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AnHOTaMA

Bsedenue. BOmbUIMHCTBO COCYAMUCTBIX 3a00/I€BaHMII CETYATKI CBS3AHO C CUCTEMHBIMM (DaKTOpaMy PUCKa, TAKUMU
KaK IMIIePTOHMS, CaXapHBlil uabeT, BO3pacT 1 Kypenue. OZHAKO IIpU MX OTCYTCTBUM TpebyeTcst fooOceoBaHe, Heo6X0-
IAMMOE /IS BBIAB/IEHMA BO3MOXXHbIX F€MaTO/TIOIMYeCKIX HAPYIIEHMIA.

Ienv pabomuvl — ommcaTb KIMHIUYECKWIT CTydall OKK/II031M LeHTpanbHo Benbl ceTdatku (OLIBC) xak mebrora xpo-
HIYEeCKOTO MUETONpOo/depaTuBHOT0 HOBOOOPa3OBaHMA.

Mamepuanvt u memodvl. B paMKax MCCIefOBaHNsI IPOBEEHbl MONEKY/IAPHO-TEHETUIECKIIT aHa/IN3 Ha BbIsAB/ICHIE
npaiiBepHoit Mytauuyu JAK2V617F B nepugepndeckoit KpoBu B KayecTBe CKPMHMHTOBON AMAarHOCTHKM Ph-HerarMBHBIX
XPOHMYECKUX MIenonponudepaTuBHbix HoBooOpasosarmit (XMITH), muronorndyeckoe 1 UTOreHeTUIECKOE MCCIefi0Ba-
HJIA acIIpaTa KOCTHOTO MO3TI4, a TakxKe MOP(OIOrnieckoe NCClefoBaHne TPEIlaHOOMONTaTa KOCTHOTO MO3Ta.

Pesynvmamol. Y manyeHTa, roCIUTaIN3UPOBAHHOTO B oranbMornorndeckoe otaenenue ¢ guaraosom OILBC mpa-
BOTO I71a3a, ONpe/le/ieH MyTaHTHbIN ajuieib reda JAK2V617F ¢ quarHoCTMYeCKM 3HAYMMOlL aljIe/IbHOM Harpyskon 14,61 %.
[TauyeHT HampaBiieH AJIs JanbHelllIero oocmenoBanys B MOCKOBCKMIT TOPORCKOIL reMaTomorndeckuit uentp (MITLI) To-
poxckoit KimHudeckoit 6ompuuibl nMenn C.I1. BOTKMHa — yCTaHOBJIEH [UATHO3 «MICTUHHAS TONMULIUTEMIS».

Obcysnoenue. XMITH — rpymnma omyxoneBbix 3a60/ieBaHNMI KPOBETBOPHOI TKaHM, XapaKTePU3YIOLIAsACs 3/I0Kade-
CTBEHHOII TpaHcdopMalell CTBOTIOBBIX K/IETOK KOCTHOTO MO3Ta C IIOC/IeyIolell MX K/IOHaIbHOI npomudepanueri. 3Ha-
YMMYI0 PO/b B naroreHese xponuyeckux XMIIH urparor nuroreneTndeckme u MONEKY/IAPHO-TEHETUYIECKIE HAPYIIEHMS.
VICTUMHHYIO HOMMLIUTEMAIO, 9CCEHIVATbHYI0 TPOMOOLUTEMNIO, IePBUYHDIN M1eT0p1OpP03 OTHOCAT K TPyIIIIe KIaccude-
cknx Ph-nerarusupix XMITH. TpomboTudeckue, COCyfUCTbIe U TeMOpparndeckie OCIOKHEHIsI ABIAI0TC Hanbosee pac-
MIPOCTPAHEHHBIMY IIPUYMHAMY CMEPTHOCTM Y NALIMEHTOB C TAKOI IaTONIOTHEN.

3axmouenue. Panee ObUIM OIMCAHBI pasNuyuHble OPTATbMONOTMYECKUE IIPOSBICHNA ¥ CHMIITOMBL Y IAI[IEHTOB
¢ XMITH. HabmogaeMble 0C/IOKHEHNUST pa3HOOOPA3HbI M 9ACTO SIB/ISIOTCS BTOPUYHBIMI 110 OTHOLIEHMIO K ITATOTHOMOHIY-
HBIM /I 9TUX 3a00/IeBaHNIT TeMaTONOINYeCKUM HapyuleHNsAM. CTOUT PacCMOTPETh KIMHUYECKYIO IIeHHOCTb MOJIEKYILAp-
HO-TeHeTNYeCKOT0 aHa/u3a Jyid BblaBneHys myTauym JAK2V617F y nanuentos ¢ OLIBC i panneit guarsoctky XMITH
U CBOEBPEMEHHOI'0 Ha3HAYEHVSI COOTBETCTBYIOIEI TePAIIUI.

