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MaToreHes n KANHUYECKaa KapTuHa mmenopnbposa

Image Y
-4 / V)

-«‘l_; ,/q /71,

2 % %

5 v %
£t 74
o

- 7

4 z b/

. AN ¥ &

NMaTtoreHes M KJIMHU4YECKaa KapTUHa
Mmuenochpubposa

MaToreHes

Yalle Bcero, HO He BCcerga, B OCHOBe NepBmnyHoro mmenogumnbposa (MM®) nexuT
MOJNIEKYIApHas aHoOManna — ApanBepHas MyTaLuus reHoB SHYC-KuHa3bl 2 (JAK2)'

OcHOBHas (pyHKUMUA SHYC-KMHA3 3aKJ/ilo4aeTcsa B nepefadye LMTOKMHOBOIO CUrHaNa B 94p0
KNIeTKN, KOTOPbIA 3anycKkaeT ee npoandepaunto nocpenctsoM JAK-STAT CUrHaNbLHOro
nyTn’. MpY BOZHUKHOBEHMMN TOYEYHON MyTaLUN B HyKJleoTuae reHa JAK2 npoucxoauT
He3aBUCMMas aKTUBaLUUA POCHOPUNNPOBAHUNA AHYC-TUPO3NHKNHA3bLI JaxXKe NMpu OTCYTCTBUMU
CTUMYNSALMM PELLENTOPOB. TO NPUBOANT K MNPOSUdepaLmmn KNeTok MMesonaHoro poctka'?

MuenonpoandepaTBHbIE 3aboneBaHus MOIr'yT pa3BnBaTbCd BCAenCTBmne Mytauunmnm

TpombonoaTuHoBoro peuenTtopa MPL nnu kanbpetunkynmHa (CALR). MyTauun CALR n JAK2
ABNAIOTCA, Kak NpaBunso, B3aMMOUCKYaWwWmmn. Mytaums B reHe TpOMOOMNO3TUHOBOIO
peuenTtopa (MPL) Bbi3blBaeT yCUIEHHYO Npoaundepaumnio MerakapmoumToB. KnoHanbHasa
nponngepauma conposoxxaaetca obpa3zoBaHMeEM dKCTpaMenyNasapHbIX 04aros
KpoBeTBOpeHus, 6onblIEN YaCcTblo B Cesie3eHKe, U pa3BuTnem prubposa KOCTHOro Mo3ra.
Kpome Toro, MeanaTopbl BOCNANIEHUS U LUTOKNHbI, BbipabaTbiBaeMble
TPaHCPOPMUPOBAHHBIM KJIOHOM N KJIeTKAMN KOCTHOMO3IrOBOIr0 MUKPOOKPYXXEHUS,
BbI3bIBAIOT HECNeLnMUYecKyo BoCnainTebHyo peakuuno®?

PucyHoK 1. YacToTa pasfimyHbiX MyTauun npu NMMo?
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KnumHuuyeckasa KapTUHa

TUNUYHbIE KNUHNYECKNE NPU3HaKKN NMM® BKIOYAOT NPOrpeccnpytoLLyo aHeMUI,
CUMMTOMAaTUYECKYIO CMIJIEHOMEraJInio Kak CNencTBUe 3KCTpaMenyIspHOro reMmonos3a,
CUMMTOMbI OMYXOJIEBON MHTOKCMKALUMN U Pa3sinyHble KOHCTUTYLIMOHA/IbHbIE CUMMTOMBI
(Kaxekcuio, MOHMXKEHHYI0 TemnepaTypy)’. CnaeHoMeranus CyXXuT B Ka4ecTBe OCHOBHOM
NMPUYNHBI 0CNOXKHEHWUI. OHa BbI3bIBAET PaHHEE OLlyLLEeHNE CbITOCTU, 60/b B XKNBOTE 1
ANCKOMMOPT, 0AbILLIKY, Kallenb, UHOrAa anapeto. NMpu oTCyTCTBUN NIeHEeHUS
cnaeHomeranus npuobpeTaeT NPOrpeccrpyownin xapakrep®.

