OT3bIB
OQHUUMATBEHOTO ONMOHEHTA, JOKTOPA MEAMLIMHCKUX Hayk, podeccopa,
3aBelyroLLeH Kadenpoi netckux donesneit ¢ kypeom MO deaepansHoro
rocy AapCTBEHHOIO OKOKETHOrO 00pa30BaTEeIbHOI0O YUPEKAEHHS BbICLLIErO
oOpazoBaHus
«KpacHospckuii rocy 1apcTBeHHbIN MeAMUMHCKHH YHUBEPCUTET HMEHH
npogeccopa B.®. Boiino-Scenenxoro» Munucrepersa 31paBooXpaHeHns
Poccuiickoit @eaepannu
Havenkosoit Hatanibu AHaTo/ibeBHBI
Ha nucceprauuo Cumonosa Makcuma Buktoposuua
Ha TeMy: «/ enomun-ghenomunuueckie 0COGEHHOCMU MYKOBUCYUA03A Y Oemeti U3
pazauunelx cyowvekmos Ceeepo-Kasrascrkozo pedepanvrozo okpyeanr,
NPEACTaBACHHYIO HA COMCKaHUE YUCHOH CTEINEHU KaHM/1aTa MeIMLIMHCKUX HayK
o cneunansHocTam 3.1.21 - Ieauarpus, 1.5.7 — I'eneruxka.

AKTYaJIbHOCThL TeMbl THCCEPTAUUHM

MyxoBucinao3 (MB) — oaHo 13 Haubosree pacnpocTpaHEHHBIX OpMaHHbIX
3aboneBanunii, obyciosieHHoe wmyrauusmu B rede CFTR. npuBomsmmmu K
HapyLUICHUIO HOHHOIO TPAHCIIOpTa 4Yepe3 JNUTeIMH M, Kak ClAeAcTBHe, K
MNONHCUCTEMHOMY MOPAKEHHIO OPraHu3Ma. YUHThIBAsS MYAbTHOPTaHHYIO MPHPO.LY
3a00/1eBaHys, BeACHUE TAKHX [ALMEHTOB TpeOyeT KOMILUIEKCHOTO MOAXoda M
MEKIAUCUUILTUHAPHOTO B3aUMOAEHCTBUS cneuranucToB. C MOMEHTa NOCTAHOBKH
AWarHo3a Ka[abld MALHEHT C MYKOBUCLMAO30M [OKEH MOJy4aThb HE TOJBKO
[iepopainbHble JIEKapCTBEHHbIE npenaparsl, B TOM qucie
(epMEHTO3aMECTUTENBHYIO U TeNaTONPOTEKTOPHYIO TEPANHUI0, HO H €KEAHEBHYIO
UHTQIIIHOHHY IO Tepalivio MyKOJIUTHYECKMMH NpernapaTaMu.

Kak npaBuio, Takue NalWeHThl €XKEroJHO MPOXOJAT amOyJaTOpHOE H
CTalMOHapHoe nevenne. Kaxaas rocnurann3anus CONPOBOKAACTCS NPOBEASHUEM
KaK JabopaTOpHBIX, TaK M HHCTPYMEHTAIbHBIX HCCIenoBaHui. HemanoBakHbIM
daKkTopom SBAACTCA HYTPUTUBHbIHA cTartyc. CoBpeMeHHbIe METOIbl JUATHOCTHKH B
AWETONOrMH U CHELHAIW3HPOBAHHBIE CMECH T[O3BOJMAM COKPAaTHUTh HHCJIO
NalMEHTOB C TSKENOH CTereHblo 0e1KOBO-IHePreTHYeCKOH HeJ0OCTaTOYHOCTH.
CoBpemeHHbIe MOJEKYISPHO-TEHETHYECKHE METOIbl AMArHOCTHKH MO3BOJAIOT B
Kparyalilipe CpOKM He TOJAbKO TOATBEPIWTH JMArHo3, HO H BbISBHTH
rerepo3urotHbeiX Hocutened reda CFTR. Jlns nuarHOCTHUKM, BBISABISCHMUS PEIKUX
BapuaHTtoB reHa CFTR u oneHkn >DQexTUBHOCTH TapreTHOH Tepanuu
OPUMEHSIOTCS  METOL  H3MEpeHUs pPa3HUlbl KUIICYHBIX MMOTEHIMAI0B H
UCCrIeI0BAaHNUE HA MOJRIIH KULIEYHBIX OPraHOKI0B.

