OT3bIB

ohHLMATLHOrO OMIOHEHTA IOKTOpA MEIMIMHCKMX Hayk, mpodeccopa, akagemmka PAEH
Acarosa Amua IOpeeBuua HA JHCCEPTANMOHHOE wHCcHenoBamme Alomosod ['yzems
Pamunesnsr  ®a  TeMy: «OnMACMHONOTHYECKHE, KIWHWKO-TCHETHYECKHE  ACHCKTHI
MyKOBHCIHA033 B PecnyOnnke Bamkoprocran», NPeaCcTaBICHHOE K 3AIMWTE HA COUCKAHME
YUYCHOM CTCHCHH KaHAWJATA MCAMIMHCKMX HAayK 1o cmenmampHoctH 1.5.7. T'emeruxa
(MEnHITRHCKYUE HAYKH)

AKTYaALHOCTE TEMbBI

flo ouenxam DBcemupHOH OpraHH3alMH 3ApPaBOOXDAHEHHS CKEIOAHO B MHpE
poxpaercs 40-50 Teicay meTed ¢ MykorHcnumosom (MB) - MorOreHHEBIM 3300TCBaHHEM C
rEHETHYECKOW TeTEPOTEHHOCTRIC M KIWHHYECKOH Bapna0ensHOCTHIO, OOYCIOBICHHBIMH
PErHOHANLHBIMM M STHHYECKHMU pasmuumsamu resodonaa nonynsumii.  3abonesanue
00YCHIOBIICHO PATOTCHHBIMH BAPHAHTAMH HYKICOTHIHON NOCHCAOBATENBLHOCTH B TEHE
MYKOBHCIIMIO3HOTC TpaHcMeMOpaHHoro peryimrTopa nposogumocta (MBTP; Cystic
Fibrosis Transmembrane conductance Regulator - CFTR), pacmonoxessomM Ha 7
xpomocome (7q31.2), macmenyercs TO ayTOCOMHO-PEHECCHBHOMY THITy. MOHHTOPUHF
OCOOEHHOCTEH TeHueHMsA 3a00NCBAHMA H MONCKYISPHOTO NATOTCHE3a V NANHEHTOB W3
pa3IMYHBEIX PETHOHOB MHOFOHAIMOHANBPHOH Poccnm HeoOXomuM Ui ONTHMH3AIHHK
ANITOPUTMOB ME/IMKO-ICHETHYCCKOT0 KOHCYNBTHPOBAHW ¥ YIVUMICHHS KA4ECTBa JKHM3HH
MTALACHTOB.

PackpsiTHe MONEKYTADHBIX MEXaHHM3MOB Da3BHTHA MYKOBHCHMIO03Z2 HOCHT HECET
byHAAMEHTANBHOE 3HAYCHAC B NOHMMAHHH DATOTEHE3A 3a00NCBaHES M MOHCKE MOAX0I0B K
ero 3QgbexkTuBHON Tepanwu W NPOQUIAKTHKH. B HACTOSMIEE BPEMA AKTHBHO BEAyTCH
HCCHENOBaHMA TIEHETHYCCKHX MapKEpOB MYKOBHCIHAO33, OAHAKO OCTACTCA MHOTO
HEPEHICHHBIX BONPOCOB, KACAIOMIMXCA SNHACMHONOTHE, MOJNCKYIAPHBIX MEXaHHM3MOB
NATOTCHE3d, PaHHEH AHATHOCTHKY, JICHYCHUA W nNpodunakTHku. B 3To# CBA3M BeAcHHE
PETHCTPA MANMEHTOB C YICTOM BANMIUPOBAHHEIX KIHHHYECKHX, Na0OparopHBIX H
MOJICKYIAPHO-TCHETHYCCKUX KPUTCPHCB DNO3BOJMT paspadoTats Oonee 3ddexTHBHBIC
ANTOPHTME! OKA3AHAA MEIHIMFHCKOH NOMOIIH NAIMCHTAM ¢ MYKOBHCIH/IO30M H MX CEMBAM.
AKTyanpHOCT  MCCHENOBanWd  ODOCHOBBIBAEICA  BBICOKOH  MEAMKO-CONMANbHOH
3HAYMMOCTHIO JAaHHONH NATONOrHH M HEOOXOMMMOCTHLIO CO3MAHMS CHCTEMEI paHHEH

