OT3bIB
O(pHUHAILHOrO ONNOHEHTA 3aC/IyKEHHOI0 AeATe/s HayKn Poccuiickoii
®esrepaunH, 10KTOpa MEAHIHHCKHX HayK, npodeccopa,

Yi1eH-koppecnionaenTa PAH, 3amecTuTe/is AMpeKTOpa N0 Hay4Ho-

KJIHHH4YeCKOH pabore, 3aBeayoweii 1abopaTopueii reHeTndeckoi
3MHAEMHOJIOTHH (peepaJbHOro rocyaapcTBeHHOro OIIKEeTHOT O HAY4YHOIO
yupexaenus «MeauKo-reHeTHYeCKHH HayYHbIH IEHTP HMeHH aKaIeMHKA

H.II. boukoBa»
3unyenko Pennt AGy ibha3zoBHBI
Ha qucceprauuio Cuvonosa Makcuma BukropoBuua
Ha Temy «I'eHOTHN-(peHOTHNHYeCKHE 0COOEHHOCTH MYKOBHCIH1032 y nerei
H3 pasiHuHBIX cyobekToB CeBepo-Kaskasckoro dienepanbHoro okpyra»,
NpeICTaABJICHHYI0 HA COHCKAHHE YYCHOH CTeNeHH KAHAUAATA MeIHIHMHCKHX
HaYK 1o cneunaabHocTam 3.1.21. Meauarpus u 1.5.7. I'eneruxa

AKTyaJ'leOCTb TEMBbI THCCEPTALHH

Huccepranus CumonoBa Makcuma BukTopoBHua mocssiieHa U3Y4EHHIO
CaMoro 4acToro ophasHHoro 3aboNeBaHUs — MYKOBHCLHUI03Y, KOTOPBIH SBISETCS
aKTyalbHOU MpOOJIEMON JETCKOM IyJIBMOHOJOTHH H KIHHWYECKOHW reHeTHKU. B
paboTe u3yyanuck BONPOCHI OCOGEHHOCTEH reHOTHNA W (PEHOTHMA MAIMEHTOB C
MYKOBHCLIHIIO30M M3 pa3InuHbIX cyObekToB CeBepo-KaBkasckoro ¢enepaasHoro
OKpyTa.

OtmeuaeTcs BBICOKHIl HHTepec K HM3yHeHMIO [aHHOTO 3aboneBaHus. Y
[TalUEHTOB € MYKOBHCUMJO030M HMEETCsS pa3sHOoOOpasue CreKTpa M YacToT
NaTOTEHHBIX BApUAHTOB reHa CFTR, NPU 3TOM €KerofHO BBISBISIOTCS MUHOPHBIE
BapuaHThl reHa CFTR, KOTOpEIe TaKKe MOTYT BBI3bIBAaTh 3a0OJieBaHWE, a TAKKE
BapHaHThI C HEOTIPEJIEJIEHHOM KIIMHUYECKOH 3HAYHMOCTBIO.

I'en CFTR BnepBeie Gbl1 OTKpHIT B 1989 roxy. K HACTOSIUIEMY BPEMEHH
OmHucaHo Oosiee 45 THICSY Pa3IUYHBIX MOJMMOP(GHBIX IeHETHYECKHX BapHaHTOB
rena CFTR, npu sTomM B pasmuuHbiXx 6a3ax [JaHHBIX ONMUCAHO OKOJIO 1673
MaTOr€HHBIX BapHMaHTa, BBI3LIBAIOLUIMX MYKOBHCUHI03. Hamboiee wyacThiM
NIATOreHHBIM BaPUAHTOM B MHUpe sBIsieTCs ¢. [ 521 1523del, p. Phe508del, xotopsrii
npeicTaBisieT Cco0OH gmenenuro 6e3 cABUra paMKH CUMTHIBAHMA., OIHAKO
COBPEMEHHBIE NOCTMIKCHUS B OOJIACTH H3Y4YeHHs MOJIEKYJIIPHO-TEHETHUECKUX
4CICKTOB MYKOBHMCILHM/I03a MO3BOIHMIK YCTAHOBUTb, YTO OIpeJeNeHHas OIS
MaTOr€HHBIX BapHaHTOB reHa CFTR MOKeT BCTpedaeTcs B MHUpE C 4acTOTON He
Bpite 0,1%, a B ompeneneHHBIX MOIMYIANMAX M CyOBEKTaX WX 9acTOTA MOXKET
npessbiliaTs Oomee 1%.

