YuyéHble anmpoOHPOBAJIH elllé OMHH CKPHHHHTOBBIH METO/ /IS
BBISIBJICHHSI OHKOT €HHBIX MyTalluH

Yuénrle Cubupckoro emepanbHOTO YHUBEPCUTETA
B COCTaBe I'PYIIE], B KOTOPYIO TaKXe BOIIIU
COTPYOHUKY Hay4YHO-UCCIIEN0BaTEIbCKUX U
MeOuLMHCKUX opranu3anuii KpacHosipcka u
MOCKBBHI, TOKa3a/H, YTO UCII0JIb30BaHue
HRM-aHanmu3a — OBICTPOTO ¥ 9KOHOMHUYHOT'0
MeTofa IJs1 BHISIBIIEHUS TIOOBIX U3MEHEeHUN
nepBuuHOU CTPYKTYpH [IHK, BEIMONMHSAEMOrO Ha
npubope «CFX96», mo3BonsieT apheKTUBHO
BBLISIB/ISITH ONIACHBEIE COMaTUYEeCKHe MyTallluH,
CBsI3aHHBIE C PA3BUTHEM OHKOJIOTUYECKUX
3abosieBaHUi, B YaCTHOCTH, paka KPOBH. YUEHEIe 110JIaraioT, YTO JaHHBIM METOJ CliefyeT BKITIOYUTD B
KayecTBe CKPHHUHTOBOTO TECTa B CYILIECTBYIOIINHI aJrOpuTM J1abopaTOPHOT'0 TECTHPOBAHUS. ITO CHeIaeT
MOJIEKYISIPHO-TeHEeTUYECKHe TEXHOJIOTHY 00Jiee MOCTYIHEIMU U 9PPEKTUBHBIMHU.

Comatuyeckue MyTaluu (TO eCTh Te, KOTOpPHIE He [lepefatoTcs 10 HacleqCTBY, a IOSABIIAITCS B TeYeHNe
JKU3HU 4YeJI0BeKa), aCCOLMUPOBAHHbBIE C OHKOJIOTUYECKUMU 3a00/IeBaHUSIMY, B TOM YUCIIE C
Ph-muenomnponudepaTuBHEIME HOBooOpa3oBanusamu (Ph-MITH), ouens pa3HooOpa3ubl. MeTonbl,
II03BOJIAIOIINE TOYHO UOEHTU(DUIINPOBATh, @ TaKXKe OINPEeNeIuTh YPOBEHb ajlJIeIbHOY Harpy3KH
COMaTHAYECKUX MyTallull SABISIOTCS JOPOTOCTOAIMKMMY U AUTENbHEIMY (CEKBEeHUPOBaHNeE, KOIMUYEeCTBeHHAS
[TLP u gp.). UMeHHO T03TOMY YK€ Ha CaMOM PaHHEM 3Talle BHIIOTHEHUS IUAaTHOCTUYECKUX IIPOLEAyP
JKeJlaTeIbHO IPOBECTH PSN CKPUHUHTOBEIX 1a00PaTOPHBIX TECTOB.

Comatuueckue myTtainuu B reHax JAK2 u CALR BrIgBNAOTCS NpakTudecku y 90% nanueHToB, CTpagaroIix
OHKOTeMaTojiornueckuMu 3aboneBanusimu. Mytarust V617F B rene JAK2 BcTpeuyaercs B 95% ciydaes
Cpenu MallMeHTOB C UCTUHHOM MOMUIUTEMUEN, C 3CCeHIManbHON TpoMOoruteMueii B 50-70%, ¢
muenodpudposzom — 40-75%. PactipocTpaneHHOCTh MyTanuuii B reHe CALR cpequ nanueHTOB C
Muenopubpo30M U 3CCeHLKANbHOM TpoMOoLuTeEMUEH, B CBOIO ouepens, coctabnseT 20-30%. B
KJIMHUYEeCKUX pekoMeHpauusax BO3 BeIsIBIIEHUE 3TUX MyTalluii Ha3BaHO ONHUM U3 OCHOBHEIX KDUTEPUEB,
[I03BOJIAIOIINX [TIOCTaBUTh BEPHBIM IUAarHo3 U CBOEBPEMEHHO Ha4yaTh TEPAIUIO.

