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BaxHelliuM  OpeMMyIIECTBOM  MHUKDPOUYMIIOBOM  (MHKpPOMaTpHYHOM)
TEXHOJIOTUM HAJ TPAJAULHUOHHBIMU METOJAMU MOJIEKYJISIPHOM JTMAarHOCTUKU
ABJIIETCSI BO3MOXKHOCTh MUHUMHM3AIMU (popmara Tecta. Ilpu cBenmennn oObema
peakuMii K MHUKpPO- U HAHO-LIKaje, MHUKPOYUIIOBBIE (MHKPOMATPUYHBIE)
m1atr@opMbl  CIIOCOOHBI O0ECTIEYUTh OAHOMOMEHTHOE IPOBEACHHE PEAKLMI M0
MHOTHM COTHSIM M ThICSYaM WHIUBHUYAJIbHBIX MOJEKYJISPHBIX MulleHeil. B
pe3yabpTare, 3arparbl Ha I[POBEACHUE CKPHMHHMHIA C  HCIOJIb30BaHUEM
MUKpPOUYMIIOBOM MIATGOpPMbI MOTYT OBITh Ha HECKOJIBKO MOPSIIKOB HHKE 3aTpar,
TpeOyeMbIX ISl TIOJTYUYEHHUs] CPABHUMOIO 00beMa JUAarHOCTUYECKOW MH(opMaIu
Opy  TMOMOIIM  TPAJAMLMOHHBIX  HHU3KOIPOM3BOAMTENBHBIX  TEXHOJOTHUH.
B03MOXHOCTH COBPEMEHHOM OMOTEXHOJIOTUHN ONPEAEISIIOT BO3MOKHOCTD CO3AaHUS
MUKPOYHMIOBBIX IJIaT(GOpM pa3HbIX (OpPMATOB, MPUTOAHBIX AJII MPUMEHEHUS B
pa3HbIX 00JacTAX JA0OPATOPHOM METUIIMHBI M (PYHIaMEHTAILHOU OHOJIOTHH.
Cpenn Hux mnarpopmbl PHK-dopmara, JJHK-dopmara (Ha ocHoBe kJIHK,
OJIMTOHYKJICOTUIOB (KOPOTKUX, JUIMHHBIX, CBEPXAJIMHHBIX)), OCIKOBbIC, TKAHEBBIE,
o Ju3ailHy — JAByYMepHble (MeMOpaHHblE M TBEepAO(a3HbIE) M TPEXMEPHbIE
(BOJIOMETPUYECKHUE); MO MPHUHIMILY JETEKUUU CHUTHajda — MHUKPOIJIEKTPOHHbIE,
biyopeclieHTHbIe M paJuou30TorHbIe. [Ipu 3TOM KakIbld TUN MHUKPOYUIIOBOM
m1atr@opmMbl UMEET CBOM CHUJIbHBIE M Clla0ble CTOPOHBI, U BBIOOP KOHKPETHOTO
dbopMaTa/TEXHUYECKOTO pEUICHUsI OMpenesieTcs TpeOOBAaHUSIMU KOHKPETHOTO
MPAKTUYECKOTO MPUITOKECHHUS.

['enetnueckoe pa3HooOpa3ue 4YenoBeKa M, B 3HAYUTEIHHOM CTEIEHH,

npeapaciioadOoKCHHOCTb K PAa3BHUTHUIO 336OHeBaHHﬁ, onpeaAcACTCA CAMHUYHBIMU
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HykineotuaubiMu  nonumoppusmamu (EHII) — ToueunbiMu BapuanusiMu B
HYKJICOTUJHOM MOcienoBareabHoCcTy reHoma. [ Hekotopsix EHII ycranosnena
CBSI3b C PHUCKOM pa3BUTUSA ONpENETICHHBIX 3a00JIeBaHUM, OCOOCHHOCTIMHU
dbapmakoguHamMuku, u 1ip. B To ke Bpems, macmtaOubiii ckpuauar EHIT (a Takxke
TOYEYHBIX MYyTAlMi) MpPU TIOMOIIM KJIACCHUECKUX TICHETHUYECKUX TEXHOJIOTUMN
(monmmepasHasi UenHas peaklus, aHajdu3 JUIMHbBI (ParMeHTOB PECTPUKIIUN)
TpeOyeT 3HaYMTENbHBIX 3aTpaT. Pa3paboTka W MPOM3BOACTBO OMOMEIMIIMHCKHX
MHUKpPOYUIIOB B Poccry mO3BOJISIET MHOTOKPATHO CHU3UTh CTOUMOCTD YPE3BbIUYAHO
aKTyaJIbHbIX MCCIIEIOBAHUI B 00JIACTU T€HETUYECKOM 3MHMJIEMHUOJIOTUH, BBIBOAS €€
Ha KaYECTBEHHO HOBBIM YPOBEHb.