KiroueBbie cl10Ba: OKK/TIO3Y IIEHTPA/IbHOI BEHBI CETYATKI, XPOHIIECKIe MUeTOpodepaTuBHbe HOBOOOPa3oBa-
HIA, ICTMHHAA TOINIUTeMUA

KOH(I)III/IKT MHTEPECOB. ABTOPI)I 3aABJIAIOT 00 OTCYTCTBUM ABHBIX U1 IOTEHIIMA/IbHBIX KOH(i)J'[I/IKTOB MHTEPECOB.

CootBercrBue npuHuynam 3Tuxn. Knnandeckoe HabmoeHe COOTBETCTBYET HOIOXKEHNSM, U3/I0KEHHBIM B Xe/lb-
cuHcKoit gexmaparyn. [TaryeHT gan nHGOPMUPOBAHHOE COIIACKE HA VMICCIEHOBaHNe 1 MyOMUKALI0 Pe3yIbTaToB B 00e-
3/IMYEHHOIT popMe.

Ina puruposanya: OKKIIO3UA LeHTPaabHON BeHbI CeTYATKHU KaK Je0I0T XPOHNYECKOTO MIEIONpOo/idepaTBHOIO
HoBooOpasosanus / JI. K. Moerosa, /1. b. Eropsn, O.10. Bunorpazgosa [u ap.] // Ypanbckuit MegMIMHCKIIL Xy pHaL. 2024.
T. 23, Ne 2. C. 123-130. DOI: https://doi.org/10.52420/umj.23.2.123. EDN: https://elibrary.ru/VMNUZL.
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Abstract

Introduction. Most retinal vascular diseases are associated with systemic risk factors such as hypertension, diabetes
mellitus, age and smoking. However, in their absence, further examination is required to identify possible hematological
disorders.

Purpose. Improve the diagnostic and management scheme for patients with occlusion of the central retinal vein or its
branches.

Materials and methods. A clinical case of the onset of polycythemia vera with the central retinal vein occlusion is
described. As part of the study, a molecular genetic analysis was carried out to identify the driver mutation JAK2V617F in
peripheral blood as a screening diagnosis of Ph-negative chronic myeloproliferative neoplasms (CMN), a cytological, cytoge-
netic study of bone marrow aspirate and a morphological study of bone marrow trephine biopsy.

Results. A mutant allele of the JAK2V617F gene with a diagnostically significant allele load of 14.61 % was determined in
a patient hospitalized in the ophthalmology department with a diagnosis of central retinal vein occlusion (CRVO) of the right
eye. The patient was referred for further examination to the Moscow City Hematology Center of Botkin City Clinical Hospi-
tal, where, after examination, the diagnosis was established: True polycythemia.

Discussion. CMN are a group of tumor diseases of hematopoietic tissue characterized by malignant transformation
of bone marrow stem cells with their subsequent clonal proliferation. Cytogenetic and molecular genetic disorders play a
significant role in the pathogenesis of chronic CMN. True polycythemia, essential thrombocytemia, primary myelofibrosis
belong to the group of classical Ph-negative CMP, Thrombotic, vascular and hemorrhagic complications are the most com-
mon causes of death in patients with this pathology.

Conclusion. Previously, various ophthalmological manifestations and symptoms have been described in patients with
CMN. The observed complications are diverse and often secondary to the pathognomonic hematological disorders for these
diseases. It is worth considering the clinical value of molecular genetic analysis to detect the JAK2V617F mutation in patients
with central retinal vein occlusion for early diagnosis of CMN and timely administration of appropriate therapy.

