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3HAYEHWE MYTAIIUU TEHA J4K2V617F IPH JUOPEPEHIIUAJTBHOM

AUAT'HOCTHUKE Ph(-) OTPHUATEJ/JIbHbIX XPOHUYECKHUX
MUEJONPOJIN®EPATUBHbBIX 3ABOJIEBAHUH

XpoHuueckue MuenonponudpepaTuBabie 3a60-
neBanus (XMII3) — »T0 rpymnma, BKIIOYaromias
HECKOJIbKO KJIOHaJbHBIX Ph-HeraruBHbIX remaroso-
ruyeckux 6osesHel. K caMbIM yacTbIM MHENONpo-
nudeparuBHBIM 3a00JI€BaHUSIM OTHOCSITCS dPUTPE-
MU, XPOHUYECKUN MErakapuOLMTAPHBIN JEUKO3 U
cyOIIeiiKeMU4eCKUN MUETI03.

Hecmotps Ha coxpaHstouecs CI0KHOCTH B JIH-
arHoctuke XMII3, nccnenoBanue Ha HaJIMYKUE MY-
taruu VO617F rena Jak2 — HeobOxoaumoe ycioBue
JUIsl yCTAHOBJIEHUS MTPAaBWIIBLHOTO AuarHos3a. /lanHas
MyTalus SABJISICTCS COMAaTUYECKONH U MPOUCXOJIUT B
FEMOIOATUYECKUX  KJIeTKaX-MpeIlleCTBEHHUIAX.
B cBs3u ¢ atuMm npucyrctBue mytanuu Jak2 V617F
TeNepb pPacCMAaTPUBAETCA KaK IVIaBHBIA KpUTEpUMl
s Bepudukannu XMIT3.

Ilenv pabomsr. WV3yuuTh MyTauioO TeHa
JAK2V617F npu pa3nuyHbIX KIMHUYECKUX BapH-
antax Ph(-) orpumarensapix XMII3 u onpenenutsb
€€ 3HAYMMOCTh NPU Bepu(PUKALIMU TaHHBIX 3a00I1e-
BaHUI.

Juisi BBISIBIIEHUSI 4YacTOThl BCTPEYAEMOCTH MY-
taruu V617F B rene JAK2 ObL1 uCIONb30BaH BbI-
COKOCIIeIM(UYHBIA METOJ] TOJUMEPA3HOU IIem-
Hoit peaktuu (I1L[P). UccnenoBanus npoBeaeHsbI y

63 OONBHBIX C JUArHO30M 3PUTPEMHUS, SCCEHIIUAIIb-
Hasg TPOMOOIMTOINCHHS, CyOJeHKEeMHUECKUN MU-
eno3, a Takxke y 14 6onbpHbIX Ph(+) XpoHnueckum
MHEJIOIEHKO30M U 16 310pOBBIX JOHOPOB.

AHanu3 4acToTsl BcTpeyaeMocTu MyTauuu V6l 7F
B reHe JAK2 nokasai, 4To B IpyIIIe U3 MIECTHAALUATH
3JI0POBBIX JIOHOPOB JIaHHAsI MyTaIlusl HE ObLIa BBISIB-
neHa. B rpynme GonbHBIX ¢ monoxkuTeabHsiM BCR-
ABL xpoHndeckuM Muenonienko3som mytamus V6l 7F
B reHe JAK?2 Takxe He OblIa BBISBIICHA HA Y OJTHOTO
n3 marueHToB (14 obcnenoBanubix). [Ipu aputpemun
MYTaHTHBIM reH oOHapyxuBaics y 74,1% (23/31),
NP dCCeHIMaIbHOI TpoMOoruTonennn — y 50.0 %
(5/10), mpu cybneiikemudeckom muenose —y 27,3 %
(6/22) marmeHTOB. Y TpeX MAIlEHTOB C APUTPEMHU-
el 3Ta MyTauus B KJIETKax-MpeAlIeCTBEHHUIAX Ie-
MOIO?3a TIPEICTaBIIEHa B TOMO3UTOTHOW (opme.
W3BecTHO, YTO HAJIMYME TOMO3UIOTHON (OpPMBI JaH-
HOM MyTallM¥ IPOHUCXOIUT 34 CUYET MHUTOTHYECKOU
PEeKOMOMHALIMY U TyTUIMKAIITH MYTaHTHOTO aJlIeIs.

Takum oé6pa3zom, HalllU NpeBapUTEIbHbIE JaH-
HBIE TAKXKE MMOATBEPKAAIOT HEOOXOAMMOCTD UCITOJb-
30BaHUS aHaIW3a Ha Haln4ue MmyTtaiuu JAK2V617F
y 6ompHBIX Ph(-) XMII3 npu Bepudukammm quaruo-
3a 3a00s1eBaHuUsl.





