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Llenb: npeanoXxutb HOBbIE
MeTOo bl NpeacKkasaHns u
ONarHOCTUKU
MUTOXOHApPUaribHbIX
bonesHen




CyTb npoOnemMbl

- MumoxoHOpuaribHbie borne3Hu obradarom
crneyuguyHocmabro pazsumus u
rposierieHus, 8 cesi3U ¢ 0COBEHHOCMbIO
XKU3HeoesimerilbHOCMU MUMOXOHOpUU

- MPO2HO3upoeaHue 3aboreesaHul U3-3a
3amux xe ocobeHHocmeu 3ampyOHEeHO



BapuaHThl pelleHnsa noctaBneHHOU
npooremsbl

npyv MUTOXOHAPUAInbHLIX 3aboneBaHusx nponcxoaat mytaunm B JHK
MWUTOXOHAPWK, B CIe4CTBUE Yero HapyLuaeTcs ee PyHKUMOHNPOBaHWE
-B CBSA3M C 3TUM Mbl XOTUM MPEaSIOKNTb OAUH U3 CIOCODOB ANArHOCTUKN
MUTOXOHAPWaribHbIX 3aborieaHnu
-8 AHrnuun B ropoae Kapandpd D.N. Cooper, E.V. Ball, P.D. Stenson, A.D.
Phillips, K. Howells, S. Heywood, M.E. Mort and M.P. Horan. co3ganu 6asy
OaHHbIX BCEX U3BECTHbIX MyTaLWun B reHax Yyenoseka, B YacTtHocTu B [1HK
MUTOXOHAPUN
- C MOMOLLbIO 3TOW Ba3bl MOXHO Y3HaTb BCE BO3MOXHbIE MyTaLun B
KOHKPETHOM reHe rnpu KOHKPETHOM MUTOXOHAPUarnbHOM 3abonesaHum

http://www.hgmd.cf.ac.uk/ac/index.php




3Has KOHKpemHyr rocriedogamersibHoCme HyKrieomuoos 8
MymupoeaHHou [JHK mumoxoHOpuu, ¢ noMowbto Memooos
2eHHOU UHXXeHepuu MOXHO co30amb PpeKoMOUuHaHMHYH
rnasmMudy U egecmu 8 COMamuYeCKyHo KIiemky yeriogeka

-Ons cuHTEe3a peKoMOMHAHTHOM NnasmMuabl HEOOXOAUMO C MOMOLLIbIO
BbllLeyKa3aHHOM Ba3bl AaHHbIX Y3HaTb BO3MOXHbIE
nocnenoBaTefibHOCTU HYKNEOTUAO0B, XapaKkTepHble ONA MyTUPOBaHHOU
OHK npn KOHKPETHOM MUTOXOHAPUAarIbHOM 3aboneBaHnn
-OCHOBbIBasiCb Ha MHdoOpMaLUMK, NONTy4YeHHOW 13 6a3bl JaHHbIX O
KOHKPETHOU nocrieaoBaTtenbHOCTM HYKNeoTUA0B , NMPOBECTU CUHTES
ydyacTka OHK (BcTaBku), KOTOpbIN B nNocneayrLlem oyaeTt sBnaTbCs
npanMepom 1 byaeT KOMNINeMEHTapeH Yy4acTKy, NOsly4EHHOMY HaMu U3
0a3bl JaHHbIX




--0NS 3alWMThl BCTABKWN OT AEMACTBUSA HYKNeas3 BHYTPU COMaTUYECKOM
KNETKW, HY>KHO BCTPOUTb €€ B Nnasmuay, B3ATyo oT baktepuu (E.coli)

-B NONYYEHHY PEKOMONHAHTHYIO NNasmMmay (BEKTOP) BCTPOUTL reH,
OTBeYarLMn 3a CUHTE3 onpeaeneHHON aMUHOKUCIIOTHOM
nocrneagoBaTenbLHOCTN, KOTopasd B AanbHenwem byaeTt aBnaTbcst 6enKom-
METKOU

-BBECTU BEKTOP B OPraHN3m HesioBeEKa

-B Clny4ae ecrnv B coMaTu4ecKomn KrneTke YerioBeka eCcTb MyTMpOBaHHas
OHK mutoxoHapun, ¢ nocnegoBaTenbHOCTLIO HYKNEeoTUA0B aHanorM4Hom
B3ATOM HamMn 13 6a3bl AaHHbIX, CUHTE3UPOBAHHbLIN HaMK nNpanmep byaet
y3HaBaTb MyTaHTHYIO (MnTOXOHApuanbHyo) JHK n BcTpansaTbecs B Hee

-nocne BcTpaneaHuns B mytupoBaHHyto [JHK npanmep 6yaet 3anyckatb
cuHTe3 matpudHon PHK

-Hapsaay ¢ 6enkammn, CUHTE3UPYyeMbIMU MUTOXOHAPMEN ByaeT naTM CUHTE3
oenka -MmeTKu



XapaKTepuUcTuKu
benka

1. becnpenaTCTBEHHO NMPOXOANTb Yepe3 BHYTPEHHIOK N HAPYXKHYIO
MeMbpaHbl MUTOXOHAPWNA.

2. ObITb Be3onacHbIM AnNst opraHn3ma
3.00/MKEH BbITb MOHN3UPOBAHHbLIM

4. HE UHaKTBMPOBaTbCA B NeYeHun

-MPpU COOTBETCTBUN BCEM BblLLENEPEYNCNEHHBIM KPpUTEPUSAM DENOK
BbyneT nonagatb B KPOBb

-nageHTndunkauma 6enka Bo3MoXKHa ¢ NOMOLLbIO aHanm3a obpasua
KpoBu npu nomown metoga NOA.

- TaKXXe MOXHO NCMNOMb30BaTb MAacC-CNEKTPOMETPUIO C
NCKPUBMNEHHbLIM KBaApYynonbHbIM (OUNLETPOM



OCHOBHbI€ BbIBOAbI

[MpennoxeHHbI Hamu crnocob BbISIBIIEHUS MUTOXOHAPWUANbHbIX
3aboneBaHuU MOXET ObITb UCMOMNb30BaH ANA AUarHOCTUKM
KOHKPETHOro MUTOXOHAPWarnbHoro 3abonesaHns

- HaNpUMep, Y AeTeNn, PoXKAEHHbIX OT OONbHbLIX MaTepen, HO eLle He
NMEIOLLINX SABHbIX KIMMHUYECKNX NPOsiNeHnii 0onesHu

- NV AN NoATBepPXOeHUSA KOHKPETHON MUTOXOHApUanbHOM 6onesHm
y Ntofen ¢ ABHbIMU KIMHUYECKUMW NMPOSBAEHUAMM.