Keywords: central retinal vein occlusion, chronic myeloproliferative neoplasms, polycythemia vera
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BBenenue

Cocynuctble 3a00jIeBaHMs CeTYATKM ABJIAIOTCA PACIPOCTPAHEHHOI U CYLeCTBEHHON IPUYMHON II0Tepu
3peHNs BO MHOTMX BO3PACTHBIX Ipynmnax. I1o mociegHnM oljeHKaM, 4acTOTa OKKITIO3UII IJeHTPa/IbHOM BEHbI CET-
vatku (OLIBC) cocransier npumMepHo 2,14 Ha 1000 yesroBek B BO3PACTHOII IPYIIIe MALMEeHTOB cTapiie 40 jer,
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0KOJ10 5,36 ciy4ast Ha 1 000 yenmoBek — crapiie 64 et [1]. Cpeny Bcex COCYRUCTBIX 3a00/IeBaHMIT OpraHa 3peHMs
OKK/TIO3MS BEH CeTYATKN AB/IACTCS BTOPBIM 10 PACIPOCTPAHEHHOCTH HOCTIe AMabeTIIecKoil peTMHOIATUN —
10 HEKOTOPBIM IJaHHBIM, IIOCTIeHSA OpaXkaeT 1o 28,5 % JIofielt ¢ caxapHbIM finabetoM [2]. MUKpOCOCyAMCThIe
3a00/IeBaHMA MOTYT IPOAB/IATLCA HE3aMeTHO, KaK, HallpyMep, B CIydasX ¢ TOYeYHBIMM MHTPAPeTVHAIbHBIMU
KPOBOU3NMAHUAMHU, MUKPOAHEBPU3MaMI, @ TAKXKe 3HAYUTE/ILHO CHMKATb OCTPOTY 3PEHMs, KaK NPy OKKITI031-
AX COCYIOB CETYATKY, KPOBOUSNMUAHUAX B CTEKTOBUHOE TEJIO, MIIEMIY 3pPUTEIbHOTO HepBa.

BO/BIIMHCTBO COCYAUCTBIX 3a00IeBAHMII CETYATKYU CBA3AHO C CUCTeMHBIMM (PaKTOpaMy pMUCKa, TAKUMMU
KaK TMIIEPTOHMS, CaXapHbIl A1abeT, BO3pacT 1 KypeHue. Kak 1 Ipy CHCTEMHBIX COCYAMCTBHIX 3a00/IeBaHMAX,
HapyLIeHNsI MUKPOLMPKY/ISLIMY CETYATKU MOT'YT OBITb IIATOI€HETIYECKM CBS3aHbI C OHNUM U3 TpeX GaKTOpOB,
BIIepBbIe ONMCaHHBIX Pynonbdom BupxosbiM. Tprasia, KOTOpas HOCUT €ro MM, BKIIIOYAeT B ce0s MOBPeXIeHNe
CTEHOK COCY[OB, CTaTUYECKIUII KPOBOTOK 1 HedeKThl CaMUX KOMIOHeHTOB KpoBu [3]. ITpu cocymucTbix 3a60-
JIeBaHUAX CETYATKM Jie)eKThI CTEHOK COCY/IOB IIPEAIIONOXNUTENbHO ABJIAIOTCA OCHOBOIONATAONICH TPUYIHOI,
IIOCKOJIbKY M3BECTHO, YTO CUCTEMHbIE 3a00/IeBaHNs, TaKyle KaK TUIIepTOHNYeCcKas 60JIe3Hb Y CaXapHBIil fuaber,
OKa3bIBAIOT B/IMAHME HA MUKPOCOCYUICTOE PYC/I0. 3a00/IeBaHNMsA COCY0B CeTIYATKNU TAK)Ke MOTYT OBITh pe3y/ib-
TaTOM HAaC/IeACTBEHHBIX W/IV IPUOOPETeHHBIX TATONOIMII CUCTEMBI KPOBHU, KOTOPbIe BO3HNUKAIOT IIPY Hapyllie-
HUIX Kackaja cBeproiBanms [4]. Odrampmornorn fo/DKHBL 06panjaTh BHMMAaHME Ha MAIMEHTOB 6e3 mpefpacio-
JIOXXEHHOCTY U (PaKTOPOB pucKa. B Takux cnydasx TpebyeTcs o06CIeHoBaHNe, HEOOXOAUMOE [JIS BBISB/ICHI
reMaTo/IOTMYeCKUX HapyLIeH!I, KOTOpble MOTYT ObITh IPMYMHOI COCYAMCTBIX M3MEHEeHNIL.

Iens pab6orsr — omucarb kanHudeckuit caydait OLIBC kak ge6roTa XpOHNYIECKOro MUETOIpodepaTus-
HOT'O HOBOOOPa30BaHUSI.