AMATHOCTHKY, TPOQHIAKTHKH, Pa3padOTKH MEPCOHATM3HPOBAHHBIX HOAX0HAOR TEPAITHH.
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A0cTOBEPHOCTD H HOBH3HA PE3Y/ILTATOB JHCCEPTANUM

JlOCTOBEPHOCTS  PE3YTNHTATOB  JIHCCEPTAUMOHHOTO HCCIE/AOBAHMSA,  BBITOTHEHHOTO
AlonoBoii T'ysems PamuneBHOH, onpenensiercss NPaBHTBHBIM, TPAMOTHO NJIaHMPOBABHBIM
MH3AWHOM  HCCTCNOBAHHS,  NOCTPOCHHBIM €  HCHONB3OBAHHCM COBPEMEHHBIX
WHCTPYMEHTANBHBIX, 11A00PaTOPHLIX MONEKYISPHO-TEHETHIECKHY MCTOHOB AMATHOCTHKH
MYKOBWCIIHJ033, B TOM YHCIIC BBICOKOMPOH3BOAMTCILHOTO MACCOBOT0 TMAPAIUIENBHOTO
CCKBCHHPOBAHWS ~ HOBOIO  TOKONCHWS W 4#CKBATHBIM  BHIOOPOM  METONOB
brounpopmMaTHIECKol U cTaTHCTHIECKOH 00paboTky FEQNTYYCHHBIX JAHHBIX.

Hopusha mrccepTalMoOHHOro WCCHE/IOBAHKA 3AKTI0MACTCH B TOM, YTO aBTOPOM BIICPBEHIE
tia DONBIION KOTOPTE MANMEHTOB ¢ MYKOBHCHH/IOZ0M W YWIEHOB HX CeMei HPOBEAEH IIOHCK
MOJICKYJIAPHBIX MADKEPOB jaHHOro 3abonesanvs s Pecmybmmke Bamwoprocran (PB),
Hccnenoranme no3eomuno BeABHTE 0CODCHHOCTH CIEKTPa W 4acToT BapuanTos rera CFTR
y nauuenToB w3 Pb B cpaBmenmM ¢ JaHBBIME HADHOHATLHOTO perucTpa. YCTaHOBICH
CrexTp Hambonee wacThix MyTaumi B rese CFTR v mammentos us PB: F508del (54.65%),
E92K (13,18%), 3849+10kbC>T (4,64%), CFTRdele2-3 (3,48%), 1.138ins (2,71%),
NI303K  (1,55%), 394delTT(1,55%). Bapuanrs: p.[G509D;E217G], 2143delT,
p.[R1070Q:S466X]. S1196X., WI1282X, Y84X. mabmomammce Oonee uem Y OAHOIO
nauuenTa, ux yacrota 1,16%. Yactora Berpeuaesoctu 22 sapuantos: G194R, 1525-1G>A,
G551D, 2184delA, 621+1G>T, LI335P (4136T>C), R117C (481C>T), 4061G>A
(W1310X), D1I52H (3586G>C), 1717-1G>A, 1367dels, 3821delT(S123115), 4015delA,
2184insA, WI282R, CFTRdup6b-10, 2485C>T (R785X). S737F, 3041-15T>G, 12TGST,
W19G, ¢.3883 3888dup cocrasuna menee 1%, Bapuantel S737F, 3041-15T>G, 12TG5T,
WI19G, ¢.3883 3888dup BIICPBEIC BBIABNCHR Yy NAauneHToB m3 Poccuu. Brepsbie
OTPEACTICHB! HACTOTHI KOMIMCKCHBIX anneneii ¢.1399C>T (p.Leud67Phe, L467F) (8,11%),
p.[R1070Q;S466X] (1,16%), p.[G509D;E217G] (1,16%). Hccnenosamsr  remmo-
enoTHIMYECKHE KODPEIMIHH, ONMCAHB KIHHHYECKWE Habmogenus. Bemsnena
TEHETHYECKAA FETCPOTCHHOCTh MO YACTOTE M CHEKTPY MyTauuii y naumentos ¢ MB passoro
ITHHYECKOTO NpoHCXOxkAcHuS, npoxuBaiomux B Pb. Ontavsrzuposana JTHK mmarsocTvka
MyKOBHCLH/033, HasHauena O(QEKTHBHAS TapreTHas TEpanHMA  NANMEHTaM  ©
MYKOBHCIMA030M, HPOBCACHHOE HMCCNEHOBAHME CHOCOOCTBOBANO VNVHINEHMIO KAYecTsa
OKA3aHUA MEAMKO-TEHETHYCCKOH HOMONIM MAIMCHTAM ¢ MYKOBHCIIHZO30M M MX CEMBIM B