OmnpenieneHne MOJEKYISPHO-TEHETHUECKUX OCOGEHHOCTEH B HOITYJISLIHH
CPEIM POCCHHCKHX MALUMEHTOB C MyKOBHCLIHI030M TIPOBOJIM/IACH HEOIHOKPATHO, B
TOM 4HCIIe U cpenu nanuenTos Ceepo-Kaskasckoro denepanbHOro okpyra.
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CornacHo 1aHHBIM PerucTpa MalKeHTOB ¢ MYKOBUCLHIO30M B PoccHitCKoi
Qezepauun, uucno manueHToB B Cesepo-Kaskasckom denepamsHom OKpyTe
YBEIIMYHMBACTCS €XKETOHO, OCOOEHHO Cpe/TH MalHeHTOB U3 UeueHCKOo Pecny0Oiukn,
4TO GE3YCIIOBHO IIPEIoaraeT u3MeHeHHe CIIEKTpa 4acTOT aJlJICJIeH U I'eHOTHUIIOB
rena CFTR u BbisiBlleHME HOBBIX BAaDHAHTOB B JAHHOM pervoHe Poccuiickoit
Oenepaiuu. Ilpu stoM, Kak mpaBmio, y mauueHToB CeBepHoro Kaskaska 6sutn
ONMCaHbl HanbOJjIee YacThle MaToreHHble BapuaHThl reHa CFTR, 6Ge3 POBEICHHUS
aHaM3a B3aMMOCBSI3U F'€HOTHIT-(EHOTHII. :

Buenpenue TapretHoii/matoreneruyeckoii Tepamnuu B 2012 roxay B MUpe s
Haubonee yacToro Bapuanta c./521 1523del, p.Phe508del mo3Bonnao He TONBKO
YIY4YIIUTE ~ KauyeCTBO  OKa3aHUs  MEJWLMHCKOHM [IOMOIIM TMaluMeHTaM ¢
MYKOBUCLMJO30M, HO M OTKPBUIO MHOXECTBO HOBBIX AacCIleKTOB JaHHOTO
3abonesanus. C 1OMOLIBIO MeTOAAa ONpeNeNeHHs DPAa3HUIBl  KHIICYHbIX
TIOTCHUMANIOB ¥ HAa MOJENHM KHUIIEYHBIX OPraHOWAOB, HMMEIOUIUX BapHAHTHI
[c.1399C>T;1521 1523del, p.Leud67Phe;Phe508del/c.3476C> 1, p.Serl159Phe],
YCTaHOBJICHO, YTO JAHHbBIC BAPUAHTHI IIPUBOJAT K MOJHON yTpaTe ()YHKLMOHATIbHO
axtusHOCTH Genka CFTR 1 oTCyTCTBHIO €ro 5 (peKTHBHOrO BOCCTAHOB/ICHUS MPH
BO3/ICHCTBUM HE TOJBKO mperapatoM «kBakapropom», HO M APyruMH, Golee
s¢dexTrBHbIMU KoMOUHaUsIM CFTR-Mo1y1TOpOB.

OOpauaer Ha ce0s BHUMaHHA W TOT (AKT, YTO B OTEYECTBEHHOH H
3apyOeKHOH NHUTepaType OTCYTCTBYIOT JaHHBIE O BO3MOXKHOCTSX [PUMEHEHHS
TapreTHOM Tepanuy y nauueHToB u3 CeBepo-KaBkasckoro denepanbHOro okpyra, B
YaCTHOCTM y KOTOpBIX HauOoJliee YacThIM BapPHAHTOM SIBIsieTCs c. 545 1546del,
p-Tyr515* (HOHCEHC-MyTalMsl), KOTOPBIHA He MOAXOMUT /Uil HA3HAUCHUS TapreTHOM
Teparuu.

HeobxomumocTs H3ydeHus BO3MOXKHOCTElH MPUMeHEH s TapreTHOH Teparnuu,
OCOOCHHOCTEH TeHOTHITAa M (DEHOTHNA, & TaKkKe WX TeHOTHI-(DEeHOTHMUYECKUX
KOppeNsiuii  y MalMeHTOB M3 Pa3MuHBIX CcyOnekToB Cepepo-Kaskasckoro
(enepanbHOro OKpyra onpejesnseT akTyaJbHOCT paborel CuMoHOBa M.B. 1 ee
OouibIIOE MPaKTHYECKOe 3HAYEHHS ISl [IeJUaTPUH.

