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OT3bIB BEJAYIIEA OPTAHU3ALIUU
®enepanbHOro rocy1apCTBEHHOr0 OI0IDKETHOIO HAYYHOrO yupekaeHus «MeauKo-
PeHETHYECKUN HayYHBIN IIEHTp uMeHH akanemuka H.IT. boukoBa» Ha quccepTanmoHHyo
paboty bparunoii Enensi IOpseBHBI «@eHOMEH coueTanus GOIE3HEN: POIIb
TCeHETHYECKHX (HaKTOPOB B PA3BUTHU CHHTPOIIMIA U JUCTPOIUIA», TPECTABICHHYIO Ha
COMCKaHHE YYEHOM CTENEHH JIOKTOpa MEJUIIMHCKUX HayK I10 crienuansHocTa 1.5.7 -

I'enetnka

AKTYaJIbHOCTh TeMbl BbINOJIHEHHSA PA6OTHI
IIporpecc B T€HOMHBIX UCCIICIOBAaHUAX cnocobcTBOBaI BaXXHBIM
GyHIaMeHTATBHEIM M IPAKTHYECKHM IOCTHKEHHAM, Onaroziaps KOTOPBIM T'€HETUKa
CErofHs 3aHUMAeT OJHO M3 LEHTPAJIBHEIX MECT B MEAUIUHE. | eHeTuueckoe
TECTUPOBAHUE CTAJIO NPAKTHYECKH PYTHHHBIM IPOLECCOM B OTHOLICHHWM MOHOIE€HHBIX

3a00/I€BaHuUM, JOCTUTHYTHl ONPEIENECHHBIC YCIIEXH, B TOM YHC/IE B HACHTU(DUKALMH



IeHETMYECKHX (DAKTOpPOB pHCKa PpaclpoCTpaHEHHBIX Ooie3HeH, Cpelud KOTOphIX
CEep/IeYHO-COCYIUCThIC,  HEHpOJEreHepaTUBHBIE,  PENPOJYKTHBHBIC  HApYIICHUS,
HEKOTOphIE OHKOJIOTUYECKHE 3aboneBaHms, IIHUPOKO UCTIONB3YeTCA
(dapmakoreneTrdeckas wHGOpPMANMA B KIMHUYECKOH NPAKTUKE I NPENOTBPAIICHUS
HEKENIATE/IbHBIX MOCHEeICTBHI JieKapcTBEHHO#M Tepanuu. O4eBUAHO, YTO HEOOXOAUMO
JajlpHeiee pasBUTHE TEHETWYECKOTO HAlpaBIICHUS B MEJAMIIMHE, Kacalollerocs He
TOJIbKO KapTUpOBaHWsA I€HOB 0OJIC3HEH M BBIABICHHE acCOLMALMf, HO U OCMBICIIEHHS
HAaKOIUIEHHOTO  (pakTHYecKOro Marepuaia, MPEVIOKEHHE HOBBIX  KOHIIETIIIHIA,
CHCTEMATU3UPYIOIIUX Pe3yJIbTaThl TEHOMHBIX UCCIIEIOBAHMIA.

DeHoMeH codeTaHus pa3HOOOpa3HhIX IO cBoel npupoje 6ose3Hel npecTaBiseT
Oonbmoi uHTEpEC IS MccenoBaTeNieif B CBS3M C BBICOKOM pacrpoCTPaHEHHOCTHIO
KOMOPOHMTHOCTH M €€ TIPAMOT0 BIIMSIHUS Ha YCIEXH B JiedeHuH nauuenToB. Hecmorps Ha
JABHIOK0 HCTOPMIO H3yY€HHs MPHYMH, JIEKAMMX B OCHOBE KOMOPOHMIHOCTH
MHOTO(GAKTOPHBIX 3a00/I€BaHIH, UMEIOIMECS HA CErOHAIIHMAN JA€Hb MOMBITKA PEIIEHHs
3aj1a4 CUCTEMATH3allMK, KIacCHQUKAUMM, a TaKkke WIAeHTUUKAUMH OOIIMX CBOWCTB,
(GUKCHPYIOIMX 3aKOHOMEPHBIE CBS3M COYETAHMMN, MMOKA €IMHWYHBI M HEIOCTATOYHEI,
HECMOTps Ha 3HAYUTENBHBIA pocT myOnukaumid B 2022-2023 rr. mo psgy TeMaTHK,
CBA3aHHBIX C MCIOJb30BAHUEM PE3YJIBTATOB FEHOMHBIX MCCIEAOBAHUI B MPAKTHYECKOM
3/IpaBOOXPAHEHNH, BBISBIIEHUE CIOXHBIX CBS3€H MEXIy '€HETHYECKUMH BapMaHTaAMH W
(enoTunamu mno-npexkHEMy ocraercss NmpoOeMoi, KOTOpas CyIIECTBEHHO 3aMejyiser
Nporpecc B ONPENENEHHM TOro, KaK IEHOMHBIE BAapHaHThl BIMSAIOT Ha pa3BUTHE
MHOTO()aKTOPHBIX 3a00JI€BaHUI M MX COUYETAHHUN C MO3UIUI KOHIEHIMH CHHTPOIHBIX U
JMCTpONHEIX  OonesHeif.  3aTpyJiHEHO  NOHMMaHME  HMHTEPAKTOMHOM  YacCTH,
peanusylomeics yepe3 MeTaboI0MHBIE, IIPOTEOMHBIC U IPyTHe TUITHI B3aUMOJCHCTBHIA.

