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KomnnekcHbIn aHanu3 myTtauun B reHax JAK2, CALR, MPL

lMokazartenb PesynbTtar PedepeHcHble 3HavYeHus
AHanua mytauun B reHe MPL He obHapyxeHo MyTauwnii B reHe MPL He oGHapy»xeHo
AHanus mytauumn, geneuun, MHCepLMn B reHe obHapyxeHa nHcepumsa insTTGTC MyTtauwnii B reHe CALR He
CALR B reHe CALR oBHapyXeHo
BbisiBneHne comatuyeckon mytaumm JAK2 V617F He obHapyxeHa MyTauns V617F rena JAK2 He
obHapyxeHa

KommenTapuu k npode: Y manuenTta He 0p110 00Hapyx)eHo myTanuit W515K, W515L rera MPL. [lanHBIH pe3ybTaT HE UCKITIOYAET
y IarueHTa MUEIONpodepaTHsIX 3a00JIeBaHNHN, TAKUX KaK 3CCCHIMAIbHAS TPOMOOIITEMIS 1 MIET0(huOpo3. OTpuraTenbHbIH
pe3yIbTaT MOXKET HaOII0MaThCS IPH HU3KOHM KOHIIEHTPAIIMK MYyTAaIlUH B KPOBH, JINOO B CIIy4asix TPOIHOTO-HETaTUBHOTO (heHOTHIIA
MuenomnponudepatuBHeix 3abonesanuii (JAK2, CALR, MPL-neratusssie). [Ipu oTprnaTessHOM pe3ynbTaTe Ha JaHHOE
HCCIICIOBAHUE PEKOMEHIYETCs IPOBEICHIE HCcenoBanus Mytanuii B rene JAK2, a takxke B rene CALR, ecnu TecThl He ObUTH
IIPOBE/ICHBI paHee.

VY nanuenTa obHapyxena mytanus B reH CALR. Mytanuu B rene CALR Berpevatorest B 27% city4aeB 3cCeHIMAIbHON
TpoMOoIUTEMHH U B 36% cityuaeB Muenodudposa. Myraunuu B JaHHOM I'eHe HEe aCCOLMMPOBAHBI ¢ PEOTUIIOM MoMuuTeMun. B
OonpmHCTBE ciydaeB myTanuu B reHe CALR npencraBnens: ayms adbeppanusmu: del52bp (myranus tuma 1) m insTTGTC
(MyTtanus tumna 2). Mytanus tTuna 1 game Bctpedaercst npu Muenohuopose u cBsi3aHa ¢ 6oiee O1aronpuaATHBIX MPOTHO30M. MyTarms
THUIA 2 Jarie 00Hapy KUBAETCSI IIPH 3CCEHIINANBHON TPOMOOIINTEMHUH 1 CBA3aHa C 00JIee BBICOKIMH YPOBHSIMU TPOMOOIINTEMHUH, YEM
pu MyTanuu Tama 1. JleTexus MyTanuy Tumna 2 npu Mueno(huopose mpeIcka3biBaeT 001e BRIPaXCHHYIO CIITICHOMETAITHIO,
IIUTOIICHNUS, a TaKk)Ke OOHapy)keHue 06J1acToB, UeM Ipu MyTaryu Trmna 1. Beisiiaenue myrammii B rene CALR compsixeHo ¢ Oomnee
OJIarOIPHUATHBIM IIPOTHO30M IIPH ICCEHITNATIBHOIM TPOMOOIINTEMUH U MUENoGHOpo3e, 4eM NPH HATMUUHN MyTarmi B rene JAK2 u
MPL. Myrarnuu B JaHHOM I'eHe MOT'YT OOHapYKHUBAThCs Yy JIUIL 0€3 MHUEIONPoIM(epaTHBHBIX 3200J€BaHUI TPU KJIOHAJIBHOM
remMoroas3e HeomnpeaeneHHoro norexuana (CHIP).

VY nanuenTa He 66UT0 0O0HapyxkeHo MyTaru V617F B rene JAK2. OtpunarenbHbli pe3ysibTaT He HCKII0YaeT y MalyueHTa
MuenonponepaTuBHBIX 3a00neBannil. OTpUIATENIBHBIA pe3ybTaT MOKET HAOI0IaTHCS IPH HU3KOI KOHIIEHTPAIlMK MyTalluy B
KpOBH, THOO B CIIy4asX TPOHHOTO-HEraTUBHOTO (heHOTHITa MueTonpodepaTuBHBIX 3a0omeBannil (JAK2, CALR, MPL-HeraTuBHEIE).
IIpu oTpunaTensHOM pe3ynbTaTe Ha JAHHOE UCCIEeJOBaHUE Y MAUEHTOB C MOJ03PEHNEM Ha HCTUHHYIO MOJUIIMTEMHIO PEKOMEHIYETCA
npoBeneHue uccienoBanus B 12 sk3one reHa JAK2. [Ipu V617F-HeraTuBHBIX CIydasx 3CCEHIIMATBHON TPOMOOIIUTEMIH H
Muenohruopo3e peKoMeHIyeTCs POBEACHNE HecenoBanuii Ha myTanun B reHax CALR uw MPL.

Hara BeimonHeHust uccienosanus: 24.03.2023 HUccnenosanue Bomonamt: Koasuenko O. JI
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