Crencub 060CHOBAHHOCTH ¥ JOCTOBEPHOCTH HAY4YHBIX I1OJIOKEHHH,
BbIBOJOB H pe3yJ/IbTATOB HCCJIeJOBAHHSA

B nmuccepraunonHoif pabote Ha OCHOBaHMM aHAIM3a OTEYECTBEHHOH M
3apyOexHod nutepatypsl CumoHOBEIM M.B. uerko copMynUpoBaHbl 1ETH U
3a/a4i MCCIIENIOBAHMSA. Y CTAHOBIECHHbBIE 3aa4d COOTBETCTBYIOT LIEJIM HAyYHOM
paboTel  —  omnpeneneHHe  KIMHUYECKMX M MOJEKYISPHO-TeHeTHIECKHX
0COOEHHOCTEH MyKOBHCLM/03a U BO3MOXKHOCTEH [IPUMEHCHHS MaTOreHETHYECKOH
Tepanuyu y NeTed u3 pasnuvHbix cyGnektoB CeBepo-Kaskasckoro genepanasHOro
OKpyTa.

Hayynoe  wmccnemoBanme — mpeicrtaBiaseT  coGoit PETPOCIIEKTUBHO-
NpOCIICKTHBHOE HEPaHAOMHU3IUPOBaHHOE HCKOHTPOIIMPYEMOE HMCCIIeJOBAHHE, B
KOTOpO€ ObLIM BKIKOYEHBI 152 manuenta. PeTpocrneKTUBHAS YacTh MCCIIENOBAHMUS



BKmoyana 111 mnanueHTOB, TrOCTUTANM3MPOBAHHEIX B yJIBMOHOIOTHYECKOe
ornenenue OI'AYV «HMMUILI 3n0poses meteit» Munsapasa Poccnn B nepuon c
suBaps 2012 roaa mo asryct 2022 rozga B Bospacte ot 2 Mec 10 17 jet 11 Mecsiies
C  YCTaHOBIIEHHBIM  JHar{Ho3oM  MYyKOBHcLHA03. [IpocrnexktuBHas  uacTh
MCCIIe0BaHusl BKiIo4yana 41 ragueHta B Bo3pacTe oT 2 mecsitneB mno 17 jer 11
MECALEB C yCTAHOBICHHBIM JMarH030M MyKOBHCUHIO03 B IEPUO ¢ CeHTsOps 2022
roga mo ¢erpans 2025 roga. 35 fereil OLEHHBATHCE B THHAMHKE Kaxkaele 6-12
MECSIIER.

B xone nuccepTalinoHHOTO Heclie10BaHUs OB IPOBEIEH AETANBHBIH aHATH3
pe3yJIbTaTOB  MOJIEKYJIIPHO-T€HETUYECKOTO  HMCCIIEOBAHUS W  KIHHHYECKOMH
KapTUHBl ~MYKOBUCLIMJIO3a Yy TIAlIUEHTOB B PETPOCIEKTUBHOH wyacTH. B
MPOCIIEKTUBHOM 4acTH MpoBesieHa 6onbluas paboTa B BHE BBEJEHUH MAIlHEHTOB,
Ha3sHA4Y€HUU BCEX IUArHOCTHYECKHX MEPOIPHUSATHH, B TOM YHCIIE H T€HETHIECKOrO
HCCIEA0BaHHUs, aHAJIM3 FEHOTHII-(DEHOTUITHYECKHUX OCOOEHHOCTEHH.

JlOCTOBEPHOCTH Pe3y/IbTaTOB HAYYHOTO MCC/IEI0BAHMS IOATBEPYKAAET M TOT
(baKT, 4TO NOMCK HYKJICOTHAHBIX BAPMAHTOB OCYILIECTBISICH METOIOM MACCOBOTO
MapajjielbHOr0  CEeKBEHUPOBAaHMS  THOPMAM3ALMOHHOW TapreTHOH mMaHenw,
BKJIIOYarollell B cebs Bclo mnociemoBarelibHOCTh reHa CFTR, B TOM 4HCIe
HeKoMpyoIMe W (uankupyouue obmacti. Bce Kay3aibHble HYKICOTHIHbIE
BapMAHThI OBLIN BaIMIMPOBaHbI MPH TIOMOLLHM CEKBEHUPOBAHHS MeTonoM CaHrepa
1 omHcanel cornacHo HomeHknarype HGVS. Tlonyuenusie nanusie 06paboTaHsl ¢
MCTIOIb30BAHMEM COBPEMEHHBIX METO/IOB CTATUCTUKH.

