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Llenb: anpobaunsa metoamnku MLUP B peasribHOM BpEMEHM C MJ1aBIEHUEM BbICOKOIO
paspelweHns onasa onpeaeneHnss OAHOHYKNEOTUAHbIX NONMOPPU3IMOB.

MnaesneHune C BbICOKMM paspeweHmeM (High Resolution Melts, HRM) — xapakTepucrtumka
amnnmdunumpoBaHHbix obpasuos [HK B cooTBeTCTBMM C MX NOBeAEHWEM Npu Anccoumnaumm
uenen (nnaeneHmn). B npouecce MUP ¢ ncnonb3oBaHMeM napbl NpanMepoB NMPONCXoanT
HaKonJeHne aMmnnKoHa. [lanee ocyLlecTBaAsSeTCs njaaBfeHne nNpoayKTa: ABOWHAsA crnivpanb
nepexoamT B OAWHAPHYIO C BbICBOOOXAEHNEM UHTEPKAMPYIOLWEro KpacuTens n CHUXeHneM
ypOBHS dnyopecueHumn. Kpacutens cneundunyeckm cega3biBaeTcs ¢ gsyuenodeyHon JHK um
dnyopecumnpyert. Mpu oTcyTCcTBUM ABYyUenodyeyHol AHK KpacuTento He C YeM CBA3bIBATbCS, U
dnyopecueHUns NPOMCXOANT Ha HU3KOM ypoBHe. B Hauvane aHanun3a HRM ypoBeHb
dbnyopecueHumMmM BbICOKMIA, T. K. B 0bpasue coaepXxaTcs Muamnapabl Konni amnamkoHa. B
npouecce HarpesaHusa obpa3sua aAsyuenodyeyHas AHK nocTteneHHO nNiaBuUTCA, ee KONYeCcTBo
yMeHbLUaeTcs U TakuMm obpasom dnyopecueHunmn cHmxaetcs. NMpmbop oTcnexmsBaeT 3TOT
npouecc nytem namepeHus dayopecueHumMn 1 BblaaeT NoslydeHHble AaHHble B Buae rpaduka
KPUBOW NfaBneHus, oTpaxatowero yposeHb hayopecLueHunm B 3aBUCUMOCTHM OT
TeMnepaTypbl NaaBfieHns. TemnepaTtypa njaaBNeHns aMnMKOHa 3aBUCUT OT
nocnegosatenbHocTn ocHoBaHun AHK. Mpu myTtaunm B JHK KpnBas nnasneHns MeHseTcs.
OTa pa3Huua MoxXeT 6bITb o4eHb HeboNbLLION, B A0NM rpaayca.

MaTepuanom ans uccneaoBaHus nocnyxuna AHK, BblaeneHHas M3 NeiKoLMTOB KPOBU
NMauMeHTOB C UCMOJIb30BAHNEM KOMMJIEKTA peareHToB Ans Bblgenenus AHK n3 knvHuyeckoro
MaTepunana «LutonnsmH» pupmbl «AMnan-CeHc» (Poccus).

B cBoeli paboTe Mbl BNepBble B HalLEeN CTpaHe MCMONb30Basu YHUKaNbHbIA aMmnnmdukaTop
Rotor Gene Q (Qiagen, NepmaHna) — npubop, cosmeLwaowmin B cebe pyHKUUM
amnnundmkaTtopa MNUP B peanbHOM BpeMeHU U MHCTPyMeHTa a1 HRM.

OtpaboTky mMeToankn HRM nposoannu Ha npumepe nonnMmopdumnama G460W reHa ?-agayumnHa
(ADD1), Bnustowero Ha apdeKTUMBHOCTb NPUMEHEHUS ANYPETUKOB B Tepannm NaunMeHToB C
CepAeyHo-CcoCcyamCcTor naTonornmein. 3aMmeHa ogHoOro Hykneotuaa B reHe ADD1npusoguT K
3ameHe Gly Ha Trp B no3uumn 460 B Mmonekyne 6enka (Gly460Trp nonnmopdumam) u
Bbl3blBaeT n3MeHeHnsa peabcopbumm MOHOB B NOYEYHbIX KaHanbLaxX.

