TEMA Ne2

PA3PABOTKA HOBbIX MOJIEKYTAPHO-FEHETUHECKKMX NMOOXOAOB
ANA OUWAFHOCTUKU KAPANOMUOTNATW C LIEJTbIO NOABOPA
NMEPCOHNOPNLUNPOBAHHOW TEPATMNN N TTPOITHO3NPOBAHUA.

PyKOBOLlVITeJ'Ib N OTBETCTBEHHbIN UCMOMHUTENb nccnegoBaHuA:
AnpekTop MIHCTUTYTa MonekynsipHon 6uonorum un reHetukn PMULL nm. B. A. AnmasoBa

K.M.H. Koctapesa A.A.

MepeyeHb HayYHbIX Nogpa3aeneHuin, y4acTBOBaBLUMNX B UCMONTHEHUN
nccrnegoBaHus:

WNHctutyt Mbulr ®MUL, nm. B. A. Anma3sosa:

HJT monekynapHown kapguonornm

HWJ1 nHdmneTpatmBHbIX 3abonesaHnin cepgua

HWI1 kneTtoyHon Guonorum

Kadenpa knuHuyeckon n nabopatopHoun gnarHoctukn ®MUL, nm. B. A. Anma3sosa
Wuctutyt Mbulr ®MUL, um. B. A. Animasosa:

HWO HekopoHaporeHHbIX 3aboneBaHn cepaua

HNO cepaeyHOCOCYANCTON XNPYpPrum
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HWJ1 netckon aputmonormm

10. HJ1 BbICOKOTEXHOMOMMYHBIX METOAOB NIEYEHUS Cepﬂ,e‘-IHOIZ HeOOoCTaTO4YHOCTU

Llenb nccnegosaHus:

YCTaHOBUTL CNEKTP FEHETUYECKUX MPUYMH PasfNNYHbIX BapuaHTOB KapAuoMuonaTuii ¢
NPUMEHEHNEM TEXHOSIOMMN CEKBEHMPOBAHMS HOBOIO MOKONEHMUS.

WNcnonb3ysi nony4yeHHble OaHHble 060CHOBaTb OMTMMAIbHYH AMArHOCTUYECKY U
TepaneBTUYECKYIO TaKTUKY U onpeaenvTb akTopbl pucka Npu pasnuyHbIX KIMHUKO-
reHeTUYECKNX BapuaHTax KapanommonaTum.

MaTepmanbl M MeTobl UCCneaoBaHUA:

B pamMKax pa6OTbl npoBoguNnoCb BblaeneHne KoropTtbl nauynMeHToB, KOTOPbIM B
cooTBeTCcTtBnEe C COBpPEMEHHbIMU MeXOyHapOoAHbIMU peKoOMeHAdaundaMn nokasaHo
nposegeHne reHeTU4eCcKon ANarHOCTUKK, BbISBIIEHNE NMPUYNHHBIX MyTaLl,I/IIZ C nNoMoLblo
CeKBeHMpoBaHMA HOBOIO TMOKOJIEHUA, BepI/I(*)I/IKaLI,I/IFI O6Hapy)KeHHbIX reHeTn4eCcKmnx
BapnMaHTOB MeTOOOM CeKBEHUPOBaHUA MO CeHrepy, onpegeneHne crteneHn wux
NnaToreHHOCTn C NOMOLLbIO Pa3JINYHbIX 6I/IOI/IH(bOpMaTI/I‘-IeCKVIX NpPorpaMMHbIX MakKeToB.

OcHoBHbIe pesynbTaThl:

B xopne nposegeHHoOro nccrnegoBaHusA ObINn BbISIBMEHLI HOBbIE, paHee He ornncaHHble
MyTaunn B Ka4eCcTBe MNMPpUYnH pa3BnTuA Kapﬂ,MOMMOﬂaTMVI, a TakKkKe noJiydyeHbl AaHHbIE O



HYKeOTUAHbIX NOCreoBaTeNbHOCTAX FrEHOB, aCCOLMMPOBaHHBIX C KapAMoMMonaTusiMm
N HapyweHusMn putmMa y 26 naumeHToB. Bce nonyyeHHble pfaHHble Obinu
noaTBepXaeHbl MeTogoM cekBeHnpoBaHua no CeHrepy, OEeMOHCTPUPYSA BbICOKYHO
TOYHOCTb M cneundUYHOCTbL pa3paboTaHHOM AMArHOCTUYECKOW MNaHenun reHos. bbin
NMPUMEHEH METOA4  CTPYKTYPHOro  GMOMHGOPMAaTMYECKOrO  MOLENUMPOBaHUS U
YHKUMOHANbHON MNPeavKuMn  BbISBMEHHbIX MyTaumin. Takke Obin paspaboTaH
KOMMMEKCHbIN ~ anroputMm  BMOMHOpMaTMYEeCKoro  aHanusa AaHHbIX  LieneBoro
CEKBEHMPOBaHMS MNOSTy4YEeHHbIX Mpu nomowm npmbopa lllumina MiSeq n naHenu ans
uenesoro oboraweHns Agilent Haloplex, a Takke npuMeHeH MeToA4 npeanKunm
naToriorM4ecknx BapuaHTOB Ha ocHoBe nporpammHoro naketa dbSNFP. Anroputm
yCNewHo BHeAPEH B HAyYHYD W KIUHUYECKYID NPaKTUKYy WHCTUTYTa MOSEKYIsSpHOM
6uvonormm  mn  reHetnkn  Cesepo-3anagHoro  pegepanbHoOro MeauUMHCKOro
nccnenoBaTenbckoro ueHtpa mvenn B. A. AnmasoBa. B pesynbTaTte aHanusa Obinu
BblSIBNIEHbl HOBbIE FEHETUYECKMEe BapUaHTbl U WX COYETaHUsA, NPeanonoXUTENbHO
oTBevawLme 3a BO3HMKHOBEHWE 1 pa3suTue 3aboresaHus.