Hayqﬂaﬂ HOBH3HA U NIPAKTHYECKas 3HAYHUMOCTH HCCJIeJOBAHHSA

ABTOpOM ©6bUI NPOBEJIEH JETaNbHBIA aHAIN3 KIMHUYECKOW KApTHHBI M
Ppe3yIbTaTOB MOJIEKYIAPHO-IEHETUYECKOTO MCCIIE0BAHHS C LEIbI0 ONpPe/eeHus
FeHOTHI-(PEHOTHITNYECKMX O0COOEHHOCTe MyKOBUCLUI032 Y AeTell M3 pasiIHYHbIX
cyonektoB CeBepo-KaBka3ckoro ¢eepaibHOro okpyra.

Hanbosnee 3HauuMbIM pe3ynbTaToM paboThl SBJISETCS BIEPBBIE OMMCAHHBIE
ans Poccuniickodi @enepaiuu Tpu MaToreHHsIX Bapuanta rera CFTR c.433del,
p-Leuld5Phefs*8;  ¢.2537G>4, p.Twp846* wu ¢ 1135G>T, p.Glu379*
00y CIIOBIMBAIOIIHE «TSKENbIN GEHOTHII, OJMH U3 KOTOPBIX He GbLT ONUcaH paHee
B 3apy0eXXHBIX HCTOUHHKAX TUTepaTyphl. 71 MalHeHTOB 13 Pecrniy6nuku darectan
u Kabapauno-bankapckoit PecryGnuku BriepBble onpejeneHbl WHble Haubolee
4JacThbl aTOreHHbIe BapuaHThl reHa CFTR.

YCTaHOBNIEHHAs YacTOTa MaXOPHBIX BapHaHTOB reHa CFTR B UedeHCKO
Pecriy6nuke (92,3%), B Kapauaeo-Uepkecckoii Pecmy6iuke (78,5%), B
Pecniybnuke Wurymerus (100%), B Pecny6muke Cepepras Ocerusi-Ananus
(77,8%) u B Kabapmuuo-bankapckoii pecrry6muke (60%). Ha ocHOBaHUMM JaHHBIX
pesynbTaToB OBLI TPENNTOXKEH ONTHMHU3MPOBAHHbIN AanropuT™ MOJIEKYIISIPHO-
FEHETHYECKOH JMarHOCTHKHM, KOTOPBIH MO3BOJSAET ONpPEJENUTh MONEKYIAPHO-
FCHETHYECKYIO IPUYHMHY 3a00JIeBaHKs IPU TMArHOCTHKE 3THX BAPMAHTOB B JAHHBIX
cybpekrax Ceepo-KaBKasckoro ¢enepalbHOTO OKpyra ¢ BEpOATHOCTBbIO 92,3%,
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78,5%, 100%, 77,8% u 60% cootBeTcTBeHHO. JIaHHbIi AJITOPUTM MMEET He TOJBKO
MpaKTHYECKYI0 3HAYUMOCTB, HO M BaX€H C JKOHOMHYECKOM TOYKM 3pEHHS,
IIpe/i1aras Ha4YHHATL MOJICKYJIAPHO-FEHETHYECKOE HMCCIEIOBAHME IMALMeHTOB B
Heuenckoii Pecry6iuke, B KapauaeBo-Uepkecckoii PecrnyGiuke, B PecnyOnuke
Uurymerus, B Peciy6iuke Cesepnas Ocerusi-Ananus u B Kabapauno-bankapckoi
peciyOiiHKe ¢ BbIABICHHA MaKOPHBIX IATOTEHHBIX BAPUAHTOB reHa CFTR METOI0M
I1LIP B pe>kuMe peaibHOTO BPEMEHH.

