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IIpedcmaenen KnuHu4eCKULl cly4ati Mo100020 NAUUEHMA, ¥ KOMOPO20 ICCEHUUANbHDLLL IMPOMOOUUMO3
o6ycnosener Hocumenvcmeom JAK2 6 14-m ak3oHe. B pymunHoti npakmuke mepanesm 007xeH 00pauiamo
BHUMAHUE HA NOBLIUEHHDLTL YPOBEHb MPOMOOUUIMOB, 0COOEHHO Y MONOObIX NAUUEHMOB.
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BaHus (XMII3) oTHOCATCA K TPyIIIe PefKUX 3a-

6oneBanuii. [1o snumeMuonOrn4ecKuM JaHHbIM,
YacTOTa BCTPEYAEMOCTH TOTO Mau Horo Buma XMII3
Bapbupyercs ot 0,1 1o 2,8 Ha 100 ThIc. HaceneHus. B gan-
HYIO IPYIITy 3a60/1eBaHMII BXOAAT UCTUHHAA MONMNIN-
TeMusi, acceHManbHas Tpombountemus (IT), nepBud-
Hb11 Muenodubpos [1].
K HacTosIeMy MOMEHTY HOCTUTHYTBI ICKTIOUMTETbHbIE
pe3ynbTarhl He TONbKO B nedeHun XMII3, Ho u B pan-
Heil MaTHOCTUKe, YeMy CIHOCOOCTBOBANIO OTKpPBITUE
JAK-xuHa3 u nsydeHue ux ponu B passutunm XMII3.
B 2005 r. 6b11a OTKpbITA TOYEYHAS COMATIYECKas My TaLlNA
(JAK2 V617F) B reHe sHyc-knHa3bl 2 [2]. SHyc-knHa3a 2
(JAK2) - umromnasmaTideckas TUPO3MHKIHA3a, KOTOpasi
ABJIAETCA MPOMeXyTOuHbIM 3BeHOM B JAK-STAT-cur-
Ha/JIbHOM IIyTH, IPUBOAALEM K aKTUBALMM T€HOB IIO-
CpefCTBOM TpaHCKpuIIuy. 3aMeHa B 1849-M nonoxxeHnn
G Ha T B rene JAK2 npuBoput k 3amene BanuHa (Val, V)
¢denmnanannzoM (Phe, F) B monosxenun 617. B pesynpra-
Te M3MEHAETCA CTPYKTYpa OefKa, IOBBILIACTCS €T0 aKTUB-
HOCTb, YTO IPUBOMUT K aKTUBALMY Iponudeparymn Kiet-
KI1 ¥ HAKOIUIEHUIO KJIETOK 3PeJIOr0 MUETOUIHOTO psifa [3].
ITo maHHbBIM MUTEpaTYpHl, MyTanusa V617F BcTpevaerca
B 97% cny4yaeB Ipyu UCTUMHHOI IOMULMTEMUN, B 60% —
IpYU 3CCEeHLMaNbHO TpoMbonuteMuu u B 60% — mpu
upyonarndeckoM muenopubpose [4, 5].

} : pOHMYeCKUe MMenonponudepaTusHble 3abome-

Knunuueckuin cnyyan

My>kumHa, 31 Tof, 06paTH/ICS K y9aCTKOBOMY Tepares-
Ty [0 HOBOAY IOBBILIEHHOTO YPOBHS TPOMOOLIMTOB
B 0o0IeM aHaaM3e KPOBM B TedeHue msaTu ynet. JKamob
Ha CaMOYYBCTBIE HeT. BO)XHO OTMETHUTD, YTO HAI[MEeHT
PEry/LIPHO IPOXOAUT MEIVIIMHCKIIE OCMOTPBI IO COOCT-

BEHHOMY >X€JlaHMIO. VI3 aHaMHe3a M3BECTHO, 4TO BIEp-
BbI€ TIOBBIIICHHBI YPOBEHb TPOMOOLUTOB 467 ThIC/MKIT
ormeyasncA B 2018 I. (Ha TOT MOMEHT MAaLMEHTY ObIIO
26 nert). lpyrux OTKIOHeHMII B o6mjeM u Groxummde-
CKOM aHa/IM3ax KPOBY He BbIAB/IEHO. [TanmeHTy 651710 pe-
KOMEHJOBAaHO YIOTPeO/IATD O0bllle >KUIKOCTH, a TAKXKe
IepecaTh aHA/IN3 KPOBU MO3XKe.