Mo pe3ynbtataM HRM Hawn aMNIMKOHbLI OT/IMYAAUChL MO NMKaM nnasseHus. locne
BM3yasibHOWM OUEeHKN 0bpa3ubl 661 06beanHEHbI B 3 rpynmnbl:

1) obpa3subl, Merowme oamH Nuk 83,425°C — 3TO roMO3MroTbl N0 AUKOMY ansento;
2) obpasubl, MMeWwme aBa NMKa nnasneHus B paroHe 82,7 n 83,4°C — 3TO reTepo3unroThl;

3) obpasubl, nmetowme oanH nmnk 83,39°C — 3TO0 roMO3UroThbl MO MYTaHTHOMY anento.
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Takxe pesynbTatbl HRM oueHMBanmMcb HaMM C NOMOLLbIO COOTBETCTBYHOLEro NporpaMMHOro
obecneueHns «ScreenClust». MNporpamMmma» aBToMaTUUYeCKM pasgenuna obpasubl Ha 3
KnacTtepa, KOTopble MNOSIHOCTbIO COBManu C rpynnaMun, noslydeHHbIMM C MOMOLLbLO
BM3YyanbHOro aHasnamsa.

[ns npoBepku pe3ynbTaToB reHoTUNupoBaHmsa noanmopdunama G460W reHa ADD1 ¢
nomowbto HRM 3Tm xe o6bpasubl 665N TUNMMPOBaHbI C MOMOLLBID PECTPMKLUNMOHHOIO aHanusa.

AMnnndunumpyemblii ydactok reHa ADD1, cogepxalwmnn HykneotuaHyr 3amery G460W, npwu
MHKybauun c pectpukTason Van91l obpasyeT pecTpuKTHble parMeHTbl AnMHOM 148+18 n.H.
(annenb 460W) n/nnm 166 n.H. (annenb 460G). Ons pectpukumm 6b1s10 0TO6paHo No 4 MKA
aMMNJIMKOHOB, MHKybauuto nposoamnum npu temnepatype 37°C B TeyeHme 16 u.
dnekTpodopeTnyeckoe GpakUMOHMPOBAHNE PECTPMKTOB NPOBOAMIM B arapo3HOM resie no
CTaHOaApTHOM MeToAauKe.

Pe3ynbTaTbl peCTPUKUMOHHOIO aHanmsa rnosIHOCTbIO coBnanu ¢ pesynbTtatamm HRM,
MOJTIYYEHHbIMU BPYYHYIO U C MOMOLbIO NporpaMMbl «ScreenClust».

Takmm obpas3oM, Bnepsble B benapycu 6bina ocBoeHa TexHonorns HRM ans onpeaenenus
OAHOHYKNEeOoTNAHbIX nonnMmopdunamos. MNMockonbky MeTon HRM sBnsetcsa 6onee 6bICTpbIM U
MeHee TpyAo3aTpaTHbIM NO CPABHEHUIO C PECTPUKLUMOHHBIM aHaan30M, a pesynbTaTbl 060mnx
METOAOB COBManu, Ans aHaam3sa noaMMopdU3MOB Pas3fIMYHbIX FTEHOB MOXHO MPUMEHSNTb
Mmetoamky HRM. [insa oueHkn pesynbtatoB HRM MOXHO MCMOMb30BaTb NpOrpaMmy
«ScreenClust».

O6nactb NpMMeHeHUA: MeauunHCKas reHeTmka, nabopatopHoe aeno.

PekoMeHpaUum No UCNONIb30BaHMUIO: 1) onpeaenieHMe OA4HOHYKNEOTUAHbIX NOAMMOP(U3MOB —
pacno3HaBaHue annenen (BbisiB/ieHME BO3MOXHbIX FEHOB NpeapacnosioXXeHHOCTN K 3abonesaHuto;
accoumaTuBHbIe UCCeA0BaHUs, HanpuMep, CpaBHEHME Cy4an-KOHTPOsb, FreHOTUMN-(PEeHOTUMN; oueHKa
pacnpoCTpaHEHHOCTM B NONyASAUNM UK Pa3fINYHbIX Fpynnax; BbisiBJIEHNE NOTEPU FreTepO3UroTHOCTU;
naeHTudukauma AHK; onpeaeneHve rannotunos; 2) BbiiBEHWE BPOXAEHHbIX U NPpUOBpeTEeHHbIX
MyTauui — CKPUHUHT; 3) npeauKaTuMBHblE NCCNeAoBaHUSA — nccnenoBaHus
NneHeTpaHTHOCTU/CLENNIEHHOCTM — MNpocnexnsaHne 3aboneBaHns B npeaenax cembu; 4)
naeHTndmnkaums smaos; 5) HLA-coBMecTMMOCTb; 6) oueHKa 3anureHeTu4ye-ckoro MeTUINPoOBaHuS.
Mpeano>keHnsa NO COTPYAHUUECTBY: KOHCY/IbTaTMBHasA NOMOLLb NMpV BHEAPEHUN, COBMECTHbIE
nccnenoBaHMsa No yKasaHHOW TemaTumke.