Knunuyeckad KapTHHa rDamHeHTa ¢ MYKOBHCUHWIO030M MOXKeT OblTh
pPa3sHOOOPa3HOH, TaK KaK e€ OCOOEHHOCTH 3aBUCAT OT TOrO. K KAKOMY KIAccCy
OTHOCHTCS natoreHHbiii BapuanT reHa CFTR. CornacHo coBpeMeHHOM
KraccMUKaLUUK, TaTOTeHHBbIC BAPHAHTBI MMOAPA3ACHSIOTCS HA CEMb KJIACCOB.
Bapuanter I-JIl knacca BbI3bIBAIOT MOJHOE WM MOYTH MOJAHOE MNpPEKpallieHHe
(GVHKUMKM XJOPHOIO KaHajia W OTHOCATCA K «TskénpiM». Bapuanter 1V-VI
COXPAHSAIOT OCTATOYHYIO (DYHKLMIO KaHana U OOBEIHHAIOTCS B TPYINY «MSTKHX.



K VII knaccy oTHOcsTCS MyTailMM, Npd KOTOPLIX Hapyliaetcs oOpa3oBaHHe
maTpuunoil PHK, uto Takke BenéT K TsKEIOMY TEUEHUIO 3a001€BaHUsl.

Haubonee uwacteiMm maTtoreHHsiM Bapuantom reHa CFTR B mupe u B
Poccuiickoii ®eaepaunu sasercs F508del. Oanako nokasano, 4TO B OTAAbHbBIX
MOMYASMOHHbBIX IPYIaxX CTPYKTypa MyTaluid MOKET CYLUSCTBEHHO OTIHYATHLCHA.
Hanpumep, y eBpees-alkenasu B M3paune gactora Bapuanta W1282X nocruraer
50%, Toraa kak B uesom 1o P® ona cocrasnsier 1,73%.

Cpeau pocCUHCKHX MalMEHTOB MYKOBMCLIMI03 HMeEeT OCOOEHHOCTH B
peruonax, Bkiao4as CK®O, rae seicoka yactora Bapuanta 1677delTA. On Takxke
BCTpevaeTcs v nauuentos u3 ['pysuu, Upana, AsepGaiimkana u Typuun. Oanaxo
(peHOoTHIIHYECKHE OCOOEHHOCTH HOCHUTENeH [aHHOTMO BapUaHTa  OMNMCAHbLI
HeaoCcTatouHo. (coOblit UHTEpeC MpeacTaBisieT pa3iudyue B  KIMHHYECKOM
TeUueHUH 3ab0JieBaHusl Y CUOCOB ¢ OIMHAKOBBIM FEHOTHIIOM.

HecMmoTpsi Ha akTHBHOE BHEIpEHHE MOIEKYISAPHO-reHETHUYECKUX METOIOB B
auarHocTuky MB, akTyaabHBIMH OCTAKOTCSl BONPOCH! ITHUHYECKOH W PETHOHAILHOH
crieluGUKH reHoTuna, oco0eHHO B MHOTOHALMOHAJIBHBIX PErMoHax, TaKUX Kak
Ceepo-Kaskasckuit (enepansibiit okpyr. Ha done mobanusauuy Moaxoaos K
JIEYEHMIO MYKOBMCLIMA03a, KpaiiHe BakHa JOKaldu30BaHHas HHoOpMaiUs o
CTPYKTYPE [MATOreHHbIX BAPHUAHTOB, TI'€HOTHUII-(PEHOTUIIMYECKHX KOPPEsSLMIX,
0coOeHHOCTAX TeueHHs 3aboneBaHUsi ©  BO3MOKHOCTAX NATOreHETHYECKOH
Tepanuu, ocodbeHHo ¢ yuétom aoctynuoctd CFTR-moaynaTopos.

