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MEJHITHMHCKHUE AHAJIAU3bI
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CUTUNAB »

Pedepencuas rpynna: JKen. | ‘"
Nezaka3za: OBPA3EIL]

Hcciienopanue

‘ PesyabTar ‘ Enununsi PedepencHblii HHTepBaJI

Buomarepuan: Beno3Has KpoBb

Myranuu B renax JAK2, CALR, MPL

KommenTapuii:
6onee yem 90% cny4aes
naumeHToB C
yBENMUMBaET PUCK
BaXXHO OTMETUTb, YTO

pacrnpoCcTpaHEeHHOCTH C

(CHIP). Y nuu ¢

pPasBUTUA apTepualibHbIX
1N BEHO3HbIX TPOM6030B.

CALR. [laHHbIN
TpoMbouumTemMnsa mn
nmbo B cnyvasnx
Mpw oTpuuaTenbHOM

Takxe B reHe MPL, ecnun
TecTbl He 6bIn NpoBeAeHbl paHee.

nauneHTa

OTpuuaTtenbHbIn pe3ynbTaT MOXeT

AaHHOE

TecTbl He 6blnn
npoBeAeHbl paHee.

TEHETHUKA

JaTa B3sTusi 6uomarepuasa: /laTta nocTynjieHus B J1a00paTOPHIO:
16/04/2024 07:45 17/04/2024

Ananumuyeckas cucmema: I'enemuueckuii anaruzamop Applied Biosystems 3500/3500xl, Thermo Fisher Scientific, CLLIA

A27.05.021.000.03 Monexynapno-eenemuueckoe uccredoganue mymayuii 6 cenax JAK2, CALR, MPL, kauecmeennoe uccieoosanue

bruta oOHapyxeHa
mytanust V617F rena
JAK2

HE 00HAPYKEHO

Y naumeHTa 6blna obHapyxeHa MyTaums V617F B reHe JAK2. MyTtauus V617F B reHe JAK2 BcTpevaeTcs B
UCTUHHOM NonuuuTeMmn, a Takxe y 60% nauMeHToOB C 3CCeHUManbHON TpoMbountemmen n mmenocdunbposom. Y
3CCeHLManbHOM TpoMbounTeEMMEN N MNENOPUOPO30M MONOXKUTENbHbIA CTAaTyC Ha AaHHYI MyTauuio
TPOMBOTUYECKUX OCNOXHEHUI, @ TaKXXe NpeacKasbiBaeT 6osee arpeccuMBHbIN TUN TeyeHus 3aboneBaHus.
MyTaumnsa V617F B reHe JAK2 moxeT BcTpeyvatbes y 0,3-1,2% 340pOBOro HaceneHus C yBeim4eHnem

BO3pacToM obcnenyembix. JaHHbIM peHOMeH HocuTenbCcTBa MyTaumm V617F B reHe JAK2 y nuy 6€3 cMMNTOMOB
OHKOremMaTosiormyeckoro 3abosieBaHns Ha3blBAETCA KJIOHAsbHbIV reMOMNo033 HeonpeaeseHHoro noteHunana

K/IOHANbHbIN FreMON033 HeonpeAesIEHHOro NoTeHuMana nosoXuTesnbHbiX Ha V617F MyTaumio NOBbILWEH PUCK

Y naumeHTa He 6b110 06HapyxeHo MyTauuin del52bp (MyTaums Tuna 1) n insTTGTC (MyTauusa Tuna 2) B reHe
pe3ynbTaT He UCKJIYaeT Y nauneHTa MmenonponndepaTHbiX 3aboneBaHnii, TakKMX Kak acceHumnanbHas
Muenodunbpos. OTpuuaTenbHbIi pe3ynbTaT MOXET HabnaaTbCs NMPpU HU3KOW KOHLEHTpauumM MyTauum B KPOBHU,
TPOMHOro-HEraTMBHOro eHoTMna muenonponndepaTnBHbix 3abonesanunii (JAK2, CALR, MPL-HeraTuBHbIE).

pe3ynbTaTe Ha AaHHOe uccneaoBaHWe peKkoMeHAyeTCcs NpoBeAeHne uccnenoBaHua MyTtaumi B reHe JAK2, a

Y naumeHTa He 6b110 06HapyxeHo myTaumi W515K, W515L reHa MPL. [laHHbIN pe3ynbTaT He UCKOYaeT y
MuenonponndepaTHbiX 3aboneBaHn, TakKMX Kak 3cCceHUnanbHas TpomboumtemMmnsa n Mmmenodunbpos.

HabnwaaTbCa NpU HU3KOM KOHLEHTpauMn MyTtaumm B KpoBu, W60 B Criyyassx TPOMHOrMO-HeratTMBHoro deHoTuna
MuenonponudepatMBHbix 3abonesannii (JAK2, CALR, MPL-HeraTuBHble). Mpun oTpuuaTenbHOM pe3yfbTaTe Ha

nccneaoBaHue pekoMeHayeTcsl NpoBeAeHne uccneaoBaHua myTtaumi B reHe JAK2, a Takxe B reHe CALR, ecnun

Hcenonnurenu: Obpazen O.b.
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