MaTepI/IaHbI N METOIbI

1 mexabpst 2021 1. B OTHe/IeHIe HEOTIOXKHOI ToMOLM MOCKOBCKOTO TOPOLCKOr0 0 TaIbMOIOIMYeCKOro
nentpa lTopoxnckoit kmanveckoit 6onpHunbl umenn C.I1. borkuna (OHIT MI'OL] I'KB umenu C.I1. BorkuHa)
obpaTnicsa My>XK4mHa 58 jieT ¢ xajnobaMu Ha 3aTyMaHVBaHMe, [I0ABJIeHVIe YePHBIX IIATeH IIepef IPaBbIM IIa-
30M. DT >Kanobbl oTMevasn B TedeHue 3 mHeit. [TanmeHT oTpuiian Kakye-1ubo TpaBMbl, Ollepalii Ha I/Iasax,
y o¢ranbmoriora He HabOMOAAICA, KAaIUIM B I71a3a Ha ITOCTOSHHON OCHOBe He 3aKambiBajl. Bo Bpems ocmorpa
OCTpOTa 3peHMs IIPaBOro I71a3a ¢ KoppeKuuel coctaBuia 1,0, meBoro — takke 1,0. [IByokeHNA 171a3 B IOTHOM
o6beme. [Ipy 6MOMUKPOCKOIINM IIepeHEr0 OTpe3Ka I/la3a MaTONMOIMYeCKUX M3MEeHEeHIl He BbLAB/IeHO. [loka-
3arenn BHYTPUITIA3HOTO JaBjIeHys 060uX 171a3 cooTBeTcTBoBamu 20 MM pT. cT. [Ipn odrampmMockonnu mpaso-
o I7Ia3a OTMEYa/IVCh MHOYKECTBEHHbIe pasHOKaInOepHble LITPUXOOOpasHble, KAIIeBU/Hble KPOBOM3IMUHIIS
II0 XOZLy COCYAUICTBIX apKaJ, paclIVpeHHbIe, IOTHOKPOBHBIE Y HECKOJIbKO M3BIThIE BEHBI, CCY>KEHHBIE apTepUIL.
Iuck spurenbHoro Hepsa (JI3H) 671eHO-p030BbII1, PaHNIIBI CTYLIEBAHbI B HYYKHEHOCOBOM KBaJIpaHTe, IITPHU-
X000pa3Hble KPOBOUSIMAHNA Y Kpas aucka (puc. 1). KapTuHa ra3Horo gHa n1eBoro rm1asa 6e3 0Co0eHHOCTeIL.

01/12/2021

Puc. 1. ®oTo r1a3HoOro Ha IpaBoro rnasa
pu nepBuYHOM obparenny naruenta (1 gpexabps 2021 r.)

IMTanmeHT rocInTaIU3UpPOBaH B 0(pTarbMOIOrM4ecKoe oTfenenne ¢ auarHosom — HeronHas OIIBC. O65-
eKTUBHBIIT cTaTyc 6e3 0cobeHHOCTel!, II0Ka3aTeNlu apTepyuanbHOro gasnenns — 125/85 mm pr. c1. [Tokasarenu
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o011jero aHaIM3a KPOBM, KOATy/IOrpaMMBI B IIpefieiax pedepeHCHbIX 3HaYeHniT (rematokput (aHen. Hematocrit,
HCT) — 47,15 %, remorno6us (anen. Hemoglobin, HGB) — 154 /11, xonmuaectBo apurponnutos (axesn. Red Blood
Cells, RBC) — 5,141x10"/11, konuuectso neiikounutos (arnen. White Blood Cells, WBC) — 8,068x10°/11, akTu-
BUPOBaHHOE YacTU4HOe TpoMbormtacTuHoBoe BpeMs (AUTB) — 24 c., koHueHTpanys nporpombuna — 129 %,
npoTpoM6mHOBOE Bpemsi — 10,7 ¢., MeX/yHapoiHOe HopManu3oBanHoe oTHouteHre (MHO) — 0,98). O6mnit
aHa/IM3 KPOBU C HE3HAYMTENbHBIMYU, HEKPUTUYHBIMY OTKIOHEHUSMMN. [10 TaHHBIM ONTUYECKOI KOTepPEHTHOI
tomorpaduu (OKT) mMakymsapHOiT 067aCTH TOJIIMHA CETYATKN B IIpefieNiaXx HOpMbl (260 MKM), OTIpefesIoTCs
runeppedIeKTUBHbIE YIACTKM — MHTpapeTHHaIbHble KpOBOMSMsIHMsA (piuc. 2). ITaryeHT npoen Kypc aHTu-
KOATY/ISTHTHOI, aHTMOKCHUIAHTHOM, TIPOTUBOBOCIIAIUTEIBHON, BUTAMUHHOI T€PAINy, COTIACHO KIIMHNIECKIM
PEeKOMEH/aLIMAM, BBINTMCAH U3 CTALMIOHApA Yepes 5 THeil ¢ yIydIeHIeM.