B ob1em aHanm3e KpoBy, BbImonHeHHOM B 2020 T., ypo-
BeHb TPOMOOIUTOB cocTaBy1 550 ThIC/MKIL. IToCKOMBKY
Xaj06 MalyeHT He NPeAbsB/IAI, a YPOBEHb TPOMOOLN-
TOB OBII OTHOCUTETIBHO HEBBICOKUM, Bpad PeKOMEH/[0-
BaJI 0OM/IbHOE TINTbE.

B ananmse xpoBu, nposefiecHHOM B 2022 T., ypOBEHb
TpoMOOLIUTOB cocTaBuI 580 Thic/MKI. B ToM >xe romy
MaIieHT IIPOKOHCYIbTUPOBAJICA C FeMATONOTOM JIVCTaH-
L[MOHHO. PeKOMEH/J0BAaHO MCK/IIOUNTH BOCTIATUTENbHbIN
U aIepIUYecKuii mpoueccsl. PesynbTarsl mabopaTop-
HBIX UCC/IeTOBAHMII IIpefiCTaB/IeHbl B TaOL. 1.

B 2023 r. ypoBeHb TPOMOOLUTOB JOCTUT 655 THIC/MKIL.
ITockonbKy BOCHANUTENbHBINA U alIeprudecKuii mpo-
LIeCChI ObITM MCKITIOUeHDI, TPOMOOLUTDI JeMOHCTPUPO-
B/ CTaOWIIBHBIN POCT B OTCYTCTBUE KaKMX-1TMOO OT-
K/IOHEHUIT B [PYTUX II0KA3aTe/ISsIX, ObLIM B3STHI AHATN3BI
Ha myTtanuu MPL, CALR, JAK2 B 12-m sk3o0He u JAK2
B 14-M sK30He.

PesynbraThl aHaMM30B MpeCTaB/IeHDI B TAO. 2. Bolsse-
Ha myTanus JAK2 B 14-m sk30He V617 F B reteposuror-
HoM coctossHuM (G > T). YpoBeHbD ajUieNIbHON HaTrpy3Ku
coctaBui 5,6%. OcTanbHble MyTalUy He OOHaPy>KEHBDL.
[TanyeHT HampaBleH B IpOGUIbHOE YUPEKACHNE IS
BBIIIOJIHEHMs Tpemnanobuoncyn. [Ipu rMcTonornieckom
VCCTIEfOBAHNUM TPEMaHOOONTaTa KOCTHOTO MO3ra OOHa-
py>keHa Mop¢onornyeckas KapTuHa Myenonponmudepa-
TUBHOTO HOBOOOpa3oBaHus, JT.
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Takum 06pasom, MALVEHT IIOCTAB/IEH HA yI€T yIaCTKO-
BOT'O TeMaToJIora i/l HaOJTIoieHN A 1 Ha3HAueHN A CIIeLU -
¢duyeckoro nevenns IT.

