocnutanusaunto B PI'BY «Denepanbhblii
LEHTP CepAEUHO-COCYAUCTON XUpyprumn» KpacHosipcka, Ucnosb-
30BaJIM METOJMKY TECTUPOBAHUS MyJIMPOBAHHBIX 00pa3oB [17].
YuuThbiBas 3MUIEMUONIOrMYECKHUE LIENU JAHHOIO UCCTIEIOBaHNs,
c60p 1 06paboTKAa NEepPCOHANBHON MH(OPMALY MAIMEHTOB B Ha-
cToseil paboTe He NPOBOAWIINCE. B 1ccienoBaHe BKIIOYEHO
930 aHOHUMHBIX 00Pa3L0B BEHO3HO! KPOBU, OCTABLIUXCS [IOCIIE
reMaToJIOTMYECKOro MCCNE[JOBAHUsl Ha aHalIu3aTope Sysmex
XT-2000i (SInonus). IIpoBoannack npoueaypa MyJIUpOBaHus,
o0ecneunBarolas PaBHOE COOTHOLIEHHE AIPOCOAEPKALINX KIle-
Tok. Kaskyiplit mys Bkiovas mo 10 oTaenbHbIX 06pas3ioB KpoBU
naueHToB. Ocratolyecs nocnie IyJMpoBaHus 00pasLbl 3aMo-
paxkuBanu 1 xpanunu npu —20°C 10 OKOHYaHUsI TeCTUPOBAHUS
nynoB. [IHK 13 nefikonuToB 1eabHOi KPOBH BBIAEIISIIN C UC-
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XapakTepucTMKa NaLMeHTOB C BbIABAGHHOM MyTaumein V617F
JAK2 (MeaMaHa; MMH—MAKC)

OO0l11Iee YMCI0 MAUUEHTOB C BhISBICHHON

. 15
MyTauuei
My>KUMHBI/ 5KEHILHbI 5/10
Bospacr, net 62,5 (44-74)

I'emorno6uH, r/in:
145 (124-160)
135 (114-147)

My>KunHbI
KeHmHbt
I'emaTokpurt, r/m:

My>KIKMHbI 432 (35946 4)
XKenupHbr 40,7 (40,3-48.6)

Spurpouutst, X 10%/51:

My>KurHbI 52(4,3-5.7)

2KeHIHbI 49 (42-5)5)
TpomGouuTsl, X 101 268 (181-409)
JleiikouuTsl, x10%/1 6,9 (4,7-9.,6)
KonuecTBo Mpo6 ¢ MaToJIOrnuecKiME 13-

2 (15)

MEHEHUSIMU reMorpammsl, 1 (%)
AnnenvHas Harpy3ka myTamyu JAK2 095 (0.01-4.7)

V617F, %

nonb3oBaHueM Habopa «JHK-cop6-B» (PBYH «IHMU 3nu-
nemuosorun», Poccust). Boisisnenne myranum V617F rena JAK2
BBITIOJIHSITI METOJIOM AJUIeIb-CNelpUIeCcKON MOIMMepa3HO
LIEMHON peakuuu B pexxnme peanbHoro Bpemenu (IILIP-PB).
ITpumensincs MeTos, paspadoTanHblil B tabopaTopun KpacHo-
spckoro ¢unmana PI'BY «HaumoHanbHbIN MEAUIMHCKUI 1C-
CJIelIoBaTeNbCKUIT LEHTp remarosorun» Munsapasa Poccun
[17]. [Inst mpoBesieHNs CTATUCTHUECKON 06pabOTKN UCTIOIB30-
BaJIM MaKeT NMPUKJIaAHbIX nporpamm Statistica 10.0. Onucarenb-
Hasl CTaTUCTHKA NpeJICTaB/IeHa B BUJle 3HaUeHui Meinanbl (Me),
MUHMMAJILHOTO W MaKCHMAJILHOTO 3HAYCeHUI (MUH—MAaKC).

Pe3yAbTarnl

Cpenm 930 o6c¢efioBaHHbIX MaleHTOB BbIsiBieHO 15 (1,6%)
yenoBek ¢ MyTaiuit V617F B rene JAK2 (cM. TaGaumy).