[Tonyuennsiii pu nomonm JIHK-mukpounnosoit texnonorun (EHII-uurbn)
MAacCHB JAaHHBIX O T€HOTHUIIE OTEYECTBEHHOW IMOMYJSLMH U €€ LEJIEBBIX IPyIIax
(Jluax cTpajarolIrX OINpeleIeHHBIMU 3a00J€BaHUsMM) CIIOCOOEH JIedyb B OCHOBY
KpUTEPUEB, HEOOXOTUMBIX Il KOMIUIEKCHOTO MPOTHO3UPOBAHUSI PUCKA Pa3BUTHUSA
MHOTHX 3200JIEBAHUI: B TIEPBYIO OUEPEAb CEPICUHO-COCYIUCTHIX.

[lenpto mpoekTa SBISETCA HE CO3JaHME MHUKPOUYUIIOBOM IIATQOPMBbI
«PEKOPAHOW» B OTHOLLICHUM YHMCJIA TOYEK HAHECEHMS, INIOTHOCTU NI€4YaTH, U T.A., a
CO3/laHUE MMKpPOUMIIOBOW IUIaTGOPMbl MaKCUMaJbHO TIOJHO OTBEYArOIIeh
TEKYIUM  HYXJaM  TE€HETHYCKOM  DJIMAEMHOJIOTMHM, M  MAaKCUMAJIBHO
cOQIAaHCUPOBAHHON C TOYKU 3pEHUsI CTOMMOCTH MPOU3BOACTBA M NPUMEHEHHMS,
yA0OCTBa MCHOIb30BAHMS, HAJEKHOCTU, U Mp. PeXUM HMX IPOM3BOACTBA MOXKET
ObITh BECbMa TMOKHMM, YTO OOECIEYMBAET BO3MOXHOCTh NMPUMEHEHHS IIUPOKOU
HOMEHKJIATYPbl MUKPOYHIIOB LIEJIEBOTO HA3HAYECHUSI.

[Iponykimed mpoekTa OyayT SBISATHCS MUKPOYMIIOBBIE (MUKPOMATPUYHBIE)

mnargopmel IHK-popmara, ocHoBaHHbIE HAa NMPUMEHEHHH CHEUU(PUUECKUX IS
MOJIEKYJISIPHBIX ~MapKepOB CEpACYHO-COCYTUCTHIX 3a00JieBaHUN - JUIMHHBIX
OJTUTOHYKJICOTUZIOB, (UKCUPOBAaHHBIX Ha TBepAod (aze. B  nuzaiine
MUKPOYUMOBBIX 1argopm OyneT HWCHOIb30BaTbCcs MNPUHIMN «YWI YUTIOBY,
NOJJpa3yMEBAIOLINI OTHOMOMEHTHOE T€HOTHUIIMPOBAHUE MHOTHUX (JIECATKOB-COTEH)

o0pa3lioB B OTHOLIEHWHM MHOTMX (IecstkoB-coteH) EHII/Toueunbix MyTaiui.
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[Tnardopmel OyayT coaep:karh HECKOJIBKO KOMHUM TOYEK HAHECEHUS T€HETUYECKOTO
MaTepuana JUisl KakJI0ro Mapkepa, a Takxke HeoOxoauMmble KoHTpoiu. Crenuduka
rUOpUIN3alMd MUKPOUYHUIIOBBIX IIATGOPM C 30HAAMH CHUHTE3MPOBAHHBIMHU Ha
OCHOBE T€HETHYECKOTO0 MaTepualia CyObeKTOB MCCIlieJOBaHUSI OyJeT OCHOBaHa Ha
npuHIMIe yniauaeHus npaiimepoB Ha JIHK-spibikax (tag-array primer extension).
Meton Bu3yanu3aluMd pe3yJabTaroB TruOpuaM3aluu  OyJeT OCHOBaH HE Ha
NPUMEHEHUU PAaTUOAKTHBHBIX M30TOINOB, & HAa MCHOJIb30BaHUH (DIyOpeClEHTHBIX
METOK, YTO ONPEAEIIUT BOBMOKHOCTh €r0 IIMPOKOTO BHEAPEHHUS B PAKTHKY.
[Torpebutensmu EHII-uunoB wmoryt sBiasTbcs yHuBepcuretsl, HUU,
MenuuuHckue BY3b1, mpoBojsiie HayqYHO-UCCIEN0BATENbCKYI0 paboTy B 00JaCcTH
TeHETHUUYECKON SIHJIEMUOJIOTHHU B 11eJIoM (COTHU Jlabopatopuit B Poccuu, Thicsauun
BO BcEM Mwupe); mnorpebutensmu crnenuanuzupoBaHHeix JIHK-Mukpounnos
NpeAHa3HAYEHHBIX JJIi JIUarHOCTHKUA (AaKTOPOB PUCKA, MOTUTOPUHTA U
MPOTHOCTUKUA 3a00JI€BaHUI - CIENUATM3UPOBAHHBIE KIMHUKA U MEAUIIMHCKUE
LHEHTPbl IIMPOKOTr0 MPOQUIIL; LUEHTPHI 310pOBbs, B T.4. JETCKHUE, T€HETUYECKHUE
KOHCYJIBTAllMM, MEIUUUHCKHE YUYPEXKICHHUSI OCYLIECTBISIOIINE JHCIIAHCEPHOE

HaOJTIOIEHUE.