06cyxpeHune

B mpencTaBeHHOM KIMHMYECKOM CIy4ae Y MOJIOZIOTO
nmanmenTta DT acconumpoBana ¢ HocuTenbcTBOM JAK2
B 14-M ak3oHe. Ilo cTatuctuke, B 60% cnydaeB Bcex 9T
nmeet Mecto mytanusa JAK2. Opguako manuas nudpa
CHJIBHO IIpeyMeHbIIeHa 13-3a OTPAHNYEeHHBIX BO3MOXK-
HOCTell 0053aTeJIbHOTO MeMIIMHCKOTO CTPaXOBaHUA.
K coxarneHnio, 3a4acTyio MOJIOABIM IAIIeHTaM C I1orpa-
HUYHBIM TPOMOOIIITO30M He yHeNseTcs TO/HKHOTO BHU-
MaHUA CO CTOPOHBI Bpauell. ONacHOCTb 3CCEHIMaNbHO
TPOMOOLTEMIM, ACCOLMIPOBAHHON C HOCUTENIbCTBOM
JAK2, 3akmodaeTcsi B pucke TpoM60308 [4]. [nst omeH-
KU PUCKa TPOMOOTUYECKIX OCTIOKHEHWIT Y MallUeHTOB
¢ 9T cymectsyer mkana IPSET (IPSET-thrombosis -
International Prognostic Score of thrombosis in World
Health Organization-essential thrombocythemia) [6].
Heo6xopuMo OTMETUTD, YTO OJHO TOJIBKO HOCUTEIBCT-
Bo JAK2 Hecer B cebe IpOMEXYTOYHBII PICK TpoMO03a
He3aBICYMO OT pyTux ¢akTopoB. B acnekTe remarosno-
IMYeCKOro NPOrHo3a MauueHTsl ¢ T npu agexkBaTHOM
JIe4eHNM MMEIT HOPMAa/lIbHYI HPOJO/DKUTENTbHOCTD
>KM3HMU II0 CpaBHEHMIO € O01Lell MOy IALeit.

3aKknioyeHue

JJaHHBII KTMHWYECKNIA CIydail IpuMeYaTeNeH TeM, YTO
B OTCYTCTBIE Xaj100 ManyeHTa Hab/IO[aICs HEYKIOH-
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Tabnuua 1. Junamuka na6opamopuvix nokasameneti

IToxasarenn 2018r. 2020r. 20221 2023 T.
TpOMOGOLUTEI, THIC/MKIT 467 550 580 655
JAK2 V617F (B 14-M3K30HE), +/- +
AnnenpHas Harpyska JAK2 V617E % 5,6
CALR -

MPL -

JAK?2 B 12-m sx30He -
C-peakTUBHBIIT 6€0K N

IgE N

Tabnuya 2. MexcOyHapoOHAS NPOZHOCIMUYECKASA WKANA PUCKA PA3GUMUS
apmepuanvHvix mpom60o306 npu sccenyuanvroti mpomboyumemuu (IPSET-thrombosis)

Kpurepuii ITporHocTHYecKOe 3HaYEHME
Bospacr 6omee 60 neT 1 6amn
Tpom603bI B aHaMHe3e 2 6amna

DakTOpbI pUCKa CEPHEIHO-COCYAVCTBIX 3a00/IeBanmit 1 6amn
(caxapHblit uabeT, apTepyanbHas TUIePTEHsA,
KypeHue)

JAK2 V617F

Husxwit puck — 0 vn 1 6amn
ITpoMeXXyTOUHBIIT pICK — 2 6aia

Bricokuit puck — 3 6aia u 6omee

2 6amna

HBII1 POCT YPOBHsI TPOMOOLUTOB. B pyTHHHOII MpakTIKe
TepaleBT JO/DKeH o0pallaTh BHUMaHUe Ha NMHAMUKY
IIoKa3arejieil TPOMOOIIUTOB, OCOOEHHO y MOJIOfBIX IIa-
IIMEHTOB.

Pannee BoraBnenne 9T, acconunposanHoro ¢ JAK2, no-
3BOJISIET CHUSUTD PUCK TPOMOOTUIECKIX OCTOXXHEHMUI
VI TIOBBICUTD Ka4eCTBO U IIPOMIO/DKUTENBHOCTD KXU3HIA.
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The clinical case of a young patient in whom essential thrombocytosis is caused by the carrier of JAK2 in the 14" exon is
presented. In routine practice, the therapist should pay attention to elevated platelet levels, especially in young patients.
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