Bo3pacT nauyeHToB ¢ BbISIBJICHHOI MyTalMel He OTIIMYaIICS
OT CpeIHUX ToKa3arelsieil BO3pacTa MaleHTOB, He MMEIOLINX
JlaHHO¥ MyTaluu. BmecTe ¢ Tem ecnu cpefi BceX roCnuTaIns3m-
POBaHHBIX MAIMEHTOB MY>KUMHBI cocTaBisiii 43%, To cpeny na-
LMEHTOB ¢ MyTauuil ToJbKo 30%, XOTs M3-3a MOl BLIOOPKU
paznuuus He ObUIM CTATUCTMYECKM 3HaunMbiMu (p>0,05).
B anamuese nanpeHToB ¢ myTauueit V617F rena JAK2 ormeua-
IIMCh TIOBTOpHBbIe MH(papKThl Muokapaa — 5 (30%) cmydaes,
uiemMuyeckue (Jamie JakyHapHble) MHCYIbThI — 8 (53%), Bapu-
KO3Hasi 60JIe3Hb U SI3BEHHAast 00JIE3Hb JKeJTy/IKa UM IBeHA/IATH-
nepcTHO KUIKYU — y 3 (20%) mauueHToB, caxapHblil quadeT
Trmna 2 u 6ponxuanbHast actMa —y 2 (12%). [1pu atom y 3 na-
IIMEHTOB B aHAMHE3€¢ OTMEUECHA COUYETAHHAs! MATOJIOTHS — JIAKYy-
HapHbIE MHCYJBLTHI U MH(APKTHI MUOKap/ia. Bmecre ¢ Tem no
KJIMHUYECKOW KapTHHE 3a00JeBaHusl, aHAMHECTUYECKUM JIaH-
HBIM ¥ MCXOJ]aM JIeUeHHs MALMEHTbI C BbISIBICHHON MyTalLei He
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JAK2 V617F n cepaedyHo-cocyancras naTtorors

OTIIMYAIINCH OT MauueHToB 6e3 mytauuu V617F rena JAK2, roc-
MUTATU3UPYEMBIX B T€ e OT/eJieHus. BriosiHe oyeBUiHO, UTO
BBISIBJIEHUE KIIMHUYECKUX pa3inunil TpeOyeT O0JIbIero KoJu-
yecTBa HaOJIOJIAEMbIX CITyYaeB.

Tonbko y aByx nauueHToB ¢ myTaguein V617F rena JAK?2
HCCIIe/JOBaHHbIE MAapaMeTPbl FeMOTPaMMbl BBIXOJIMJIN 34 Mpe-
AeJbl peepeHCHbIX 3HaUYeHNUI. Y OJJHON >KEeHIIMHbI OBBIILIEHO
KOJINYECTBO 3PUTPOLUTOB U T€MATOKPHUT, YTO MOTJIO Obl Ha-
CTOPOKUTH Bpaya B OTHOLIGHWM MCTHHHOW MOJWULUTEMHUH,
7'y OJIHOH MalMEHTKN HAOJIO/]alIOCh MOBBILIEHHOE KOJIMYECTBO
TPOMOOIMTOB, MO3BOJISIIOIIEE 3aMO03PUTh ICCEHIUATBHYIO
TPOMOOLMTEMHIO TIPU HAJIMYMU COOTBETCTBYIOLICH KIMHUYE-
cKoil cumnToMaTuku. [Ipm aToMm criemgyeT OTMETUTbh, UYTO
y 1 (4,7%) u3 2 naieHToB ¢ HanOObILEN HATPy3KOil MyTaHT-
HOTO aJuielisi He HaOJIFOATIOCh HUKAKUX MaTOJIOTMUYECKUX C/IBU-
OB B TeMOTpaMMe.