«[In15 CKPUHUH208020 UCC/1e008aHUA MAKUX Mymayul paHee Mvl npedaaz2anu
ucno/ab308ams Memoo 2emepoodyn/ieKCHO20 dHAAu3d ¢ NOCAe0yULUM
2/eKmpopope3oM 8 NoAUAKPUAAMUOHOM 2eae. B daHHotl sce pabome Mol
npedaz2aeM uCno/b308amb Memoo aHA/AU3 KPuBblX N/Aa8/AEeHUS C 8bICOKUM
paspeweHuem (HRM-aHanus, high resolution melting). Takou aHaaus
cyumaemcs 8blCOKOUY8CMBUMENbHBIM U NOOX00UM 0414 CKPUHUH2A 8CeX
munos mymauull. Kax u 8 cayyae npogedeHus 0py2ux MoaeKyA1pHO-2eHemuyeckux Memooos
015 npogedeHuss HRM-aHaau3da mpebyemcs amnaupukamop. AMnaugpukamop noseossiem
cuHme3uposambs 60.1bUWO0E KOAU4eCms8o Konul HyxicHo20 ppaemenma IJHK.

ITockobKy pocculickue 1a6opamopuu 0CHAW,eHbl NPeUMYULeCMBEHHO aMNAUGUKAMopamu
,CFX96" (Bio-Rad, CIIIA), mbl pewuau npogecmu CKPUHUH2 COMAMUYeCcKux Mymauul 8 2eHax
JAK2 u CALR memodom HRM-aHaausa uMeHHoO ¢ NOMOULbH0 MAako20 npubopa u npo2pammubl
»Precision Melt Analysis”. CKpuHu2 npogoduau 015 nay,ueHmos ¢ 00Ka3aHHbIMU
OHKO2eMamoi02uyeckumu 3ab601e8aHusiMu», — COOOILIU COABTOP UCCIIeIOBAHUS, CTYIEHT
WHcTuTyTa QyHOAaMeHTaabHOU 6uonoruu u 6uorexuonoruu COY [Imurpuii KypoukuH.



Brinmo nmpoananua3upoBano 10 o6pa3uos [THK maimenToB ¢ Mytanusamu B reHe JAK2 unu B rene CALR.
Y4éHbIM ¢ moMoIIbio TporpaMMul «Precision Melt Analysis» ymanoch 00HapyKUTh BCE BapUAHTEHI
aHa/IM3UPYeMbIX MyTallui, B TOM YUCJle, ODHOHYKIEOTUAHYI0 3aMeHy B reHe JAK2 u pa3snoobOpa3sHsie indel
myTtauuy B rene CALR. B KauecTBe KOHTPOJIA UCIOIh30Bau ABa oOpa3ua [JHK 6e3 myTaruii B
aHanu3upyeMselx ydyacTkax reos JAK2 u CALR.

«B xo0e uccaedosaHus 6110 0oka3daHo, ymo HRM-aHaau3, Komopulil Mbl
8blN0AHAAU Ha npubope «CFX96», no3goasiem ycnewHo 0eaams CKPUHUH2
8adiCHbIX 015 NnocmaHosKu duazHo3a (Ph-MITH) mymauuti 8 onpedenéHHbIX
yuacmkax 2eHo8. HRM-aHaau3 MOXCHO UCN0/16308amb 015 0OHAPYHCEHUS 8CeX L, i/f'
munoe mymauuti Ha Heboavwom ppazmenme JTHK, amo oyeHb yOoOHbll 4
memo0. OH 8bicokouy8cmBuUMebHbIl U He mpebyem 60AbWUX 8PeMEHHbIX

3ampam. 3ameuy, 00HaKo, Y¥mo pe3y/1bmambl 3mMo20 AHAAU3d, KAK U Opyeux CKPUHUH208bIX
mecmos, ciedyem 06s13amebHO Nnodmaepxicoams ¢ NOMOWbI0 Opy2ux
MO/NeKYASIPHO-2eHemu4eckux Memooos», — OTMeTHUJIa JOLeHT Kadenpbl MeOUIIMHCKON
Ouonoryuy, CTapiivii HAyYHBIN COTPYAHUK Hay4YHO-IIPAaKTUUECKOi TabopaTopunt
MOJIEKYISIPHO-TeHEeTUYeCKUX MeTOHO0B uccienoBanusi COY Tarbssna Cy00oTHHA.
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VccnemoBaHue BHITONMHEHO Ha 0a3e HayuHO-TpakKTUYEeCKOU Tab0paTOpPUK MOJIEKYIISIPHO-TEeHETUYECKUX
MeTonoB uccienoBanuu COY.

ITpecc-cayacba COY, 4 mas 2022 e.
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