KpacHosipcKue y4éHbIe IPeII0XKH/IH HOBBIH aJITOPUTM
MOJICKY/ISIPHO-TEHETHYECKOH THAaIrHOCTHKH PaKa KPOBH

Yuénrle Cubupckoro emepanbHOTO YHUBEPCUTETA
NIPeAJIOKUIN IPUHIIUIIAATIBHO HOBBIM aJITOPUTM
BBLISIBIIEHUS U UAEHTU(GUKAIIUN MyTallui,
aCCOIIMMPOBAHHEIX C OMHUM M3 BUMIOB PaKa KPOBU —
XPOHUYECKUMHU MUeNIonponudepaTuBHEIMU
HoBooOpa3oBaHusiMu (XMH). KimroueBsie
OOCTOMHCTBA HOBOTO a/JITOPUTMa — SKOHOMUYHOCTE,
CKOPOCTH BBITIOJTHEHHUS aHAIM3a ¥ BO3MOXKHOCTD
IMarHOCTUPOBaThL 3a00JIeBaHKe YKe Ha paHHen
cTaguu (Ipu Hanu4yuu oT 3-5 % MyTaHTHBIX
annenei B oopasne THK).

[TpennoxkeHHHM c10c00 04eHb yIOOeH AJs UCIIOIb30BaHUS B TEX ClIy4asax, KOTAa A1 UarHOCTUKYU
OHK03a00J1eBaHUsI HEOOXOOMMO ITPOBECTH aHAIN3 MHOXKECTBa Pa3H00OpAa3HbIX BAPUAHTOB COMATUYECKUX
MyTalKi, KOTOpble MOTYT ObITH JTIOKanu30BaHH Ha HeOombioM pparmente [JHK (100-300 HyKI€0TUOOB), U
mo6ast U3 TaKUX MyTallui TPUBOAUT K PA3BUTHUIO OHKOIIATOJIOTMH. B YaCTHOCTH, C IIOMOIIIbI0 JaHHOTO
anropuTMa B 1ab0paTOpPUU AJIS TMAlMEHTOB C XPOHMYECKUM PaKOM KPOBU ITPOBOAUTCS aHAIU3 MyTalui B
TaKuX reHax, kKak JAK2 (B 12 sk30He onucano 6onee 40 mytanuii), CALR (B 9 sk30He onucano 6omnee 50
MyTalu).

['eHEeTUYECKUI aHATU3 COMATHUYECKUX MYTAIliil WU TeX, KOTOpPEIe He ePeNatoTCs 110 HacleACTRY, a
HOSIBJISTIOTCS C BO3PACTOM U 3a49aCTYI0 aCCOLMUPOBAHEI C OHK03a00JIeBaHUSIMHY, YYEHEIE TIPENJIOKUIH
ITPOBOOMTD B [IBa 9Tala: CKPUHUHT ¥ CEKBEHUPOBaHUE (TO eCTh ONpenesieHue MoCie0BaTeIbHOCTH
HYKJIEOTHJIOB). YKe IOCTIE TIePBOT0 3Tala, KOTOPHIY 3aHUMAaeT MeHee CYyTOK, MOXKHO OTHO3HAYHO CYOUTh O
HAJIMYUK MYTALUU B UCCIIEAyEeMOM y4aCTKe TeHa U COOTBETCTBEHHO O HaMWYUU OHKO3aboneBaHus. A Ha
3Talne CeKBEHUPOBAHUS, KOTOPHIHA 3aiMET eIll€ CYyTKH, — MOATBEPAUTh HalMYue PaHee BBHISIBIIEHHOW Ha
CKPUHTOBOM 3Talle MyTalliy U UAEHTUGUIIMPOBATh €€. BO3MOXKHOCTh OTCEYD IAI[EHTOB C OTCYTCTBUEM
aHAJTM3UPYEeMbIX MyTallM¥ y2Ke Ha 3Tale CKPUHUHTA U He MPOU3BOAUTD IIOCTIEAYIOIIee JOPOT0CTOsIIee
CEeKBEeHMPOBaHNE yIELIeB/IsIeT IUarHOCTUKY IIPUMEPHO B 7 pa3.