OO6cyxaeHHne

CocypnucTbie KaTacTpobl — Hanbosee YacToe OCI0XKHe-
HHE U IPUYMHA JIETATILHOCTH MALUEHTOB C UCTUHHON MOJIULUTE-
MUEN U 3CCEHIMATbHON TPOMOOUMTEMUEH, MpuieM MHMaPKT
MUOKapyia, MIIEMUYECKHII MHCYJIBT UK TPOMOO3 ITyOOKHX BEH
B psijie CIlyYaeB SIBIISIFOTCS] NIEPBUYHON KIIMHUYECKON MaHude-
cranuent 3abonesanus [1, 2, 14]. [IpyunHamMy MOBBILIEHHON
TPOMOOTHYECKON TOTOBHOCTH y MAIMEHTOB C MUEJIONpPOrde-
PaTHBHBIMU HOBOOOPA30BaHUSIMHU CITY3KAT KakK KOJIMYECTBEHHOE
yBEJIMYEHNE UMPKYJIUPYIOIUX KJIETOK MHEJIOUIHOTO psifia,
OTIPENIEISIIOIIEE CABUT PEOJIOTHYECKUX XAaPAKTEPUCTUK KPOBH,
TaKk ¥ KaUeCTBEHHbIE N3MEHEHNUs KJIETOK KPOBU: MOBBIIIEHHAS
a/Ire31MBHOCTb MEMOPaHbI SPUTPOLUTOB, MU30bITOYHAS AKTHBALIUS
TPaHyJIOLMTOB 1 BBICOKAs arperaloHHast aKTHBHOCTh TPOMOO-
uuToB [ 18-20]. Takske NMpoieMOHCTPUPOBAHO, YTO MOKA3aTe N
VMTIEIAHCHON arperoMeTpun TPOMOOLIMTOB Y MAIMEHTOB C My-
Tauueir VO617F B rene JAK2 noBbIIAIOTCS HE3ABUCUMO OT KO-
JIMYECTBA IMPKYJIMPYIOIIMX KIJIETOK U YPOBHSI HANPY3KM MyTaHT-
HbIM asuiesieM [20]. BeposiTHO, 1axke HEGOIIbIIOE KOTNYECTBO
W3MEHEHHBIX TPOMOOIMTOB MOXKET 00yCIIOBINBATH MOBLIIIEH-
HYIO CKJIOHHOCTb K TPOMOO3aM.

SIHyckmMHa3a-2 onocpeayeT psij U3BECTHBIX MATOreHETHYe-
CKMX MEXaHN3MOB Pa3BUTHS ApTEPUATTLHON MMIEPTEH3UN: BHYT-
PUKJIETOYHAS TPAHCIISIIMS CUTHANIA AaKTUBALMU PELENTOPOB aH-
ruoteHsuHa Il m akTHMBalMs CMHTE3a MUHEPAJOKOPTHKOU/IOB
[14,21]. O6Hapy:kenue myTauun V617F rena JAK2 B sHioTE-
JIMATIBHBIX KJIETKaX KaK BO3MOXKHOI MPUYMHBI TPOMOO30B M03-
BOJISIET BHICKA3aTh MPENOIOKEHNEe, YTO COMATUIeCKUEe MyTa-
LMY CUTHAJIBHBIX MyTEH B KJIETKAaX HEreMaTOJOrMYeCKOro psijia
MOT'YT UI'PaTh POJIb B TATOMEHE3e CePJIeYHO-COCY/IUCThIX 3a00-
neBaHuii [22].

Curnanbhblii nyTs JAK/STAT sBnsieTcst KpUTHUECKUM pe-
T'YJISITOPOM BOCHATIUTEILHBIX MPOLIECCOB, EpefiaBasi BHEKJIETOU-
HbIE CUTHAJIbI OT LIMTOKMHOB U aKTUBUPYS1 MpoJuepauto, ud-
(pepeHUMPOBKY , MUTPALIMIO U AMIONTO3 UMMYHOKOMIIETEHTHBIX
KJ1eTOK. M3-3a TeCHO¥ CBSI3U Me3K]ly BOCTIAJIEHUEM U ATEPOCKIIe-
po3om nyTb JAK/STAT BoBnieueH B maToreHe3 COCyJUCThIX 3a-
Gonesanmii [23]. HepaBHO onucaH TakxKe ciyvail KapjoMHOIa-
T «Takotsubo» y maupenra ¢ myrauueit V617F B rene JAK2,
YTO TIO3BOJISIET MPEANONIOXKUTD €€ POJIb B MATOTeHe3e TaHHOTO
3a0oneBanus [24].

