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POJIb BHOMH®OPMATUKA BTI'EHHOM TEPAIIMA
MYKOBHUCIHHUJIO3A Y IETEN

Canoxuaauuona P.K
cmyoenmka 3 Kypca iewebHo20 Gakyibmema
CanpoB A.b.
cmydenm 2-kypca neuebnozo gaxyromema, Yuusepcumem Anvbghpazanyc.
Tawkenmckutl eocy()apc'r;eeﬂﬂblil cmomamono2uyeckull uHcmumym, Yzoexucmad,
& Abayranmesa II1X.
Tawxenm Hayunvie p}mogodumeﬂu cm)vp Kagheopuvl buodusuxu u
uHGOpMayuorHbIX mexHono2ull 6 meouyure TI' CH
>/ Myxcunopa M.X.
K.M.H., Ooyenm, 3a6e0yioujas kageopoullpeomemos mepanesmuueckux HanpaeieHu
s

AKTya.]ILHOCTb. BronHpopMaTHKa mpeAcTaBiseT coGoil oaHy M3 Hambosuee OypHO
Pa3BUBAIOIIUXCS OGﬁaCTeI/I HAayKH{ ‘Ha-.CELOAHAHUM neHb. DaKTOphl, CIOCOOCTBYIOIINE
pocty I7106aJIbHOTO phiHKA 60UH(QOPMATHKY, BKIIIOUAIOT YBEIMUYUBAIOLIUIACS HHTEPEC K
HyKJICHHOBBIM KHCJIOTaM M CEKBCHHPOBAHHIO OCIKOB, AKTUBH3ALHMIO HWHULHATHB CO
CTOPOHBI TOCYAapCTBEHHBIX M YaCTHBIX yqpemneﬂﬂﬁ CTPEMUTETLHOE Pa3BUTHE
NPOTEOMHKH ¥ TE€HOMHKH, a-. TaKXKE paCIIMpPEeHHE) HCCIIeJOBaHUH B oOjacTu
MOJIEKYJISIPHON OMOTOTUH U pa3p£6“ TKU JICKaPCTBCHHBIX CPEJICTB.

Ieab Mccaen0Banus. ONTUMU3aNKUsI PaHHEN AMATHOCTHKY MYKOBHCLMA032 Y netei
MOCPEJCTBOM  HWHTETpallMd  TPAJUIMOHHBIX ~ KIMHUYGEKUX™. METONOB (CKPUHHUHT
HOBOPOJKJEHHBIX, IOTHBIA _» TECT, T€HETHYECKUN aHam3) | COBpPEMECHHBIMHU
OuonH(pOpPMaATHIECKUMU \noﬁi‘(onaMn Hcnonb3oBaHne OUOMHPOPMATHKU TO3BOJISET

YCKOPUTH  BBIABJICHUE Kmoqe‘Bbgi__, MmyTtanuii - reHa  CFTRy” NOBBICUTH TOYHOCTb
UHTEPIIPETANN pGByHBTaTWp33pa6OTaTI) NePCOHAMU3NPOBAHHBIC  CTPATETUH
JIMaTHOCTUKH U TEPalvi_Ha OCHOBE aHATH3a OOJIBIINX JAHHBIX O BapHaHTaX reHOMa W
KITUHHY € CKIX npo;[Bneme . o §

MaTepuaabl ¥ ‘METOIbI. J;[MarHocha MyKOBHcEI'ZLTE)Sa MIPOBOJAMJIACH HA OCHOBE
KOMIIJIEKCHOM OLICHKH KIMHHUKO-71a00paTOPHBIX AaHHBIX 24 OOJIbHBIX MYKOBHUCIIH030M,
BKJTFOYAIOIIEH: HEOHATAIBHBIA CKPUHUHT, TIOTOBBIN TeCT (MOHTO(OPE3), CEKBEHUPOBAHUE
reHa CFTR ¢ nmocnenyronieii aHHoTanued BapuaHTOB ¢ ucnojb3zoBaHueM ANNOVAR,
ClinVar, MutationTaster u SIFT