da3bl MMOD

B knnHn4YeckoM TeveHun NMMO sblgenatoT drasbl, OTpaXkalouime cTeneHb
nporpeccnpoBaHuns 3aboneBaHnsa: XxpoHnyeckas asa, hasa akcenepaummn, TepMmMHaIbHas
tha3a 61acTHON TpaHcopMaLUmM Unmn 6aacTHLIR Kpus (Tabn. 1)

Tabnuua 1 — dasbl nepsuyHoro mmenodubposa’
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HayaneHas cTagus
AnarHoctupyetcay bonbLUMHCTBa (Bonee 90%) NauueHToB

U3MeHEHUS KNMHUYECKOro aHanmsa Kposu (Neliko3puTpobnacTos, nocTeneHHbIi caBMr

B HEMTPOPUNBHOM 1 3PUTPOMAHOM PAAY A0 MONOABIX GOPM C HANUYMEM MPOMEXKYTOUHbIX GOPM
co3peBaHms)

yBe/VMYeHWe Pa3MEPOB NeYeHN 1 cene3eHKn

Hann4mne CMMNTOMOB OMNYyX0NeBO MHTOKCUKaLMK (NMxopaaka, noTeps Beca, Npody3Has HouHas
noTAMBOCTb)

XpoHuueckas dpasa

Dazaaxkcenepaunn 6nactel 10-19% B KOCTHOM MO3re UK NepUdepUYecKoii KpoBI

BnacTHbIA Kpu3 220% 6NaCTHbIX KNETOK B NepUpepUUHEcKoid KpOBU NN KOCTHOM MO3re

Cragpuu MMOo

e [Ipedpnbpo3Hasn/paHHAS CTaansa XxapakKTepm3lyeTcsa rmNepKAeTOYHOCTbIO KOCTHOIO
MO3ra C paclUMpeHneM rpaHysioLnTapHoOro pocTkKa, npoangepaumnen
MerakapuoumMTapHOro pocTka C aTUNMUen rmcToTonorpaumn n CTPYKTypbl
MerakapmouunToB, OTCYTCTBUEM UJIN MUHUMaJIbHbIM PETUKYIMHOBLIM (hnbpo3om
(MF-0, MF-1 no EBponenckon cuctemMme rpagaumn).

e Qnbpo3Hasa cTaamsa MOpPGOSIOrNYEeCKM XapaKTEPU3yeTCa PETUKYJIMHOBBIM,
KoJilareHoBbIM onbBpPO30M KOCTHOIMO MO3ra uam octeocksneposom (MF-2, MF-3 no
EBponenckon cucteme rpagaunm), peaykumen spuTpoMaHoOro poCcTka, BblpaxeHHON
aTUNuen afieMeHTOB MerakapuounTonossa. KnnHn4yeckasa KapTuHa XxapakTepulyeTcs
crnjieHoMmerasnanen, aHeMmmen, NoBbilLeHUEM KoHUeHTpauun 14T,
nenko3pmuTpobnacTo3omM B remorpamMmme, NOSABEHMNEM KanjeBUOHbIX 3pUTPOLNTOB.

OueHKa cTeneHn pubposa KOCTHONO MO3ra NPOBOAUTCSA MO wWKane oT 0 fo 3>

e MF-0 penkue BOMIOKHa peTuKynHa 6e3 nepecevyeHuin, COOTBETCTBYOLLNE
HOPMaJ/lbHOMY KOCTHOMY MO3ry;

e MF-1 Hen/I0THasa CeTb PEeTUKYJIMHA C MHOXXECTBOM NepeceyeHnin, ocobeHHo B
nepuBacKyIAPHbLIX 30HaX;

e MF-2 anddysHoe yBenmyeHmne naoTHOCTN PeTUKYIMHA C U3BbITOYHbIMK
nepeceyvyeHnaMu, n3penka c pokasbHbIMM 0Opa3oBaHUAMUN KoJlareHa n/mnm
(poKasibHbIM OCTEOCKJ/1IEPO30M;

e MF-3 anddy3Hoe yBennyeHmne naoTHOCTU PETUKYINHA C N3ObITOYHBIMK
rnepecevyeHmMsaMu C Ny4kKamm KoJsislareHa, 4acTto CBA3aHHbIMU CO 3HaYUTE/IbHbIM
0CTEOCK/IEPO30M®.
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