B Poccuu mns guarHoctuku XMH mogoOHBIE aNTOPUTMEL ITIOKA HE
HCIIONb3yIoTCs. Tak, 1o cI0BaM PYKOBOAUTENS TabopaTopuu
MOJIEKYISIPHO-TeHETUYECKUX MeTOOB ucciaenoBanuid COY TarbsaHbI
Cy000THHOM, aHAJTH3 C UCIIOIh30BAaHUEM KIIaCCUYECKUX METOIOB
IouMepa3Hoit nenHor peakuuu (ITLIP) ObICTP B BEIITOTHEHUY, HO II03BOJISIET
OTIpefienTh, HanpuMep, Bcero 1 u3 50 u3BeCTHHIX BUJOB MyTalllil B TeHe
CALR.

«Haw aszopumm no3eossiem 8visi8UMb, HANPUMEp, AHOYI0 COMaMu4ecKkyo Mymauyuro u3
8ce20 nepeyHA 803ModucHbIX 50 mymauul 8 2eHe CALR yoice Ha CKPUHUH2080M 3amane noc/e
nposedeHus o0Hol peakuuu ITLIP (8 1 npobupke), 8 mo 8pemMs Kak npu mpaduu,uOHHOM
nooxode 0/ Kaxcdo20 nayueHma npuwaocv 66l npogecmu 50 peaxyuti ITL[P (8 50 npobupkax)
014 noucka Kaxcoou mymauuu, Ymo 3ampamHo U N0 8PeMeHU, U no ueHe. Kak npasuo,
Opyeue nabopamopuu 02paHUYUBAOMCS 8blsiBACHUECM HECKOAbKUX Haubosee
pacnpocmpaHéHHbIX Mymayuli, a, 3Hauum, ecme Puck He pacno3Hamov 8ospems 601e3Hb, —
otmeuaeT TaTbssHa Cy060oTHHA. — KpomMe mo2o, npedaazaembili Nn00X00 no3eoasem
npoeodums cKkpuHuHz 0415 30 4esn08eK 00HOBPEMEHHO».



Takou Bup paka KpoBH, Kak XMH, 4daiiie Bcero BcTpedaeTtcs cpenu mopeu crapiie 50 net. YacToTa
BCTPEYaeMOCTH NalueHToB, HanpuMep, ¢ CALR myTaluel cpefy TakKoM IPYIIIIL MAllMEHTOB B CPEOHEM
coctaBnsieT npuMepHo 5-10 gyenosek Ha 100 manmeHTOB.

MeToguKa KpaCHOSAPCKUX YYEHBIX 0 AudPepeHnnanbHoi uariocTuke nanuenToB ¢ XMH mo3Bonser
BBISIBIIATE 3a00JIeBaHUe yKe IIPU He3HAYUTE/IbHOM KOJIMUeCTBe MOPaxKEHHBIX MyTalieil KJIeTOK B KPOBHU
WA KOCTHOM MO3Te 4YeJioBeKa, anpoOrpoBaHa U MOJTHOCTHIO TOTOBA K AalbHENIIEMY BHEIPEHUIO B
[IPaKTU4YeCKYyl0 MENULIVHY.

CupaBka

JlaGopaTopus MOJIEKYISPHO-TeHETUYECKUX METOMIOB UCCIeIOBaHUM OpraHU30BaHa B paMKax
corpynaudectBa COY u Cubupckoro Hay4yHO-KIuHUYecKoro 1eHTpa ®MBA Poccuu B 2017
romqy. Hanuuue BHICOKOTEXHOIOTMYHOTO 000PYIOBaHUS ITO3BOJISIET IIPOBOAUTH CaMble Pa3HbIe
MOJIEKYISIPHO-TeHEeTUYeCKHe UCCIefoBaHus. Crieruanu3anys IPOBOJUMEIX UCCIeOBaHUN:
OHKOTreMaTtojiorus, Hesposorus, HLA-tunupoBanue u ulydyeHue 3ppeKra pe3sucTeHTHOCTU K
acnupuHy cpepnu nauueHTos ¢ MBC.

[Ipecc-cayacba COY, 27 dexkabps 2018 e.
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