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[To mauubiM poekTa «Ariac resoma pakay [1] ren DNMTSA ornocurest k 127 nanbostee va-
CTO MYTHPYIOIIUM IeHaM, IPUBOJANIAM K PA3BUTHIO OHKOJIOTMYECKUX 3abosieBanuii. MyTanun
B JIAHHOM I'eHe OCOOEHHO XapaKTEepHBI JIJIsi 0CTPOro muesiounHoro Jeiikoza (OMJI) u obuapy-
JKEHBI, 110 pa3HbIM JaHHbM, v 20-22% nanuentos ¢ OMJI [2|. Bamena apruania Ha MECTHINH B
nosiozkernu 882 (R882H ) npoucxoaut B 38% ciaydaes mytarun rena DNMTS3A [3|. Bo muorux
paboTax oTMedaeTCsi OTPUIIATEILHOE BIUAHIE 3TOW MYyTaIllMl Ha BbIKUBAEMOCTH U (P PHeKTHB-
HOCTb Tepanuu |2,4].

Metos aHam3a KpUBBIX IIaBIeHUs ¢ BbiIcOKUM pasperiterneMm (HRM-anamms) mMoxker ObIThH
OBICTPBIM U SKOHOMUYHBIM METOJIOM OOHAPYKeHus JaHHo# MmyTaruu. OH OCHOBaH Ha PA3/ITHIUIX
B KPUBBIX IJIABJIEHUS B 3aBUCUMOCTHU OT U3MEHEHUH B HYK/JICOTUTHON TIOCIEI0BATEILHOCTH T'eHA.
SaMeHa apruHUHA Ha TECTUINH B TOJ0KeHUU 882 o0ycyioBiieHa 3aMeHoit G>A w IPUBOIAT K
MMOHUKEHUIO TeMIlepaTyphl 1miaseHus ¢pparmenta JTHK.

HUccnemoBanne MOCBSAIIEHO YCTAHOBIEHUIO TIpeJieia OOHAPYKeHUsT (MUHIMAJIBHBIN TPOIEHT
myrantHoit JIHK B o6pasue st ycnemntaoro obuapykenust) myraiun R882H B rene DNMTSA
Merojiom HRM-anammza, a Tak:Ke CpaBHEHWIO UyBCTBUTE/JIHLHOCTU JIAHHOTO METO/A C 3TUM IKe
MOKa3aTeIeM PECTPUKITMOHHOTO aHAJIM3a.

g crannaprusarun nporiecca HRM-anaimm3a u pectpukiium ObLIA UCIIOJIb30BAHbI CUHTE-
suposannble ojnonenodednnie JJHK ("Esporen", Poccust), coorBercrByionye (hparMeHTy reHa
DNMTS3A 6e3 myTaruu u ¢ MyTanuoHHO# 3aMenoit ojaoro Hykiaeoruga (G>A). Tak kak myTa-
st BjinsieT Ha cailt pecrpukinu « GCCGC'» ucnob3osasack pecrpukrasa Fsp4dHI (CubDuznm,
Poccus).

YyBCTBUTE/ILHOCTh METOJIOB TECTUPOBAJINA IIyTEM pasBejiennit MmyTtaHTHbIX JIHK-MmaTpui B
MaTpUIAX JUKOro Tula. Pe3ysibrar passesenus npejcTapiisgeT coboit mpodsl cojepzkarime 100,
50, 40, 30, 20, 10 u 5% myranTabix JJHK-MmaTpu,

WccnenoBanne mokasaJio, 9To mnpemesn obHapy:keHust mytarun R882H rena DNMTSA co-
crapisger 10% 1upm pecTpuKIMOHHOM aHaju3e, B TO BpeMmsa kak HRM-anaaus nossosster 00-
HAPYKUTH OJIHOHYKJIEOTHIHYIO 3aMeHy Jlazke Npu 5% KOHIEHTPAIMM MyTaHTHOW MATPUII B
mpobe. DTO AT BOZMOKHOCTH TOBOPUTH 00 aHAJN3€e KPUBBIX IJIABJIEHUs C BHICOKUM Pa3perie-
HUEM KaK O BBICOKOUYBCTBUTEJLHOM METOJIE, KOTOPBI MOYKET MPUMEHSATHCS JIJIs BbISIBJICHUS
myTtarmyu R882H y marmeHTOB ¢ HUBKUM TPOIEHTOM MyTaHTHBIX ajutesieit mpu OMJI.
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