Takum 00pazoM, Tema JAuccepTaluoHHoro uccienosanus Cumonosa M.B.
MpeACTABISIeTCs aKTyalbHON M NPaKTHYECKH 3HAUHMOHM.

Crenenb 060CHOBAHHOCTH H JOCTOBEPHOCTH HAYYHBIX MOI0OKEHHH, BLIBO10B
H pe3V.1bTATOB HCCIe10BAHUS

B cBoeii paboTe aBTOp NpOBEN aHAANW3 OTEUECTBEHHOH M 3apyOeKHOH
AUTepaTyphl, YETKO cOpMYIMpOBasl Leilb U 3ala4u HccenoBanus. lucceprains
BKJIHOYAET PETPOCHEKTHBHbBIIA M MPOCNEKTHUBHLIH aHalu3 KIMHUYECKUX IaHHBIX H
Pe3yJIbTATOB MOJIEKYISIPHO-TeHeTUYECKUX MCCIEeI0BaHuUi, MO HTOraM KOTOpOro
BbISIBJICHBl €HOTHUIM-(PEHOTUIIMYECKHE OCOOEHHOCTH, OMNHCaHa KIMHHYeCKas
KapTUHA CHOCOB, 3a(UKCUPOBaHbl Cllydan KOMOPOHIHOHW NATOJOTHHU, B TOM YHCIIC
MOHOTeHHOH npupoabl. Takike NpoBeleHa KOPPEKTHas OLEHKA Leeco00pasHOCTH
NpUMEeHeHHs MATOreHeTHUeCcKoH Tepanuu y AeTel M3 pasiu4HbIX CYObeKTOB
CK®O.

JluccepTallys HAMKUCaHa B CTPOrOM COOTBETCTBHH C 3aABIEHHBIM IU3aHHOM.
O0béM BbIOOPKM (152 nmauueHTta) 10CTATOYEH A7l CTATUCTHYECKH NOCTOBEPHOIO
aHanu3a. BeIBOAbI U MpaKTUYECKUE PEeKOMEHIalHu apryMeHTHPOBaHbl, JIOrH4YHBbIL.
MOATBEP/KAEHbI  MaHHBIMM, TMPEICTABICHHBIMM B Tadiauuax, pHCYHKax H
KAMHUYECKUX NTPHMeEpax.

HayuHasi HOBH3HA H NPAKTHYECKAs 3HAYUMOCTH HCC/Ie10BAHNS
Pa6ora CumonoBa M.B. BriepBbie CUCTEMHO OCBEIIAET MOJIEKYJIAPHO-
reHeTHYeCKHe U KJIMHUUYeCcKHne ocobeHHocTH MB v nereii u3 cydobexkros CKO®O, B
TOM YHCJIe AEMOHCTPUPYET, YTO CTPYKTYpa YacTOThbl MyTalMHi B JAHHOM PErHOHE



CYLIECTBEHHO OTJMHAETCA OT CPEIAHEPOCCHUHUCKON: AOMUHUPYIOT TaKUe pelKue B
P® papuantsi kak c.1545 1546del, p. Tyr515* u ¢.3846G>A, p. Trp1282*. Ocobblit
MHTEpeC BbI3bIBACT W aHaIM3 CHOCOB, MNPOKUBAIOLIMX B OIHOH ceMbe C
ONMHAKOBBIMH MYTaLUMsIMH, HO pasziuudHbiM GeHoTunoMm. Bce 3TH  acnexTsl
MPHIAIOT MCCIEI0BAHUIO HE TOMABKO BBICOKYH) AKTYalbHOCTb, HO W HAY4YHYIO
HOBU3HY.

ABTOPOM BbISIBJICHbI OCOOCHHOCTH TeueHus 3adoeBaHns y cuOCOB ¢ OJIHHAKOBbIM
FeHOTHUIIOM — pa3iuyde B (peHOTUrle, COCTaBe MUKPOOHOTBI M 3IEKTPOJIHTHBIX
HapyLIEHUSIX TIPU CXOkKEM MOPaKEHHUHU NOKETy104HOH Kee3bl.

