OT3bIB OPHUIIHAJBHOT'O OIIIMTIOHEHTA

PykoBoputens taboparopuu reHOMUKH ophaHHbIX 00e3HEH HAydIHO-
HCCJIEIOBATEIBCKOT0 HHCTHTYTa METHITHHCKON TeHETHKH T OMCKOTO
HAITHOHATTEHOTO UCCIIEN0BATEIBCKOT0 MeIUIIMHCKOTO LieHTpa Poccuiickoi
aKaJieMHH HayK, KaHOuAaTa MeauiuHckux Hayk Ckpsouna Hukomnas AnexceeBHua
Ha JUCCEPTAlHOHHOE HccaenoBanne AromoBoi I'y3ens PaMuneBHEI Ha TeMy:
«ONHUIEMHOJIOTHYECKHEe, KITMHHKO-TeHeTHIeCKHe acTIeKThl MyKOBHCIIHA03a B
Pecny6muke bamkoprocrany, peacTaBIeHHON Ha COUCKaHUe YUEHOH cTeleHr
KaHIUaTa MeTUIMHCKIX HayK 110 CIIeI[HalbHOCTH

1.5.7. 'enetuka (MEUIIMHCKUE HAYKH).

AKTyaJIbHOCTH TEMBbI

MyxoBuciuo3 — Hauboiee dYacToe HaCle[CTBEHHOE ayTOCOMHO-
perneccHBHOe  3aboieBaHHe, OTIMYAIOIIEecss  BBIPA)XEHHOW  IEHETHIECKOH
reTePOreHHOCTBI0, B CBA3M C 3TUM KIMHMYECKHM IOIUMOPHU3MOM, THKEIBIM
TeUeHHeM M IpPOTHO30M. 3abojeBaHHe BCTpedaeTcss B MUpe y IpeNCTaBHTENEH
PAa3IUYHBIX MOMYJIALUA U 3THHYECKUX IPYII C PaBHOH 4acTOTOM CpellH MY»KCKOIo
M JKEHCKOTO HacelleHHWs. B OCHOBe MOJIEKYJISIpHOTO IaroreHe3a 3aboleBaHHUA
JIeKAT HapyIIeHWsl CHHTEe3a, CTPYKTYpHl W (YHKIHWH Oenka TpaHcMeMOpaHHOIro
perynsitopa npoBoauMoctd MykoBucunosa (CFTR), 94To IpUBOIUT K Pa3IHYHEIM
GYHKITHOHAIBHBIM HapylleHHsM B pafoTe XJIOpHBIX KaHaloOB, KaK CIIEICTBHE
3TOr0 YBEIMYUBAETCS BA3KOCTh CEKPETOB, Pa3BHBACTCS 3K30KPHHOIATHA, 9YTO
IIPUBOIUT K HapymeHﬁIo B paboTe MHOTMX OpraHOB M cHcTeM. | TaBHas mpH4YuHA
Pa3BUTHs MYKOBHCLHZIO3a - MyTallds B IeHe TpaHCMeMOpaHHOIO peryisaropa
mpoBogumocTe MykoBucuunosza (Cystic Fibrosis Transmembrane Conductance
Regulator, CFTR).

Huccepraunonnas pabora AromoBoli ['yzens PamuneBHBI HallpaBiieHa Ha
uccienopanue (yHIaMEHTANbHBIX OCHOB IATOreHe3a MYyKOBHCI[MI033a, POJIH
TeHeTHYECKHX M S3MHIEeHETHIECKHX (aKTOpPOB B Pa3BUTHU 3TON0 MOHOTEHHOIO

3300JIeBaHuKsA, OHA IO3BOJIHIA HIAECHTH(HUIIMPOBATL IATOTeHHbIE BapUaHTHl B I'€HE



CFTR, BHISBUTH TOMMyJSIHOHHBIE OCOOEHHOCTH NAIllMeHTOB W3 PecryOmuku
bamkopTocTaH, ¢ nocnenytomieit ontumu3zaipen JIHK nuarnoctuku 3aboneBaHus
B perHoHe u o0ecredyeHHeM JeTeldl TapreTHOH Tepammelf, TakuMm o0Opaszom,
3HAYUTENIHO Y/IydIIeHa CHCTeMa OKa3aHWs MEeJUKO-TeHETHYeCKOH HOMOIIU
MaldeHTaM ¢ MYKOBHCHIHAO30M H HMX ceMbsiM B Pecnybirke bamkoprocraH.
[Momy4eHHbIe pe3yNnbTaThl MMEIOT Ba)KHOE HAaydHOe 3HA4YeHWE Il ITOHWMAaHHs
MOJIEKYJISIPHBIX OCHOB MYKOBHCIH/03a, @ TaKXKe CYILEeCTBEHHOE 3HA4YEeHHE s