I

;.'60 [um] g —

Puc. 2. OKT MakynapHOIt 06/1acTV CeTYaTKM MalMeHTa
pu epBuvIHOM obpatenun (2 fexabps 2021 r.)

[Tanuent o6partwics MoBTOpHO 18 fekabps 2021 r. B OHII MI'OLI ¢ >xano6amu Ha CHVOKEHME OCTPOTHI 3pe-
HIA, 3aTyMaHMBaHIe NIepef IpPaBbIM I71a30M. Ha MOMeHT ocMoTpa 0cTpOoTa 3peHNsA IPaBoro I71a3a C MaKCMMaJllb-
HOII Koppekuueit coctassiia 0,3, mreBoro — 1,0. [Tpy 61OMMKPOCKOINN [TepeIHEro OTpe3Ka /1as3a 0COOeHHOCTeN
He BBLAB/IeHO. [Ipy ocMOTpe I71a3HOrO IHA IIPABOro I71a3a OTMEYa/Ioch yBe/IYeHe KOIMYecTBa U Kambpa Kpo-
BousmsiHnit y JI3H 1o xoy cocyamcThix apKaj, BeHbl TOTHOKPOBHBI, U3BUTHI (PUC. 3), B MaKy/IspHOI 00/1acTn
OTIpeNIesIs/ICS KUCTO3HBIN 0TeK, mopTBepkeHHblit janubiMy OKT (TomumHa ceTyatkn 699 Mxm) (puc. 4).

20/12/2021

Puc. 3. ®oTo 1/1a3HOTO HA
[Ipu HOBTOPHOM obpaieHny manuenTa (20 gekabpst 2021 r.)

Puc. 4. OKT maxymsipHOIt 06/1acTyt CeTYaTKy MaryueHTa
IIpy HOBTOpPHOM obpareHnn (20 fexabps 2021 1.)
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ITaryeHT IOBTOPHO FOCINUTAIN3UPOBaH B 0TaIbMONIOINYecKoe oTaeneH e ¢ fuarnozoM — OLIBC mpa-
BOrO I7a3a. [laHHble KIMHIYECKOrO aHaIM3a KPOBY M KOAry/lIorpaMMBbl TaKyKe HaXOJMINCDh B IIpefenax pede-
pencubix 3HaveHuit (HCT — 46,57 %, HGB — 156,1 r/n, RBC — 5,225x10'%/1, WBC — 9,251x10°/1, AYTB —
25,5 c., KoHIjeHTpawys mporpombuHa — 129 %, mporpombunoBoe Bpemst — 10,7 ¢, MHO — 0,98). IIpoBenen
Kypc KOHCEPBATMBHOTO je4eHn: ¢ npuMeHenneM anti-VEGF-tepamy'. Octpora 3peHns mnpaporo riaasa Ipu
BBINICKE C MaKCMMasbHOI Koppekiueit coctaBuna 0,5. [Tocme moBropHoro smmsoma Tpombosa LIBC Tepa-
IIEBTOM I10 MECTY >KUTEIbCTBA Ha3HaYeHa aHTUKOATY/IAHTHAS TePAIM=L.

PesynbraTbl

B pamKkax mccaefoBaHus, IpOBOAMMOro Ha Kadenpe odranbmonoruy Poccuiickoll MEIUIMHCKOI aKafe-
Muu HenpepsiBHOTO npodeccuonanbHoro obpasosanust (PMAHIIO), nanuentam ¢ guarnosom OLIBC mposo-
IUTCS MOJIEKY/LAPHO-TEHeTUYCCKIUIT aHa/IN3 Ha BBIAB/ICHMUE fpaiiBepHOil MyTauym JAK2V617F B nepucepuye-
CKOJI KPOBM B KaueCTBe CKPMHUHIOBOJL ;UarHOCTUKY Ph-HeraTMBHBIX XpOHMYECKMX MU0 pOIQepaTuBHBIX
HOoBoOOpasoBanmit (XMITH)2 Y marueHTa onpefeneH MyTaHTHbI antenb reHa JAK2V617F ¢ puarHoCTnyecKu
3HAYMMOIT a/UIeNIbHOI Harpyskoit 14,61 %. [TanueHT HanpaBiieH [/iA GajbHelero oocnenoBanus B Mockos-
ckuit ropogickoit remaronorndeckuii neHtp (MITI) I'KB nmenn C.II. BoTkuHa, rje MpoBefeHo [UTOMIornYe-
CKOe, IINTOTeHeTIYeCKOe VICCIeIoBaHNe acypaTa KOCTHOTO MO3ra 1 MOpQOIOrnyecKoe MCcIeoBaHye Tpela-
Hob6momnrara. Borisnensl npusHaku XMITH, cooTBeTCTBYyOLME OO/MBIINM M MaTbIM KPUTEPUSAM JUATHOCTUKI
Ha OCHOBaHMM KJIMHMYECKUX peKoMeHjaumit BcemnpHoit opranusanuu sgpaBooxpanenus (BO3) 2017 r. Ycra-
HOBJIEH IMarHo3 — MCTYHHASA OMNLIUTEeMUA.