Ha ocHoBanuu anamusa reHOTHN-(EHOTHIMYECKMX KOPPEJALHA ObLIO
ONpPE/Ie/ICHO, YTO HAJIMYHE NaTOreHHOro BapuanTa ¢.274G>A, p.Glu92Lys B roMo-
1 KOMIIayH]l FeTePO3UIOTHOM COCTOAHUH COMPOBOXK e TCS B OONBIIMHCTBE CIIyUaen
JIOXKHOOTPHULATEIIBHBIM PE3YJbTATOM HEOHATAJIBHOTO CKPUHMHIA, YTO ITOMOXKET
YITy4UIMTh MEJIMKO-TEHETHYECKOE KOHCYIbTHPOBAHHUE.

BaXHBIM acIIeKTOM SIBIISIETCS aHATH3 BO3MOXKHOCTEH PHMEHEHH S TapreTHON
TE€paruy. YCTAaHOBJEH IPOLEHT IMAlHEHTOB, KOTOPBIM [OKA3aHO Ha3HaueHUe
MAaTOreHETHIECKOH TeparnH, B Kaxnol pecrybnuke. [Tokasano, 4ro B Pecrny6imke
MHrymerys Bce nalueHTEl HMEIOT NATOrGHHBIH BapuaHT | Kiacca, uTo genaer
NPUMCHEHHE TNaTONeHETHYCCKOH Tepaldu Ha MaHHBIH MOMEHT HEBO3MOMKHBIM.
JlaHHble pe3yNbTaThl TO3BOJSAIOT HE TOJBKO ONPENENHTh YHCIO MAMEHTOB
KOTOpPBIM I10Ka33aHO HA3HAYSHHE JAHHOH Tepalrdd, HO M JJaeT BOSMOXKHOCTb yiKe
CelYac MOBBICHTH MH(OPMHUPOBAHHOCTH BPAa4ell O BO3MOXKHOCTAX MPUMEHEHHS
MaTOrCHETUIECKOH Tepani, B YaCTHOCTH C PAacuyeToOM Ha MEePCHNEeKTHBY IJIs
MauueHToB ¢ BapuaHToM ¢.3/96C>T, p.Argl066Cys.

IIpoBenenHas KIMHHYECKAs U MOJEKYJIAPHO-TEHETHYECKAs XapaKTePHCTHKA
MAIlMCHTOB ¢ MYKOBUCLHMAO30M M3 pa3nu4HbiX cyOBekToB CeBepo-Kaskasckoro
(heziepanbHOro  OKpyra IMO3BOJIMIA ONTHMH3HPOBATH AJITOPHTM  MOJIEKYJIAPHO-
FEHETUYECKOH TMarHOCTUKU U pa3paboTaTh MPOTOKOJ TEPANeBTHYECKOTO BeCHNUS,
C YYETOM IaTOreHETHYECKOH TepaIiH.

Pesynbrarel  paGoTBl  BHEAPEHBI B KJIHHHYECKYIO MPaKTUKY
ITyJIbMOHOJIOTHYECKOIO OT/ENEHUs] U B MEJarorMyecKyro IPakTHKy M y4eOHbIH
npouecc Kaephl NeAMaTpUH M OOILIECTBEHHOIO 3/0POBBA, a TAKKE B PaboTy
n1a00paTOpUM MEJMIMHCKOW TeHOMUKH MeIHKO-TeHeTHYECKOTO nentpa OI'AY
«HMUIT znopoBes ngereii» Mumnsapasa Poccun, B paboTy mneaHaTpHYCCKOro
orpenenus PJIKb, Mocksa u mynemoHonorudeckoro otaenenus PIKB wwm.
['mankn, r. [po3ublit. Pe3ynbTarTs! HCCIe10BaHMs HCMONB3YIOTCS B [1eJArOrHYecKOi
NPaKkTHKe W BHEIPEHbI B y4eOHbIH mpolecc KadeApbl MeAHMATPUM U IETCKOM
pemaronorn  KiMHHYECKOro HMHCTUTYTa [ETCKOrO 310poBbsS HMeHH H.D.
®unatoBa PI'AOY BO «Ilepriit MMV umenun U.M. CeueHoBa Munznpasa
Poccun (Ceuenosckuit VeuBepcuTeT) (JI€KUMOHHBIH Kypc IpOrpaMM BBICLLIETO
obpazoBanuss  (CreuMannTeTa,  OpAMHATYPHI), IpOrpaMM  MOBBILLIEHHS
KBaJIM(QUKALMK 1 MPO(ECCHOHANBHOM NepenoarotoBkyu «Ilenuarpusy).