Bnepeele B P® onwucaHbl paHee HE 3aperucTpHPOBAHHBIC [ATOICHHEIS
BapuaHtsl reHa CFTR., obOycnosauBarouiue TakEnbli  ¢eHOTHUN, a TakkKe
ONpee/I€H NPOLIEHT NAalHeHTOB B Ka)K/IOM peruoHe, KOTOpbIM [0Ka3aHa TapreTHas
Tepanus.

PaspaGoran M npeanoxeH ONTUMHU3UPOBAHHBIN AJITOPUTM MOJIEKYJISPHO-
F€HETHYECKOH [HMAarHOCTMKM MW MNPOTOKOJ BEAEHHS MALUHMEHTOB ¢ YYETOM
PETHOHAILHON MYTallMOHHOMN cneun@uKu. Pe3ynbTaThl BHEAPEHb! B KIMHHYECKYIO
U MeJaroruyecKkyto MMpakTHKy, B TOM 4uciae B pabory Meauko-reHeTH4eCcKoro
ueHtpa, PAIKb u nyabmonosnoruueckux otaeneHuii.Padbora nosydunaa UPOKYHO
anpobaumio: onyoiukoBano 13 HayuHbIX pabot, 4 B )KypHanax u3 nepeuns BAK.
1pabora unaexkcupyetcs 8 SCOPUS.

Ouenka conep:kanusi u opopmieHus padboTbl

Jluccepraums o6béMom 201 cTpaHHila COACP/KMT: BBeleHME, 0030p
JUTEepaTyphbl, [JIaBy MaTepuanoB U METOAOB, TPH IJIaBbl C pe3yjbTaTaMH, MATh
KIWHHUYECKHUX MPUMEPOB, 3aKJIHOUEHHE, BbIBOJbI M MPAKTHYECKHE PEKOMEH/IAUHH.
Unmoctpuposana 115 pucynxamu u 61 tabnuueii. Cnucok nureparypsi — 131
MCTOYHUK (64 3apyOexnbix, 67 oTeuyecTBeHHbIX). Bo BBeaeHuHM 00OCHOBaHaA
aKTyaJlbHOCTb TeMbl, C(HOPMYIUpOBaHbl Li€]b, 3a4aid, HOBHM3HA, [OJOKCHHUSA Ha
3alMTY, JUYHbI Bk7aa. OO030p auTeparypbl [OJHO W JOTHYHO PacKpbiBaeT
COBpEeMEeHHOe MpejicTaBIeHHe 0 MyKoBHcLMI03e. Bropas riaBa Y€TKO ONUChIBAET
METOIOJIONMI0, KPUTEPUK BKIKOUEHHA W MCKIIHOUYEHUS, HCIIONIb30BAHHBIE METO/IbI.
Tpetbss u uyerBépras ri1aBbl MOIPOOHO XapaKTEpHU3YIOT KIMHHYECKHE H
MOJIEKYISIPHO-TeHeTUYEeCKHE OCOOEHHOCTH NalWeHTOB M3 pPa3HbIX PErHOHOB.
[Iatas riaBa mnoOCBsiIIeHa TApreTHON Tepanuy, B YaCTHOCTH, NPUMEHEHUIO
KOMOHMHUPOBAHHOT'O npenapara «Jnexcakadrop/Tesakadrop/Meakadtop».
nokaszaHa ero >(GdeKTUBHOCTL Y ONpeaeIEHHON YacTH NalKMeHTOB. 3aKIro4YeHHe
4y8TKO TNOABOAMT MTOTH, JAéT BO3MOKHOCTH OOOCHOBAHHO C(OPMYIHPOBATH
BBIBO/Ibl U NPAKTHYECKUE PEKOMEHIALUHU.

Bonpocsl u 3amMeqanusn
Bonpoc: B paboTe rokaszaHo, 4TO y MALHEHTOB M3 Pa3IHYHbIX CYOBEKTOB
CK®O BbiCOKas 4acToTa 3MEKTPOJUTHBLIX HAPYLIEHWH TMPH OTCYTCTBUH CBA3H C
mytauusmu CFTR. Kak aBrop 0o0bsicHsieT 1aHHblil heHOMEeH?