O6cyxpmenne

XMITH — rpymma omyXxo/neBbIX 3a60/IeBaHNii KPOBETBOPHOI TKaHM, XapaKTepU3YIOLasicsl 37T0Ka4eCTBEeH-
HOJI TpaHcOpMaleil CTBOJIOBBIX KJIETOK KOCTHOTO MO3ra ¢ IOC/IeAyIolell X KJIOHATIbHOI Iporudepareit.
B coorBetcTBUM ¢ 06HOBNIEHHOI Knaccudukaryert BO3 ot 2022 r., B rpynry XMITH Bk/04eHbl BOCEMb HO30-
JIOTUIA, CPeMt KOTOPBhIX HarboIee 4acTo BCTPeYAIoI[uecss XPOHMYeCKIIT MUeTOuAHbII 1eiiko3 (XMJI), nctuHHast
nonuuuremus (VIII), accenunanpHas rpomboruremust (9T), mepsuunslit Muenopuodpos (IIM®) [5].

3HauMMyI0 posb B naToreHese xpoHmdyeckux XMIIH urparmor nurorenetudeckne 1 MOIEKyIApHO-TeHe-
TUYECK/e HapyIleHNs. Y MaIeHTOB C XPOHNYECKUM MUETOUIHBIM JIEMKO30M BBISBISAETCS ClielnuIecKmit
Mmapkep — Ph-xpomocoma, Bo3HMKalolasA B pe3y/IbTaTe B3ayMHO TPaHC/IOKALMU MY XpoMocoMam 9 1 22,
t(9;22)(q34; q11), rer BCR-ABL. UI1, 9T, IIM® orHocsT K rpye knaccndeckux Ph-neratnsupix XMITH; Han-
6oee 4acTo B 3TOII IPYIIIIe BBIABIAIOT ApaliBepHylo MyTanyio JAK2V617F (y 95-98 % mauueHTOB ¢ MCTUMHHOIM
nonuuremueir, 50-60 % manuentos ¢ 9T u IIM®) [6]. Pexxe mpu 3T 1 [IM® 06HapyXMBaOT MyTaL[uy B TeHAX
CALR, MPL iy OTCYyTCTBME BCeX TPEX COMaTHMYeCKMX MYy TaLVIL, YTO SAB/IAETCA HeOIaronpuATHBIM IPOTrHOCTH-
YEeCKUM IIPU3HAKOM.