Ouenxa copepxanns u ohopmienns patoTeI

Jlucceprannonsas paboTa HamucaHa B KIaCCHYECKOM CTHJIE, XOPOIIUM
JHTCPATYPHBIM A3BIKOM, H3J0XeHa Ha 201 cTpaHMLe MAalIMHOMMCHOIO TekcTa,
HITocTpupoBana 61 tabnuueit, 115 pUCYHKAMH H 5 KITHHUYECKHMMU IIpUMepamu.
Crucok nutepatypsl Bkmowaer 131 ucToyHHK: 67 OTEYECTBEHHBIX U 64
3apyOexHbiX. PaGora coctout u3 BBemeHws, o630pa nMTepaTyphl, IaBEI ¢
ONMCAHUEM MATEPUAIIOB U METOLOB HCCIICIOBAHMA, 3 IIaB Pe3ybTATOB Hay4yHOI
paboTBl, 3aKJIFOYEHH s, BBIBOJIOB M IPAKTHIECKHX PEKOMEHTalui.

Bo BBenenum oGocHOBaHa aKTyalbHOCTEH paboThl, ee mwenb W 3ajaum,
MOJIOXEHHS, BRIHOCHMBIE HA 3AIIUTY, HAYYHAsA HOBHM3HA, a TAKXKe JIMYHbIA BKIA
dBTOpa B INCCEPTALIMOHHOE UCCIIE/I0BAHUE H e NPAKTHYECKYEO 3HAYHMOCTSb.

O630p nMTEpaTypEI IpesensHO TOYHO OTpakaeT aKTyaJIbHOCTb M IIpobiiemMy
MYKOBHMCLIHII034, C aKLUeHTaMH Ha 1pobiemsl nauuentos u3 Ceepo-KaBka3ckoro
(enepanpHOro okpyra. JlocTatouHo MOJIPOOHO ONMCAHBI COBPEMEHHBIE ACTIEKTHI 1
FEHETHKA MyKOBHMCLMI03a. IIpeicTaBieHbl JaHHBIE O COBPEMEHHBIX MOIXONAX
JAUArHOCTUKH M JIEYEHUST MYKOBUCLIM/I034.

JuccepranTom  npexnctaBieH  werko ChHOPMYTHPOBaHHEIN  ju3alin
HCCIIC/0BAHNA, OTPAIKAIOLIMH MONTHOE TIOHUMAHHE KX OT0 Tana Hay4HO! paboThI.
JletanbHo nano onucanue uccneyemoit TPYIIIBI, NPOBECHA UX XapaKTePUCTHKA, a
TAKXKe  KIMHUKO-1aDOPATOPHBIX, HHCTPYMEHTAIbHBIX METONOB W METO/I0B
CTaTHCTHYECKOI'0 aHaJIu3a.

B 3-x rmaBax coGCTBEHHBIX pe3ynbTaToB MOAPOOHO OIHMCAHBI PE3YJILTATHI
MOJICKY/IIPHO-TCHETHYECKOrO  MCCE/0BAaHMsSl  Bcell  HAOMONaeMoil  rpymmsl,
BRUIBIICHHBIC TIATOTEHHBIE BaPUAHTBI OIMCAaHBI COTNIACHO HOMeHKIaType HGVS.
[lonpobno npoBesen aHanM3 KIMHHYECKO KapTUHBI, KaK BCEro (QeaepaibHOro
OKpyTa, Tak u Kaxjaoro cyobekra CeBepo-KaBkasckoro (benepansHoro okpyra. Ha
OCHOBaHMH IOJYYEHHBIX NAaHHBIX MPOBE/IEHA CPABHUTENbHAS OLIEHKA T€HOTHIIA U
denoruna obcnenyembix gereit ¢ NALMEHTAMH, TPOXKUBAOIIUMHE B JPYTUX
PCTHOHAX, COrNacHo JaHHbIM Peructpa mNalMEHTOB ¢ MYyKOBHCLIHIO30M B
Poccuiickoii Qenepaum.