IIPaKTHYECKOT0 3IPaBOOXPAHEHHS
JocToBepHOCTh H HOBH3HA Pe3y/IbTATOB JIHCCEPTALIHH

JlocToBepHOCTS AmccepTanMoHHOM paborel Atronosoit I'.P. ompenensercs
TeM, 9TO UCCIIeI0BaHHE IPOBEEHO Ha JOCTaTOYHO PENPE3EHTaTUBHOM 110 pasMepy
BEIOOpKe (444 maiMeHTHl W 4YISHB WX CeMel, MallMeHThl U3 Ipynnsl pucka, 859
YeJIoBeK - MOMYJISAIIMOHHAS BEIOOPKa) ¢ HCITONIB30BaHUEM IOCTATOYHOrO MaTrepHraia
B KauecTBe KOHTpONBHOH rpymmbl - n = 100, HCHONB30BalNCh COBpEMEHHEIE
HHCTPYMEHTaIbHEIE W JabopaTopHBIE MOJEKYIAPHO-TCHETHIECKHE METOJBI
HCCJIEIOBAHMS, aJeKBAaTHEIE METOABl OOpabOTKM MJAaHHBIX U CTAaTHCTAYECKOTO
aHanuza. Pe3ynpTaThl, MOITydeHHBIE aBTOPOM, CBHAETENBCTBYIOT O BBIIIOJHEHHH
IIOCTABJICHHEBIX 34184, BBIBOJIBI W YMO3AKIIFOUEHHS TIO/IKPETIeHb! yOeuTeIbHBIMI
SKCIEPUMEHTANBHBIMHA ~ JTAHHBIMM M TIOJIHOCTBIO  OTPaXalOT  Pe3yJIbTaThl
HCCIIeIOBaAHUSI.

HoBu3Ha HcclleIoBaHUS 3aKTF09aeTCs B TOMyUYeHWH TAHHBIX, MTOJyYE€HHBIX B
Xofe MOWCKAa W HACHTHOHKAIMH IaTOTeHHEIX BapuaHTtoB B reme CFTR,
MPHBOJAIIMX K Pa3BUTHIO MYKOBHCIIMJI03a - HAacJleJICTBEHHOro 3abolieBaHu,
HMEIOIIYI0 BBIPAXKCHHYIO KIMHUYSCKYI0 BapHUaOebHOCTh U TEHETHYECKYIO
rereporeHHOCTh. Caenana nonareepxkaaromas JIHK-mnarnocTuka BceM naleHTam
C MYKOBHCITHA030M 3a repuox Habmoaerus ¢ 1998 mo 2023 rr.., uneHaM UxX ceMeil
U TTallHeHTaM, C TOTPaHHIHBIMH TTOKa3aTelsIMH XJIOpHIOB B mmoTe (50-60 MMois/i).
HcenenoBanre MO3BOJHIO BBISBHTE OCOOEHHOCTH CIIEKTpa M YacTOT BapHUAHTOB
rena CFTR y nanueHtoB W3 Pb B cpaBHeHHMH C JaHHBIMH HAI[HOHAIIBHOIO

peructpa. YCTaHOBIEH CHeKTp Haubomee yacTeix MyTanud B rene CFIR y



nanmueHToB w3 PB, umeHtudmumpoaHo 35  BapHaHTOB,  HMMEIOIIHX
[IaTOreHHOE/BEPOATHO IATOTEHHOE 3HadeHue, B 96,12% OTArOIEHHBIX ceMel
obHapyxeHBl 00e MyTaIui. BEIABICHBI MOMYJIALHMOHHBIC PA3IHYhs [10 9aCTOTE U
crekTpy Mytauui. IIposegena JIHK mmarnoctrka MyKOBHCIHI03a HEOOXOIHMAas
JUis ~ HasHadeHUs: O(GQEKTUBHOM  TapreTHOW  Tepamud  MAIHeHTaM ¢
MYKOBHCI[HIO30M JJIsI 0OecIedeHus IepCOHAIU3UPOBAHHOrO MMOIX0/ia B TEPAITHH
3abonmeBaHusi. Bce BBIIIecKa3aHHOE CBHOETENBCTBYET O BLICOKOW HAaydHO-
IPaKTHYECKOW 3HAYMMOCTH IIPOBEAECHHOIO HccieroBaHus. WmeHTHdHKamms
MOJIEKYJIIpHOTO  Jeekra HeoOxXoauma Uil  TIOATBEPXKAEHHS  IHATHO3a,
IOCJIENYIOIIET0 JIEYeHWs] W TMPOrHO3a TeueHUs 3a00ileBaHHA, a TakkKe s