B Hamem ucciejoBaHMM KaK MHHUMYM JIB€ MAUMEHTKU
MMEJIM reMaToJIOrMYecKie MoKa3aTesn, CBUIETEIbCTBYIOLINE
0 BO3MOXKHOM MUEJIONPOIN(MEPATUBHOM 3a00JI€BaHNN, 1 BbI-
sierienre mytauun V617F B rene JAK2 siBisieTCst BAKHbIM TOJ1-
TBEP>K/IAIOLIMM JIOBOJIOM. BMecTe ¢ TeM B COOTBETCTBHH C KJIIH-
HUYecKUMM  pekoMeHpamusmMu 2016 1. 06s3aTeNbHBIM
KpUTepreM Bepru(uKaIy OHKOJIOTMIECKOr0 XapakTepa MUeIo-
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nposmdepalnn SIBJSIOTCS pe3yIbTaThbl UCCIEJOBaHNUs MOP(O-
JIOrMM KOCTHOro Mo3sra [1]. OueBugHO, YTO CrienyaanucTaMm He-
00XO/IMMO UMETb MOBbILIEHHYIO HACTOPO>KEHHOCTb B OTHOILLIE-
HMU XPOHUYECKUX MUEJIONPOIM(EepaTUBHBIX HOBOOOPA30BaHUIA,
M KaX/IbIi Cy4ail TpPOMOOLMTO3a M 3PUTPOLIUTO3a PACCMATPHU-
BaTh Kak MOBOJ 17151 AU hepeHINATBLHON JUATHOCTUKHY.

OtcyTrcTBre cneunuyecKoi KIMHUYECKONH CUMITOMATUKI
Y FeMaTOJIOTMYECKUX C/IBUTOB MPYU BbISIBIICHUM HU3KUX YPOBHEN
HArpy3Kd MyTaHTHBIM aJUIEJIEM Y JJAHHBIX MALMEHTOB MOXHO OT-
Hectu K peromeny CHIP. MonekynsipHO-reHe THIeCKWil CUH-
apom CHIP — «kJoHanbHBIN reMomnoa3 HeonpeaeIeHHOro Mo-
TEHLMANa», XapaKTepU3yeTcsl HAIMYMeM B nepudepuieckon
KPOBH KIIETOK KJIOHAJIbHOT'O MHEJION033a C COMATUYECKUMU MY-
Tauusimu B TeHax JAK2 wm pexe B reHax TET2, DNMT3A
u ASXLI npy OTCYTCTBUU KPUTEPUEB IUArHO3a OHKOTeMAaTOJI0-
rMYECKOro 3a00JIeBaHus, B HACTOSIIIEE BpeMsl pACCMaTPUBAETCS
KaK TOTEHIMAIIbHbIA HE3aBUCUMBbIIN (DAKTOP PUCKA COCYAUCTON
natosyornu [8, 25]. Tak, cunbHas CBsI3b OOHAPY>KeHa B OTHOILIIe-
HUM MH(pApKTa MHUOKap/a B paHHEM BO3pacTe [OTHOILIEHNE 111aH-
coB 4,0], a TakKe B HE3aBMCHMOM aHAJIN3€ JJaHHBIX JIByX PeTpo-
CTIEKTUBHBIX UCCJIEIOBAHNIT «CITy4ali—KOHTPOJIb>» Y MAIMEHTOB
¢ UBC monoxe 50 ner [8].