Pecnybmuxe BamkoprocTan.




Crenens 000CHOBAHHOCTH HAYYHBIX NOJI0KEHHI, BLIBOIOB 1 PEKOMeH1a i,
chopMy/IHPOBAHHBIX B JUCCEPTALMMN
Bee chopmyimposaEHble HAyUHSIE MOJOXKEHUS, BBIBOANB H IIPAKTHYECKUE
PEKOMEHIAIAY IHCCEPTALIMH OTPAKCHB! KPATKO H TOYHO, apI'yYMEHTHPOBAHEL, 000CHOBAHEI
MU TIOAKPEMIAFOTCA PE3YNbTATAMH HCCHCOBAHMI, NONYYEHHBIX HA PENpe3CHTATHBHbIX
BHIOOpDKAX ¢ NPHMEHEHHEM COBPEMEHHBIX METOAOB aHANU3a, HCIONB3YIOMHXCA B

METAITHHCKON TCHETHKE.,

HeuHOCTD A4S HAYKH U NPAKTUKH Pe3ynabTaTos paborhs

Ocnosupie noONOXkeHWs paboThl WMEIOT HAYYHO-TIPAKTHYECKYIO  3HaYMMOCTD.
Hayunoe wuccnenosanme Awnosoii I.P. mocBameno pPEHICHHWIO BAKHOH HAYYHOW
npoOneMsl — KOMIUIGKCHOMY H3Y4YCHHIO 3a0onesaHus MyKosucumao3 B PB,
uccnenosanue pxmovaer nposenenue JHK-AHarHOCTHKH, M3YYEHME YNHICMHOIOTHA,
NPHMEHEHUE TAPreTHOr0 neweHus u mnpodunakTuky 3adomesamus. [lomyuenmsie
PE3YIHTATH BHOCAT 3HAYATENILHAIN BK/IAJ| B HOHWMAHWE MATOTEHe3a 3aD0NeBanus, B TOM
HHCIE MONCKYJSPHO-TEHETHUECKOTO, YTO JIEKHT B OCHOBE Pa3padOTKH COBPEMEHHBIX
NOAXON0B NHATHOCTHKMW, TCPanmuy W NPOQHIAKTHKH MYKOBHCIHT033a. B wacTHOCTH,
NONYyYEHHBIE PE3YIBTATH IPHMCHSIOTCH B KIMHHYCCKON NPAKTHKE BPAyYCH-TCHETUKOB
PE nppu w©HazHavueHwW TepanuM NANMEHTAM C MYKOBHCUMAO30M, TIPH MEAHKO-
FeHETHYECKOM KOHCYNbTHPOBAHMM OTATONICHHLIX ceMel. B Xome HCcnexOBaHHA
BBIABICHA TEHETHYECKAdA TETEPOTCHHOCTh MYKOBHCHMAO32 MO CHEKTPY Y HaCTOTaM
naroreHabix  womenenmid B reme CFTR B oremweckux rpymnmax Pb, myramum
3849+10kbC->T, p.[G509D:E217G] - cnemuduass g NANHCHTOB TATAPCKOH H
Oamkmpckod >THEHECKoH npamamrekrocTH, 394delTT u p.[S466X:R1070Q] - mm
tarap. Onramusuporan amropurm JHK-mmarsoctuxun MB ma ocmHoBe amammsa 15
myranpid B rese CFTR: F508del, E92K, 3849+10kbC->T, CFTRdele2-3, L138ins,
N1303K, 394delTT, S1196X, p. [S466X; R1070Q], p.[G509D; E217G], 2143delT,
Y84X, Wi282X, G194R, 1525-1G>A u ¢.1399C>T (p.Leud67Phe, L467F), 44 neram
Ha3HAYCHA TapIcTHas Tepamma. B oOpasoBarensbHyO nporpaMMmy CTYIACHTOB H
KIMHHYCCKAX  OPAMHATOPOBR  DamKwpceKOTO  TOCYJAapCTBCHHONO — MEAMEMHCKOIO
YHHUBEDCHTETa BKIIOYEHO H3YYEHHE AAropUTMA MONCKVAADHOM IHATHOCTHKH