30 OEKTHBHOIO MEIMKO-TeHETHIECKOTO KOHCYIbTHPOBAHHS OTATOIIEHHEIX CeMeH.

CreneHb 060CHOBaHHOCTH HAYYHBIX MOJIOKEHHI, BLIBOJOB H

pexoMeHJanHui, chopMy/IHPOBAHHBIX B JHCCEPTALHH

JlMccepTallMoHHOE HCCIIeJOBAHHE BBIIIOIHEHO HA JOJDKHOM METO0IOTHIECKOM
YPOBHE H B COOTBETCTBHH C 3THYECKUMH NpUHIWnaMu. HaydHble IOJOXEHHS,
BBIHOCHUMBIE Ha 3alIMTy, 4YE€TKO AapryMEHTHPOBAaHBI aBTOPOM W OTpPaXKaroT
ocHOBHBIe  Hued  paborel.  [lomydenHble — pe3ysibTaThl  BCECTOPOHHE
[IPOAHAIIM3UPOBAHEl  IIPH  [OMOIIM  COBpPEeMEHHBIX  METOJOB  aHajau3a
OMOMEMUIIMHCKUX  [JaHHBIX. 1eopeTHYecKHe W  METOOUYEeCKHe  aCIeKThI
HCCIIEIOBAaHUs, IIPaKTHUYECKHE pPEeKOMEHIAIlMd OCHOBBEIBAIOTCA Ha aHallu3e
Hay4HBIX pabOT OTEYEeCTBEHHBIX H 3apyOeKHBIX YYEHBIX, 3aHHMAIOIIHXCS
H3YyYEeHHEM MYKOBHCIH03a, YTO MOATBEpXAaeTcs Haauduem Oonee 170

HCTOYHHKOB, Ha2 KOTOPEIC HMCIOTCA CCBIIIKK B JUCCEPTAIHH.

IlenHoOCTD AJIsi HAYKH H IPAKTHKH Pe3yJIbTATOB paGoThI
ITo pesynpraTaM [OaHHOM JHCCepTalMM IIONyYeHBI HOBBIE JAHHBIE O
MOJIEKYJIIDHOM IIaTOreHe3e MyKOBUCIIHMI03a IamueHToB B PB, 310 HeoOxomumo
JUId pa3spabOTKU COBPEMEHHBIX QJITOPUTMOB OKa3aHHS MEOHKO-TEeHETHIECKOM
noMouy nanueHTaM. C Mo3UIMH NIPaKTHIecKOoH MeQUIIMHEI UCCIIeJOBaHHE IIEHHO

CHCTBM&THB&HHCI;'I, ONTUMH3AIMEH KIMHAYECKOM AHATHOCTHKH, C IMPHMCHECHHEM



COBPEMEHHBIX METOJIOB MOJIEKYJISPHO-T€HETHYECKOTO HCCIIeNOBaHMs, CO3JaHUEM
perucTpa IaHHOW IIaTONOTHM, OIEHKOH OJIHMICHETHHYECKMX M KIMHHUYECKHX
XapaKTEepPUCTHUK, BHEJIpEeHHEM TapreTHOH Teparuy, pa3paboTKoif
IPOPHIAKTHYECKUX MEPOIPHATHH, YTO MO3BOIMIO IOBBICHTH 3 (eKTUBHOCTh H
JOCTYIIHOCTh MEIUKO-T€HETHYECKOr0 KOHCYJIBTHPOBAaHUS [IallMEHTOB H B
OTATOIIEHHBIX  CeMbAX. Marepuansl  HCCHENOBaHWS W IIPaKTHYECKHe
PeKOMEHJAIlMH HCIONB3YITCA B JledeOHO-podunaktudeckoit pabore B I'bY3
PecryOnukanckuii MeOUKO-TeHeTHYeCKHI ILIeHTp, HYTO IIOATBEPXKIEHO aKTOM
BHEIPEHHUS B  TMPAKTHYECKYyK)  JIEATENIbHOCTh  pEe3yJNbTaTOB  HAy4HO-

HUCCIIe0BATEIbCKOMU pa60TBI.