Kak npaBuio, KJIMHUYECKHE U TeMaToJIOrMuyecKue Mmpo-
SIBJIEHNS] MUEJIONPOJIM(PEPATUBHBIX HOBOOOPA30BaHUI HAOIIIO-
Ja0TCs NPpU alljlellIbHON Harpyske 6osee 1-2%, ogHako, mo-
CKOJIBKY BbIsiBIeHHbIe B uccienoBannu C. Nielsen u coasT.
NagueHThbl U ¢ 6oJiee HU3KOH alllesIbHON HAarpy3Koi JeMOH-
CTPUPOBAJIM €€ MPOrPECCUBHOE YBEINYEHUE C BO3PACTOM, CJle-
AYeT NMPU3HATH, YTO CBOEBPEMEHHOE BBISIBIICHHE JIaXKe HU3KNX
YPOBHEN LIMPKYJIUPYIOLMX KIOHAIBHBIX KJIETOK C IaHHOM MY-
Tauuei 6yaeT cnoco6CTBOBAThL PAHHEN IMAarHOCTUKE OHKOTe-
MaTOJIOTMYECKUX 3a00JI€BaHUI U KOPPEKLUHY TPOMOOT€HHbIX
ocnoxkHenuit [3]. IlonyyeHHble JJaHHbIE CBHUAETENbCTBYIOT
B T0JIb3Y 11eJ1ecO00pa3HOCTH CKpUHUHTa MyTaumu V617F rena
JAK?2 y naupenToB ctapiue 40 jeT uim Kak MUHUMYM O He-
00XOJIMMOCTH MPOBE/ICHUSI TAKOTO TECTUPOBAHUS Y MALMEHTOB
C KOPOHAPHOI1 MaTOJIOrMel WM Npu MaHudecTauum TpoMo60o-
TUYEeCKUX coobliTuin [12, 15].

B uenoM noHumaHue MeXaHU3MOB, JieXKAlllMX B OCHOBE
CBSI3M MEX/1y KJIOHAJLHBIM IeMOMN0330M, 00YCJIOBJICHHBIM CO-
MaTUYECKUMHU MY TAUMSIMUA MUEJIOUTHBIX KJIETOK M CEpAIeYHO-CO-
CYIMCTBIM 3a00J1eBaHNeM, OY/IeT aKTyaJlIbHO B KOHTEKCTE Mep-
COHAJIM3UPOBAHHOM MEJIMIMHbI, MOCKOIBKY 3TO MOXET
MPEAOCTABUTH KIIIOUEBYIO MH(pOpMaLUIO JI7Isl pa3paboTKu agh-
(PEKTUBHBIX IMArHOCTUYECKHX , TPO(PUITAKTHUECKUX U Teparnes-
TUYECKHUX CTPATErHil.

3akAloueHue

Comarnueckasi MyTaius B rene JAK2 nabmofaeTcs y na-
LIUEHTOB C TPOMOO30M, UIIEMHUEN U IPYTMMHU CEP/IEYHO-COCY-
JAVCTBIMU OCJIO>KHEHUSIMU JlaxKe Oe3 ONpeeJIEHHOrO KINHAYe-
CKOr0  JIMarHo3a  IeMaTOJIOTMYecCKOro  3a00JIeBaHUS.
B nacroseir pa6ore BnepBbie Ha Tepputopun Poccuiickoit
denepanyu 6bl1a aMpOOUPOBAHA TEXHOJIOTHSI CKPUHMHTA Maly-
€HTOB Ha HOCUTEIILCTBO coMaTHuecKoil MyTauuu V617F B rene
JAK?2 y nauyeHTOB LEHTPa CEPAEUHO-COCYJUCTON XUPYPrUuHu.
[TonyyeHHble aHHbIE CBUJIETEILCTBYIOT O BBICOKOI YaCTOTe
BBISIBJICHUS] HOcuTeliel uccaenyemoit mytauuu (1,6%) cpeau
00CIIe[OBAHHOTO KOHTHHI€HTa. BKiIoYeHue JaHHOro TecTa
B MEHIO JJa00paTOPHBIX UCCIIEIOBAHMI MOXKET CIOCOOCTBOBATh
CBOEBPEMEHHOMY BbISIBIIEHUIO TPYII MOBBILIEHHOTO TPOMOO-
F€HHOI'O pUCKa, a TaK>Ke CBOGBpeMeHHOﬁ JAUArHoCTUKE OHKO-
reMaToJIOTMYeCKHUX 3a00JIeBaHUIA.

ABTOPBI 3asIBJISIIOT 00 OTCYTCTBUU KOH()IMKTA MHTEPECOB.
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