TpomboTuyeckne, COCyAMUCTbIe ¥ reMOpparndeckye OCIOKHEHM ABJIAIOTCA Haubojee paclHpoCTpaHeH-
HBIMJ IPUYMHAMU CMePTHOCTH IIpu Ph-HeratuBHbBIX MuenonponudepatuBHbIX HoBooOpaszoBauusx [7]. IIpu
XMIIH umpkynupylomne spuTpOLNTHI, JIEMKOLUTHI M TPOMOOLMTBI, @ TaKXKe HeKOTOpPbIe 3HIOTe/NINaNIbHbIe
KJITKM COCYHOB MMEIOT aHOMA/IUM BC/ICCTBUE PasIMYHbIX MyTaumii (Hampumep, JAK2V617F). Baaumopeit-
CTBUE TaKMX K/IETOK APYT C APYTOM CO37aeT BHICOKOALTE3NBHYIO I IIPOTPOMOOTIIECKYIO Cpeny B KPOBOOOpa-
LIeHMH, KOTopasi npefpacnonaraer y nanueHTos ¢ XMITH x BeHO3HOMY, apTepuaIbHOMY ¥ MUKPOCOCYAUCTO-
My Tpom603y [8]. M3BecTHO, uTO BbIcokMe 3HaueHusa HCT, neiikonuTos, TpoMOOLMTO3, BLICOKAsA ajlleIbHasA
Harpyska JAK2V617F, BospacT crapiite 65 yieT, TpoM603bl B aHaMHese, (paKTOpbI cepfiedHO-COCYANCTOTO PUCKa
ABJAIOTCA pakTOpaMm pucka pa3BUTHA TPOMOOTHYeCKX ocnoxkHeHuit [9]. Taxoke 0OHapy)eHO, 4TO MyTaLuu
JAK2V617F accouymmpyeTcsi ¢ HOBBIILIEHHBIM PUCKOM TPOMOOTUYECKUX OCTIOKHEHUII B CPAaBHEHUN C MyTalu-
eit CALR [10]. Kpynnoe nonynanuonnoe nccnegosanve XMITH, nposepenHoe B [lIBenyu B 2018 1., BBIABUIO
HOYTH [ECATUKPATHOE YBeIMYeHMe YaCTOThl BEHO3HBIX TPOMOO30B 1 TPEXKpaTHOE yBe/lMYeHNe YacTOThI ap-
TepUaIbHBIX TPOMOO30B B T€UeHNe MEePBBIX 3 MecsALeB OCTe BeprduKanuy guarLosa y manyentos ¢ XMITH
II0 CpaBHEHMIO ¢ ob1eit nomyranyeit [11]. OcobeHHO pacIpocTpaHeHbl TOKaIMU3aUy TPOMOO030B B IIEUeHOU-

! VEGF — daxkrop pocra snporemms cocynos (anr. Vascular Endothelial Growth Factor).
2 Ph-xpomocoma — ¢umagensduiickas xpomocoma (anrr. Philadelphia chromosome).
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Hot (cuHzpoM Bagma — Kuapu) u BOpOTHOI BeHax, YTO MOXKET OBITh CBSI3aHO C 9H/[OTE/INANTbHBIMY KIIETKAMIA,
copeprkamumu JAK2V617F, noBblieHHOI 9Kcipeccueit P-cenextnHa [8, 12]. MyTanusa JAK2V617F o6Hapyxe-
Ha y 41,1 % nanmenToB ¢ cuappomoM bagna — Kuapu n y 27,7 % mareHTOB ¢ HeIMPPOTUIECKUM TPOMO030M
BOPOTHOII BeHbI. Boicokast pacripoctpaneHHocTh XMITH 1 JAK2V617F nipu TpoM603ax OPIOIIHBIX BEH ABISIET-
Cs1 OCHOBAHVeM JIJIsl pYTUHHOTO CKpuHuHTra Ha JAK2V617F tpu AMarHoCTUYeCKOM 00C/IeOBaHNN TAKOI TPYII-
B NTAIVIEHTOB JaXke TPV OTCYTCTBUY MUETONpPONM(epaTUBHBIX IIPU3HAKOB B aHA/IM3e KPOBU (3PUTPOLNTO3,
TpoMboLMTO3a 1 NIeiiKonnTo3a) [13]. Dpurpomenanrus ABIsAETCS elle OFHUM MUKPOCOCYAUCTBIM PacCTpOii-
CTBOM, BBI3BAHHBIM MUKPOTPOMOMPOBaHMEM U aKTHBaLMell TPOMOOIUTOB [14].

KpoBoTeuyeHne Taxke AB/IAETCA I'PO3HBIM OCIOXKHeHMeM i maumeHtoB ¢ XMIIH. B nmposemeHHbIX
UCCTIENOBAHMAX TeMopparndeckne usMeHeHus umenu mecro y 8,9 % manuentos ¢ IIM®, 7,3% y nanueHTOB
¢ 9T u 6,9 % y nmanuenTos ¢ VII, npudeM Hanbojee pacIpOCTPaHEHHBIMY JIOKAIU3ALMAMMN SBJLIOTCS XKey-
IDOYHO-KUIIEYHBIl TPAKT, CIM3VUCThIE U KOXKHBbIe TIOKPOBHI [15]. TpomboLMTO3 sIB/IsIETCS OFHUM U3 Hamboree
BaXXHBIX (PaKTOPOB PICKa KPOBOTEUEHNS], 3HAYNTE/IbHOE MOBBIIIEHIE YPOBHsI TPOMOOLIMTOB MOXKET IIPUBECTU
K IprobpeTeHHOMY CHHApOMY ¢oH Buebpanza [16].