IoaTBep:kAeHHE ONMYOJIHKOBAHHSI OCHOBHBIX Pe3yJIbTATOB IHCCEPTALIHH B
HAYYHOH me4aTH

Copepxanme guccepTallili OCBEIIEHO B 9 mewarHeix paboTax, M3 HHUX 6
Hay4JHBIX CTaTel B pelleH3UpyeMbIX HayUHBIX XKypHalaX, pekomeHjoBanHeXx BAK
(3 u3 KOTOPBIX B XypHaIax, HHAEKCUpyeMbIX B Scopus © WoS/Scopus, u3 Hux 1
oTHocsmascsa Kk Q2).

PesynbTathl AuccepTanMOHHOH PabOTHI NPEACTABICHBEI HA MHOTOYHCIEHHEBIX
HaydHeX KoH(pepenmumsax: XV Hamuonansaeii koHrpecce «lHHOBanMOHHBIE
METOMEI THATHOCTUKH M Tepaliy MyKOBUCIH/103a. 1IpopsiB B Oyaymiee» (Cy3nais,
2021 r.); III Bcepoccuiickas xoH(pepeHIUs «BBICOKOIIPOH3BOAUTENBHOE
cekBenupoBanue B TeHomuke» (HoBocubupck, 2022 r.); XIII Hay4nas
koHGepennus «l'eHeTmka demoBeka U maronorus» (Tomck, 2022 r1.);
Bcepoccuiickas Hay4Hass KOHQepeHIHUs ¢ MeXIyHapOIHbIM ydacTHeM «[ eHoMHKa
U OHMOTEXHOJIOTHS Ui MEIMIIMHBI M CEJIBCKOro xossicteay, (Yda, 2022 r.); 1
Bcepoccuiickas Hay4yHas ~ KOH(EpEeHITHS ¢  MEXAyHapOJHBIM  y4acTHEM
«IlepcoHanu3upoBaHHas MeIUIHHA W COBPEMEHHBIE TEHETHYECKHUE TEXHOIOTHH»
(Vda, 2023 r.); «I HamroHanbHbBIH KOHIpecc MO HacieACTBEHHBIM 3a00ieBaHHsIM
JerKkux ¢ MexayHapomHeiM ydactueM» (Camkt-IletepOypr, 2024 r.); VI
BCEPOCCHUCKHH HaydHO-TIPAKTHYECKUM KOHIPECC ¢ MEXIYHApOIHBIM Y4YaCTHEM

«Opdanusie 6omezam» (Mocksa, 2024 r.).



CooTrBercTBHE cogep:kaHuf aBTOpeepaTa 0CHOBHBIM MOJIOKEeHHAM
AHcCcepTANHA
ABtopedepar B TMOIHOM o00beMe oOTpaxaeT conepkaHue paborel. B
aBTOpedepaTe W3TOKEHEl OCHOBHBIE pa3[enbl IIPOBEJIEHHOIO HCCIIe0BaHMs,

BBIBO/JIBI IIPAKTHYIECKHUE PCKOMCHIAIUH.

3ameuanus no padore

K mmccepranmonnoif paboTe NpUHIMNHATBHBIX 3aMedanuii Her. Ilpu

03HAKOMJIEHHH C TEKCTOM JHCCEePTAIMOHHON paboTHl BOZHUKIIHU BOIIPOCHL:

1. Bcero B pabote ObLIO HcciieqoBaHO 59 manueHTOB M3 IpyIIsl pucka. [Ipu
3TOM, KaK S TIOHSJ M3 TEKCTa, TONBKO JUis 6 YeloBeK AMarHo3 OBLT
MTOATBEPXKIEH C HCIIOIB30BAHUEM MOJEKYJISPHO-TEHETHYECKOr0 aHalu3a
win (YHKIHOHAIBHEIX TecTOB. KakoB MoIeKysipHO-TeHeTHIeCcKHil craTyc
octaneHBIX 53 wHAMBUAOB? EcTh MM cpeu HUX reTepO3UTOTHBIE HOCHTEH
WJIH TIALAEHTH C MATKAMID) MY TAlASIMHE?

2. B cBa3um ¢ HakomwieHHeM UWHQOpPMAalMd OTHOCHUTENBHO TOTO, HYTO
IeTepO3UTOTHEIC HOCHUTENH MOABEPKEHB! MOBBIIEHHOMY PHUCKY MHOTHX H3
TeX JX€ COCTOSHHM, YTO H MAlHEHTHl C MyKOBHCIHIO030M (XpOHHYECKHM
IaHKpPEaTHT, aTHITHIHbIE MUKOOAKTepHATbHBIC HH(PEKIIMA U OPOHXO03KTAa3bI),
HE OIEHHWBAJH JH BBl KIMHWYECKYI0 KapTHUHY, CBA3aHHYIO C
MYKOBHCITHJO30M y I€TepO3UTOTHBIX HOCHTENEH NaTOI€HHBIX IeHETHIECKHX
BapuaHToB? Ecny 1a, TO OLICHHBAIH JIX B CBA3b KOHKPETHBIX T€HETHYECKHX

BapHaHTOB C KIIMHUICCKHMH HpOSIBJTeHHSIMH?