MYKOBHCIHH/I034.
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Hoxreepxnenve ony6anNKoBAHNS 0CHOBHBIX PE3yJibTATOR AUCCEPTALNT B HAYYHOH
ne4YaTu
o Teme auccepraumm onyGimKkoBano 9 MedaTHBIX PadoT, U3 HUX 6 HAYSHBIX CTATCH
B PCHCH3UPYEMBIX HAYMHBIX KypHajnax, pexomeHmosaHubix BAK (3 m3 kotopsix s
KypHanax, wHackcupyemsix B Scopus u WoS/Scopus, w3 mux 1 ortmocamascs k Q2).
OcHoBHBIE pe3ynbTaThl AMCCEPTAUMOHHON paboTHL JOMOXeHHI HA MEXAYHAPOAHEIX H

POCCHMCKHX KOHPEPEHIIHAX.

CooTBercTBHE CONEPIKAHNS ABTOPE(EPATA OCHOBHBLIM NOM0IKEHUSIM JHCCEPTALIH

Bece ocHOBHBIC 3azavd MCCNENOBAHHA, IMOTOXKEHWS, BHIBOMB M TIPAKTHIECKUE
PEKOMEHIALME B TONHOH MEpe W3NOKEHHI B aBTOpedepaTe W NONHOCTHIO OTPLKAOT
COZEPkanKe AUCCEPTALHOHHON paboThL.

CopepxaTelbHBIX HEHOCTATKOB, CHINKAIONMX OOMYIO MONOKHTEABHYI) OHEHKY
BBIIOJIHEHHOTO HCCNEAOBAHMA B PadOTe HE OOHAPYKEHO, ONHAKO HPH O3HAKOMICHHH C
TEKCTOM BO3HHKIIH 3aMEYaHWA HCNPHHIMOMATIBHOIO Xapakrepa (NpeHMYIIECTBEHHO
CTHUNIMCTHYCCKOH TIPHPOJIBI, KOTODBIE, ONHAKO, MEINAIOT MPABHIGHOMY BOCHIPHATHIO
marepuana). Hanpumep, B paspene «3.1 DumaeMuoNoras MyKOBHCINI032 B PecmyOmixe
Bamkoproctan» CIOBOCOYETaHME «4aCTOTA BCTPEYaeMOCTER, (apefidiyiomee W3 OxHOM
JMCCEPTalMK K JPYro#), HE HMEET COJACPKATENBHOTO CMBICIA M BHYTPEHHE
NPOTHBOPEHYHBOEC, MM «CPEHHAA PacNpPOCTPAHEHHOCTHY HE MOKET OBITH OLeHeHa HA
BBIOOPKE HOBOPOMKICHHBIX.