B nsToit rmase onwmcaner BosmoxkHOCTH NPAMCHEHHA TapreTHOH TepaluH,
YCTAHOBIIEHO HHCIIO MAllMeHTOB, KOTOPbIM MOKa3aHa TEepanus M INpecTaBieHa
ONTHMH3ALIHS aNTOPUTMa MOJIEKY/ISIPHO-TEHETUYECKOM THATHOCTHKH H IIPOTOKOJIA
TCPANlCBTUYECKOro BEJCHUsS [AUMEHTOB C MYKOBHMCLHMZO30M H3 pa3iMyHbIX
cydbextos CeBepo-Kaskasckoro degepaisHoro OKpyra.

I'naBeI ¢ pe3ymbraTamu co6CTBEHHOTO HCCTe JOBAHMS AUCCEPTAHTA HAITUCAHBI
AOCTaTOYHO NOAPOOHO, UMEIOT IIOHSTHBIE H MHMDOPMATHUBHEIE TAGIHLIB! 1 PHCYHKH.
IIpuBenieHs! pa3sBepHyThle KIHHHYECKHE IPUMEPBI, B KOTOPBIX TOKA3aHO TSKEI0e
TCUCHUE  HCKOTOPBIX  MAllMEHTOB, IPOMITIOCTPUPOBAHBI  'MCTOJIOTHYECKHE
MCCICNOBAHMA M JOKa3aHa S((EKTHBHOCTH TapreTHOH Teparnuu [IpernapaTom
«311eKcaKa(pTop/TeBaKa(bTop/I/IBaKa(bTop» B BHUJC CHHXXEGHHUS pPe3yNIbTATOB
[TOTOBOIO  TeCTa, yJIy4IICHWEM KIFOYEBBIX IOKa3aTeneil crupoMerpud u
HYTPUTHBHOIO CTaTycCa.
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Pesynbrartel, mnomyuennsie B xoze [IPOBEJICHHOTO  TUCCEPTALMOHHOTO
HMCCIICN0BaHHA, MOCTYKHIM OCHOBOH i (OPMHpPOBaHHS COOTBETCTBYIOIIHX
BBIBOZIOB M NMPaKTHYECKHX PEKOMEHJALNM, KOTOPHIE MOTHOCTHIO COOTBETCTBYIOT
[IOCTaBJICHHOH B paboTe Le/u U 3a/1a4aM.

CooTsercrBHe conepxanus aBTOpedepaTa OCHOBHLIM MOJIOKEHHAM
JAMCCepTAlHH

Beenenue, ocHoBHbIE Mo0KeHMS, Pe3yabTaThl COOCTBEHHBIX HCCIIeI0OBAHNIH
¥ MCTOMOJIOrMS aHAIM3a, a TaKKe BBIBOIBI M IPAKTUYECKHE PEKOMEH1alun
I0CTATOYHO YETKO OTPAXEHBI B aBTOpedepaTe, COOTBETCTBYIOT OCHOBHOMY TEKCTY,
dTO JIaeT IIONIHOE TNPE/ICTAaBICHHE O TPOBEJEHHOM HAYYHOM HCCICHOBAHMH H
COOTBETCTBYeT TpeOoBaHUAM Bricieii aTTecTaUMOHHON KOMHCCHH Munucrepcrsa
HAyKH H BBICIIEro obpasoBanus Poccuiickoit Oenepariu.

Bonpoce! u 3ameuanus

Bompoc: B pabore mouck HykneoTHmHBIX BAPUAHTOB OCYILECTBIISICA
MCTOZIOM ~ MacCOBOIO  MapaIeNbHOrO CeKBEHWPOBAHMS  I'HOPHIM3AMMOHHON
TapreTHOH NaHeN , BKIIoYalowel B ceGsi BCIO [0C/Ie0BATEIBHOCTE FeHa CFTR, B
TOM 4HCie He Koaupyomue M (uaHkupyromupe obnacTu. Kakoe IIPaKTUYECKOe
SHa49C€HHe 1JIs IIPOBEICHHOH HaY4HOI paboThl Aal OUCK [1ATOTeHHEIX BapHaHTOB B
(rankupyroumx obnactax resa CFTR?