OKK/TI031s1 IIeHTPANbHON BEHBI, apTepuu cetdaTky, cocynos JI3H siBnsercs ogHuM u3 Hanboree TsKe-
NbIX I1asHblX nposasneHurt XMITH. Takne MuxpococyaucTbie HapyuieHUs B OOJBIIVHCTBE CTy4aeB BBI3bIBa-
0T MIIEMUIO CETYATKY ¥ HeoOpaTumylo morepio 3peHnst. CBsi3b MEX/y HapyLIEHNUEM PEONTOTMYeCKUX CBOVICTB
KPOBU 11 COCYAUCTBIMU 3a00/IeBaHMUAMU COCYAYICTON 000IOUKM 1 CeTYaTKM OOHapy KeHa ¥ OIIMCaHa IIe/IbIM psi-
mom aBTopos [12, 17-20]. Y 6onbiunHcTBa naryeHToB ¢ XMITH BoisiBisitor myTanuio JAK2V617F. MyTtanus
JAK2V617F cama 1o cebe MHAYLMPYET MOBBLILICHHYIO aile3MI0 SPUTPOLUTOB K SHAOTENNIO 1 ABIAeTcA (ax-
TOPOM PUCKa PasBUTHsI TPOMOOTHYECKMX COOBITHIT, KaK omycaHo Bbiile. [To pesynpraTaMm peTpOCHEKTUBHO-
ro aHajm3a y nanyentos ¢ XMITH, TeyeHne KOTOPBIX OCITOKHEHO OKK/TIO3VeNl IIeHTpalbHON apTepuu u (unm)
BEHBI CeTYaTK, BbIAB/IAIACh MyTanusa JAK2V617F 4To cTalo OCHOBAHMEM PacCMOTPEHUA KIMHUYECKOI IjeH-
HOCTM 3TOTO MOJIEKY/IIPHO-T€HEeTHYeCKOrO aHa/lu3a y MalyMeHToB opTaabMojIorndeckoro npogums [21-25].
OpHako ompeyeneHe TaKoM My Tallii y MAIMEHTOB C OKK/TI03Meil IIeHTPaIbHOI BEHbI 1 (M/IM) apTepui ceTyar-
KI1 B PyTMHHOJI IIPaKTHKe He BBIIOIHAETCS, YacTOTa BbIABIeHNA MyTauym JAK2V617F y opTanbMoIornieckmx
MAIMIeHTOB TaKXXe He U3Yy4eHa.

3akmoyenue

Panee ObUIM OmMCaHBI pas3nM4yHble OQTATBMOIOTMYECKME IPOSIBICHMSI M CUMIITOMBI y IAI[MEHTOB
¢ XMITH. Hab6oaembie OCTIOKHEHMST Pa3HOOOPA3HbL M YaCTO SIB/ISIOTCSA BTOPUIHBIMIU IO OTHOIIEHMIO K T1a-
TOTHOMOHWYHBIM JIJIs 9TUX 3a00/IeBaHNIT FeMaTO/IOTMYeCKM HapyLieHsIM. Takue o TarTbMOIOrndecKe CuM-
IITOMBI 3a4aCTYIO AMArHOCTUPYeTCs Kak He cBsasanHble ¢ XMITH rasuere 3abomeBanmst. O ranbMomorndeckoe
o0crefoBaHNe TaKVX MTALMEHTOB KpajlHe Ba)KHO, TOCKO/IbKY 3a4aCTYI0 OHM OCTAIOTCSI HEAUArHOCTUPOBAHHBIMU
II0 TeX IIOp, IOKa He pasBUBAIOTCA KPYIIHble TpOMOOTIYecKIe cOObITIA. [Ipy OTCYTCTBUM TMIMYHBIX (PAKTOPOB
PMCKa, TAKMX KaK BO3PACT, TMIIEPTOHMS, CaXapHbII uabet, KypeHue 1 I71ayKoMa, HeOOXOMMO JTOTIOTTHUTENb-
Hoe 00cyIefjoBaHye MalyeHTa. B HacTOALIMIT MOMEHT CTOUT PACCMOTPETh KIIMHNYECKYIO LIeHHOCTb MOJIEKY/IAp-
HO-TeHeTMYeCKOro aHam3a id BbiaBieHua Mmytauun JAK2V617F y naunentos ¢ OLIBC s panHeit guarso-
ctuxy XMITH 1 cBoeBpeMeHHOro Ha3HauY€eHNsA COOTBETCTBYIOIEN TePaIINA.
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