HammeHoBaHue
YCnyru

MoneKkynapHo-reHeTUYecKas AMarHoCTUKa XPOHUYECKMX MUenonpoandepaTMBHbIX
3abonesaHnn. OnpeaeneHne mytaunn G1849T (V617F) B reHe JAK2

Kopg ycnyru

A 27.30.205

KpaTKas
nHpopmauma o
3aboneBaHun

leH JAK2 KogupyeT perynatopHbln 6enoK, 061a4atoWwmin TMPO3MHKMHA3HOM aKTUBHOCTbIO.
TUPO3UHKKMHA3bI YCKOPALOT nepeHoc pocdaTHOro octaTka ot ATD Ha TUPO3UHOBbLIN OCTAaTOK
cneumduyeckuUx KAETOYHbIX OenKoB-MULIEHEN, PEeryanpyloT KAETOYHbIM  PoCcT WU
andodepeHumnpoBKy, anontos. Mpu noasneHnn mytaummn V617F B reHe JAK2 npoucxoaut
ycuneHue curHana ot JAK2, 4to npmMBoamT K n3bbIToUHOMY 06pa3oBaHUIO KNETOK.
ToyeyHaa myTtaumsa V617F, pacnonoxeHHasa B 12 3Kk30He reHa JAK2 (OMIM 147796),
BCTpeyaeTca y 95% naumeHToB C AMAarHO30M WUCTMHHasA noauuuTemua (OMIM 263300).
UCTMHHAA nonuumMtemma - MANONATUYECKOE XPOHMYecKoe muenonponvbepatMBHoe
3aboneBaHMe, KOTOPOE XapaKTepu3yeTcs yBeanvyeHnem obLlieli Mmaccbl SpUTPOLUTOB, YTO
NPoABNAETCA YBEMYEHMEM remMaTOKpuUTa. 3aboseBaHUE CONPOBOMKAAETCA YBEANYEHUEM
pucKa Tpomb03a.

TakKe MoKasaHo, 4YTo MyTaumm B reHe JAK2 accoummpoBaHbl ¢ 6HosnesHAMU:
aputpoumtemma (OMIM 133100), nenkos (OMIM 601626), mmenodubpos (OMIM 254450),
Tpomboumtemua (OMIM 614521), cuHapom Bagaa-Kuappu (OMIM 600880).

[narHo3 ycTaHaB/AMBAETCA HA OCHOBAHWUWM OOLLEro aHanM3a KPOBW, MPUCYTCTBUA MyTaLMi
reHa JAK2 n KNIMHNYECKUX KpUTEPUEB.

MepeyeHb
nccnenyemblx reHos,
MyTaLmi

OcywecrtBnaerca nonck mytaumm V617F B reHe JAK2 ¢ ucnonb3oBaHMEM ABYX
MONEKYNAPHO-TEHETUYECKUX METOA0B:

1. PeCTpUKLMOHHbIN aHann3
2. CeKkBeHuposaHue no CeHrepy

UHpopmauyma o
meToze.
TpeboBaHue K
MaTepuany

[ns BbINONHEHWA aHANU3a UCNONb3YeTCA KPOBb, B3ATas U3 IOKTEBOMW BEHbI B MPOBUPKY C
3/TA B Konmyectse 4 M. KpoBb bepeTca He3aBUCMMO OT Npuema nuLim.

CpOK BbIMO/THEHUA

15 paboumnx gHet