[IpuHuunuanbHbIX 3avedanuii K pabore HeT.



3ak/oueHne

Huccepraunss CumonoBa Makcuma Bukroposuya Ha Temy: «leHOTHII-
(eHoTHIIHMYECKHE OCOOCHHOCTH MYKOBUCLIMI03a YV JIeTel U3 pasiuyHbIX CYObEKTOB
Ceepo-KaBkasckoro denepanbHOro okpyra», npeacTaBisieT co0o0i 3aKOHYEHHYHO
Hay4HO-KBaIMQUKALIMOHHYIO PadoTy, B KOTOPO# pelliecHa BakHas Hay4dHada 3a1a4a —
ONnpeJe/IeHHe TIeHOTUN-(PeHOTUNUYCCKUX OCOOEHHOCTEH MYKOBHCLMIO3a U
BO3MO/KHOCTEH TapreTHON Tepanuud Yy TaUWeHTOB C MYKOBHUCLIHMIO30M U3
pasniuuHblX cyObekTtoB CeBepo-KaBkasckoro ¢eaepaibHOro OKpyra, 4To
NO3BOJIUIIO ONTUMH3UPOBATH ANTOPUTM MOJEKYISPHO-TeHeTUYECKOH IHArHOCTHKH
1 pa3padoTaTs MPOTOKO/ TepaneBTHYECKOrO BEACHH .
[To axTyanbHOCTH TeMbI HCCIEQOBaHHS, HAy4yHOH HOBH3HE M [PAKTHYECKOH
3HaYUMOCTH, METOAOJIOIMM HCC/EJ0BAaHHA, A TakkKe YPOBHIO BHEAPCHHs
MOMYYCHHBIX  PE3yJIbTaTOB  JAWcceprauvoHHas padora cooTBeTCTByeT 119
«Ilonoxenuss o0  npucyKaeHUM  y4eHBIX  CTeMeHel».  YTBEPKICHHOro
nocraHoBieHuem IlpaBurenscta P@® or 24.09.2013 . Ne842 (B naelcTryrolleH
penaKiyu), NpeibspiseMbiM MHHHCTEPCTBOM HAyKH M BbICLIEro 0Opa3soBaHHs
Poccuiickoit @enepauun K KBanH(PHUKALMOHHBIM Hay4yHbIM HCCJIETOBAHUSIM Ha
COMCKaHWe YYeHOH CTerneHM KaHauaaTa Hayk, a ee asrop, CumonoB Makcum
BukropoBuu, 3aciayxuBaeT  [PUCYKIECHHUS  YYEHOM  CTeMEHW  KaHaWaarta
MEAHLIMHCKHX Hayk no crneunansHocTsm 3.1.21 — [leaunatpus, 1.5.7 — I'eHeTHKa,

OduunanbHbIi ONMOHEHT

JlokTop MeanuuHckux Hayk (3.1.21. — [eauarpus ), npodeccop. 3aBeayoLmi
kadenpoit neTckux donesHel ¢ kypcom [1O denepanbHOro rocya1apcTBEHHOTO
OHOIKETHOTO 00PAa30BaTEILHOIO YYpekIeHHS BbICLIEr0 00pa3oBaHus
«KpacHospckuii rocysapcTBeHHbIH MEAWLUMHCKUN YHUBEPCUTET HMEHH
npodeccopa B.®. BoiiHo-fIceHelikoro» MuHUCTEPCTBA 31PABOOXPAHEHUA

Poccuiickoil ®denepauuu /
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DegepaibvHoe GromkeTHOe  00pa3oBaTENbLHOE  YUPEKIAEHHE  BbICLIETO oGpazoBaHus
«KpacHoapckHit rocy1apeTBeHHbIH METHUMHCKNIT YHHBEPCHTET MMeHH npodeccopa B.®. BoiiHo-SceHeUroron
MuHucTepeTBa 31paBooxpatenns Poccniickoilt ®eaepaunu. 660022, r. Kpacroapek. ya. Taprisana XKenesnara, 1.
1. teaedon +7 (391) 220-13-95, Email: rector(@krasgmu.ru, caiit: https://www.krasgmu.ru