3akioueHne
Juccepranimonnoe  uccienopanue  Aronorod  ['yzens  PamuneBHBI
«ONUIEeMHONIOTHYECKHEe, KIHHUKO-TeHETHYECKHEe acleKThl MYKOBHCIMI03a B
PecyGiuke banikoprocTamy SBIsSEeTCS 3aKOHUYEHHOH Hay4YHO-KBaTH(DHUKAIMOHHOH
paboToH, B KOTOPOM CONEPIKUTCSA HOBOE peIleHHe Hay4yHOH 3a/la4k: KOMILUIEKCHOIO
HCCIeI0BaHHS SIHAIEMHOIOTHYECKHX 51 MOJIEKYJIIPHO-T€HETHIECKUX
XapaKTepHUCTHK MYKOBHCIH/103a, HIpaeT Ba)XKHOE COLMAJbHOE 3HAYEHHE B

YIYUOICHUH JHATHOCTHYCCKHX H JeueOHBIX MGPOHpI/IHTHIU’I IIpH OKasaHWH MEIHUKO-



IeHETHYECKOr0  KOHCYJIBTHPOBAaHHS  MAIIeHTOB C€  MYKOBHCHHOO30M H
OTArOLIeHHBIX ceMei. Pabora cooTBeTcTByeT TpeOOBaHHSAM, MPEHBABILICMBIM K
IHCcepTalysIM Ha COMUCKaHHE Y4YEHOHM CTeNeHHM KaHIuAaTa MeJUIMHCKHX Hayk,
cornacHo 1. 2.2 pasgena Il (kanmunatckas) I[lomojkeHus 0 MPHUCYKASHHH 'YIEHBIX
creneHed B dQenepanbHOM TOCYAapCTBEHHOM aBTOHOMHOM 00pa3oBaTelbHOM
Y4pexIeHUH Bhicliero obpazosanus «Poccuiickuii yHUBepCHTET APy XOBI HAPOIOB
nMenH Ilatpuca JIlymym651», yTBepikneHHoro yuensiM coBetoM PYIH mpotokoi
Ne VC-1 ot 22.01.2024 r., a € aBrop, AtonoBa ['y3ens PaMuneBHa, 3aciycaBaeT
IIPUCYXI€HUS yUYeHOH CTelleHH KaHIuJaTa MeJUIIMHCKIX HAYK I10 CIIEHAIbHOCTH

1.5.7 T'enernka.

OdunuanbHbIii ONNOHEHT:

Pyxosogurens nabGopatopum reHomuKH opdaHHBIX OoJie3HE  HaydHO-
HCCIIEIOBAaTEIBCKOTO0  HHCTHTYTa  MEOWUIIMHCKOM  TeHeTHKH  TOMCKOro
HAI[MOHAIBHOIO  HCCIIEOBAaTENbCKOTO MEIMIWHCKOrO ILeHTpa Poccuitckoit

aKaJeMHHU HayK, KaHIUAT MEJUIUHCKHUX HayK

28.02.2025 — Cxps6un HLA,
ara HONICh

[Togmucs Cxpsbuna Huxonas AnexceeBrda 3aBepsio
PYKOBOAMTENL OTAENa KaapoB DemepanbHOro rocyAapCTBEHHOrO OHOIKETHOrO

HAay4YHOrO  y4pexJaeHus «TOMCKHMHA  HalMOHAJIBHBIA  KCCIIENOBATEIBCKHUM

28.02.2025
JaTa

I'pauera H.IT.

N
Hay4Ho-HcClIe[0BaTebCKHA HHCTHTyT MEIMITHHCKOH TeHeTHKH ToMcKoro
HAallMOHAJIBHOTO  HMCCIEe0BaTeIbCKOr0 MEJMIMHCKOro IHeHTtpa Poccuiickoit
akameMuu Hayk. Anpec: Poccus, 634050, r. Tomck, Habepexxnas pexn Ymaiiky,
10. Tenedon: +7 (3822) 51-22-28. e-mail: center@tnimc.ru