PesyabTathl M o0cy:xaenue. Mykoucuumo3 (MB) — ayrocomHO-peneccuBHOE
3a0osieBaHne, Bo3HUKawIiee u3-3a myrtanuid B reHe CFTR. Ono sBisieTcss ogHUM U3
HanboJiee pacmpoOCTpaHEHHBIX HACJIEICTBEHHBIX 3a00JieBaHMI Ha maHeTe. MyTamuu B
reie CFTR HapymaroT nepeHoc MOHOB XJOpa, YTO NMPUBOJUT K CKOIUIEHUIO CIU3U B
MPOTOKAaX JAbIXaTECIbHOM CHUCTEMBI, NEYEHH, MOJKEIYIOYHON Kejie3e M KHUIICUHUKE,
BBI3BIBAET BOCIHAJIIMTEJIbHBIE pEakiuu. ['eHHas Tepanus MOXET OKa3aTh MOMOIIb
nalyeHTaM, BHeJpss moiHolieHHylo Bepcuto reHa CFTR (kotopwii komupyer Oemnok,
OTBEYAIOIIUN 3a MEPEHOC MOHOB CKBO3b KIETOYHbIE MEMOpaHbl) B MX KIeTKU. /lanHas
Tepanys LBOCCTaHaBJ'II/IBaeT ¢ynkimnonupoanue Oenka CFTR.| Y manueHTKH
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Huzomutnunosoit H., 9 ner ¢ XpOHMYECKMM KallIeM M CTeaTopeeid NpH
00CJIeTOBaHUH BBISBJIICHBI TIOBBIIICHHBIE YPOBHH XJIOPHIOB B MoTe (85 MMOJIB/I) U
romo3urotHast mytauust AF508. buodopmaTtndeckuil aHaiu3 MOATBEPIMI NATOT€HHOCTh
MyTalUy ¥ MO3BOJIWI BEpUGUIUPOBATh IUATHO3 MYKOBUCIIA03a. JIedeHne mpoBOAMI OCh
B HayuHo-uccnenoBaTenbcKOM ~— MHCTHTYyTe — HeAuaTpuud.  beuim  mponmucansl
dapmaneBtuueckue npenapatsl: «Ilyapmosum», «Kpeon» 10 mo 5 kamncyn ¢ KaxabiM
npuemoM mmiy, «Hekcuym» 20 Mr 3 Hexmenu, a Takxke 00s3aTelIbHOE BKIIOUEHHE B
pallMOH IUTAHMA BHUTAMHUHOB M MaKpo- U MHUKpo3iaeMeHToB. llocine mnpoxokaeHus
HECKOJIbKHX KyPCOB JICUEHHUs COCTOAHUE JIALMEHTKN 3aMETHO yJTyqIIMIOCh: 00IerdyeHue
JbIXaHUs, yIy4dllleHUue nHmeBéj':)QHnﬂ ¥'yCBOEHMS MUTATEIbHBIX BELIECTB, HOPMAJIU3aIlHs
Beca M pocta. Ha namHbIf MoMeHT OHa“ HaXOAUTCS HA TOCTOSHHOM HAOJIOIEHUH
ceMeitHorO Bpaua. B cmydae péﬁm{nBa saGonena OyneT HE0OXOIUMO TOBTOPHUTH
KypC JICYEHHUSI. 7“

BoiBoabl. ['eHeTHueckas 5._33[13111/1;1 TIpeAcTaBIsAeT coOoif  BechbMa  IepenoBoe
HANpaBJICHHUE, HANPABICHHOC HA JieucHHe .6O0Ne3HeH, BBI3BAHHBIX «HEHMCIIPABHBIMIY
reHaMH, TIPHBOIANINMI K WHBATAAHOCTH I _laXxe K JeTanbHoMy ucxony. OcHoBHas
3aja4a reHeTqucxgﬁ( TEPQIM, -~ 510 | BBEJECHHE WJIM TaK Ha3blBAEMOE
«peaKTUpOBaHUE» IEHOB B KIETKaX OpraHM3Ma JJis M3MEHEHHUs €ro HacJleJCTBEHHOU
uHbOpMaLIUU U Hp}ﬂaxa «pranOB,» Al BO3JCHCTBHS Ha 3a00JI€BaHNS.
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