3aimoueHue

Huccepraimonnoe HCCIIEIORAHKE AronoBoi IN'yzems PamumeBHp!
«ONUISMHONIOTHYECKHE, KIWHUKO-TEHETHUYECKHE ACTIEKTHI MyKOBHCIIM/I03a B PecnyOimke
Bamxoprocramy sBise1csa 3aKOHUCHHON HAay9HO-KBaM(HKAIMOHHOM paboToil, B KOTOPO#H
COEPAMTCH HOBOE PEIUCHUEC HAYYHOH 33/1a4M. KOMIUIEKCHOIO HCCHCAOBAHHSN KIMHHKO-
SMHACMHONOTHICCKUX M MONEKYIAPHO-TCHCTHYCCKMX aCTieKTOB MYKOBHCUMIO33, WIPAeT
BAKHOC 3HAYCHHC B ONTHMH3ANMH JHATHOCTHYCCKAX M JedcOBBIX MEPONPHSTHH npu
OKA3aHKH MEJMUKO-FeHETHYCCKOTO KOHCYNbTMPOBAHMA TAUMCHTOB ¢ MYKOBUCIHAO30M M
OTANOIICHABIX CemMed. PaGota coOTBETCIBYET TpeGOBaHWSM, TNPEXLABIAEMBIM K
AACCEPTAIHAM HA COUCKAHUEC YUCHOU CTENCHH KaHH/IATA MeAVIHHCKEX HAVK, COTTACHO I

2.2 paspena I (xamnmparcxas) ITonowenms O NPHCYKICHWH VYCHBIX CTENeHEH B
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henepansnoM FOCYNAPCTBEHHOM ABTOHOMHOM OODA30BATENBHOM YYPEKICHHH BBICIHETO
obpasosanus «Pocculickuii yausepcurer Apy#0s Haponoe umenn Ilatpuca JiymymGom,
yTBepiEacHHOTO yuensM coserom PYJIH nporokon Ne VC-1 or 22.01.2024 1., a e asTop,
Asonosa T'ysens PammncBHa, 3aCHy:KHBAeT NPHCYKICHHS VICHOH CTCHCHH KA HIATA

MEIFIHECKHX HAYK o crenuansnocTH 1.5.7 I'enernka.

OdmmansHbiii onnoHeHT:

Mpodeccop xadenpst mepuumrckoH reretukn UKM umenu H.B. Cxmmdoconckoro
OI'AQY BO «llepssiit MockoBckyii rocy AapcTBCHHBIN MEIMIHHCKHI YHHBEPCHTET HM.
UM. Ceuecnora Mumsapasa Poccun (CeuenoBekuit VHUBEPCHTET )», JOKTOP MEIRIGHCKEX
Hayk (concnmanmsnocTs 1.5.7. Feneruxa), npodeccop, akanemux PAEH

Cy&//} w¢ Acanos A JO.

Ch B4ABEX

05 mapra 2025 r.

i Ty |

Honrmics Acanosa Anust FOpnesuaa 3asepsio.

Caenenus 06 yupexacHns, 1 paboTaeT ONNOHEHT:

DeepanbHOE TOCYAAPCTBCHHOE ABTOHOMHOE OODA30BATENBHOE YYPEKACHHE
Beicmiero  obpasopamma  «llepsbiii  MOCKOBCKME TOCYAApPCTBEHHBIN  Me/HIHHCKHI
yausepenter umenn MM. Cevemosa Mumnmcrepcrsa 3apaBooXpancHHS POCCHICKOM
@enepaunn (CevenoBckwmil YHUBEPCHTET D,

Howurossiii anpec: 119435, r. Mocksa, yn. b. ITuporosckas, 7. 2, c1p. 4. Ten. 8(499)248-
53-83. e-mail: rectorat@staff sechenov.ru.