[IpuHIHUTHANEHEIX 3aMeYanuii K AuCCepTaunOHHOM paboTe CumoHoBa M.B. Her.
3akirouenne

Takum  obpasom, auccepranuoHHas pabora CumoHoBa Makcrma
BukropoBuua Ha temy: «l'eHOTHII-(DEHOTUTIHYECKHE OCOOEHHOCTH MYKOBHCILIM103a
y HeTel U3 pasnuuHbIX cy6bekToB CeBepo-Kapkasckoro ¢enepansHoOro okpyray,
BeIMONTHeHHast B LAY «HMMI | 300poBba AcTck» Munsapasa PoccHM SBIsIETCS
3aKOHYEHHOH Hay4YHO-KBaTH(HUKALKMOHHONH paboToi, KOTOpasi COACPIKHUT pELIeHHE
Ba)XHOM HayyHOH 3afa4d 110 ONTHMH3ALHH MOJIEKYJISIPHO-I'€HETUYECKOT 0
MCCIIEIOBAHMUST U JICYCHHUS MALMEHTOB ¢ MYKOBHCIMIO30M, 3THOTeorpaduyecKu
oTHOCsAmMXcs K CeBepo-KaBkazckomy (benepanbHOMY OKpYTY. PesymbraTsi paboTeI
TIOMOTYT yJIy4lINTh MEAUKO-TeHEeTHYeCKOe KOHCYJIbTHPOBAHHE, IIPENOTBPAaTUTh
Pa3BHTUE SIICKTPOJIUTHBIX HAPYIIEHMH M JPYrHX BBIABIEHHBIX OCIONKHEHMit
MYKOBHCIHZO3a, MMOBBICHTE HH()OPMHPOBAHHOCTH Bpadel o beHoTHITHYECKUX U
FCHETHYCCKMX OCOOEHHOCTSX M BO3MOKHOCTEH TIPHMEHEHHS MaTOreHeTHYEeCKO
Tepanuu. [lofydenHble pe3ynbTaThl MPECTABIMIOTCS 3HAYNMBIMMI IUTSL TIeJUATPUH
U F€HETUKH.

Huccepranms  cooTBeTCTBYeT TpeboBanuaM 1.9  «IlonoxeHus o
MPHCYKNCHHH  y4CHBIX  CTCNCHEH»,  YTBEPKACHHOTO  I10CTAHOBJIEHHEM
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[IpaBurensctBa PO or 24.09.2013 1. Ne§42 (B meficTBylomei penakimm),
NpenbABIsieMbIM MMHHUCTEPCTBOM Hayku M BEICIIErO obpasoBanus Poccuiickoit
(De,uepaulm K KBaJTH(bHKaL[I/IOHHBIM HAay4YHBIM HCCII€JOBAHUIM Ha COHCKAHHE
YICHOH CTENEHM KaHIWIara Hayk, a ee aBTop, CumMoHOB MakcuM BHKTOpOBHH,
3aCIy)KHBACT MPUCYIKNCHUS YYCHOH CTENEeHH KaHIMJaTa MEeJMUHMHCKHX HAayK I1o
crnennanbHocTaM 3.1.21. Tleguarpus, 1.5.7. Tenetuxa.

Oduunanbubiii onnoHeHT

3aciy)KeHHBIH nesiTenh Hayku Poccuiickoit Denepanuu, TOKTOP MEIMLHHCKHX
Hayk (1.5.7. — T'enernka), npodeccop, wieH-KoppecnoHaeHT PAH, 3amectuTenn
AMPEKTOpa II0  HAy4HO-KJIMHMYECKO# pabore, 3aBeiyiomas nabopaTopueit
FEHETHYECKOH SIUIAEMUOJIOTHH (eepaibHOro rocyIapcTBEHHOTO OFOIKETHOrO
HaYHHOTO yupexneHns «Menrko-reHeTudeckuil HayYHBIN LEHTP HMEHH aKaTeMHKa
H.IT. Boukosa»

Hoanucek a.M.H., npogeccopa, uje

3unvenxo P.A. a:B

Yuensiii cekperaps ®TBHY « MI'HIL» k.M.H.

Boponuna Exareprna CepreeBHa

(I'epboBast meuaTs) Hata /{ &L M

DezepanbHOe rocynapcTBEHHOE GIOIKETHOE HAYYHOE yupexnaenne «Menuko-
TEHeTMYeCKUH Hay4YHbIH IEHTP MMeHHM akagemuka H.IT. boukoBa», 115478, r.
Mockaa, yi1. MockBopeuse, 1. 1, Ternedon +7 (499) 612-86-07, Email: mgnc@med-
gen.ru, caiT: https://www.med-gen.ru