B cBa3u ¢ BeIECKa3aHHBIM, HayYHas KoHuenus uccieaosanus E. 10. bparunoii,
IIOCBAINEHHOTO  KOMIUIEKCHOMY  HM3YYEHHI0O  ()EHOMO-T€HOMHBIX  OTHOIIECHHIA
MHOro(aKTOpHOM NAaTONIOTHU YeIOBeKa, SIBJISETCS akTyalbHOU M1 QyHIaMEeHTaIBHOM U

NMPaKTHYECKON MEIULIMHCKON M€HETUKH.

Haytman HOBH3HA HCC/ICJOBAHHA, IOJYUCHHBIX Pe3yJbTATOB, BLIBO/JAOB H

NPaKTHYECKHX pexoMeHAanuii, chopMyTHPOBAHHLIX B AHCCEPTAIHM



OcHoBy wuccinenosanus E. 0. Bparunoii cocraBisier u3ydyeHHe poid (PEeHOMO-
I'€HOMHBIX OTHOIIEHHN B pPa3BUTHMM MHOTO(AKTOPHBIX M MX COYETAHWH C TMO3UIHMH
KOHIICIIIIMM CHHTPOIHBIX M JUCTpPOIHBEIX Oonesned. Hayunas noBu3Ha paboOTHI
o0yciioBjieHa psjIoM (PaKTOB, MOIYYECHHBIX B PE3yJIbTATE UCCIICIOBAHMS.

N3yuyenne acCOIMATUBHBIX T€HETUYECKUX CETEH pacnpocTpaHEHHBIX Golie3HeH u
MAaTOJIOTMYECKMX COCTOSIHUI IO3BOJIMJIO COMCKATeNI0 BIEPBBIC YCTAaHOBHTH 00IIHUE
IEHETHYECKUE 3aKOHOMEPHOCTH, CBS3aHHBIE C MMMYHHBIM OTBETOM M BOCHAJICHHEM,
KOTOpBIE MOI'YT BIHMATH Ha KOMOPOHMIHOCT MexIy 3aboneBaHusMu. B cTpykType
FEHETHYECKOM  NOJABEPKEHHOCTH  aUIeprudeckuM  3abojieBaHUsM,  BKIOYas
OpOHXHMAIbHYIO acTMy, aTONWYCCKUH NE€PMATHT M ALIEPIHYECKUI DPHHHUT, BBISBICHBI
OTJIMYMTENIbHEIE OCOOEHHOCTHM Ppa3sBUTHS CHHTPOIMH AaUICPTUYECKHX 3a00s1eBaHMii
OTHOCHUTENIBHO HX HM30JMPOBAHHBLIX (eHOTUNOB. B wm3yueHHO# BBIOOpPKE BIIEpBEIE
YCTaHOBJICHBI aCCOLMAIMU NOIUMOPGHBIX BapuaHToB 1s1837253 (4C010395.1/TSLP),
rs11742240 (IL7R/AC112204.3) u 131555926 (ZNF217) ¢ pa3BMTHEM HM30JMPOBAHHOM
OponxuanbHol acT™Mbl; 152197415 (4C044784.1/LINCO0709) — ¢ pa3BuTHEM
aronuyeckoro aepmaruta; 1s906363 (AL590648.3/BATF3) wu 137755224 (peruon reHos
[JIaBHOT'O KOMIUIEKCA I'MCTOCOBMECTHMOCTH) — C pa3sBUTHEM OpOHXHMAIBHOM acTMBI B
COYETaHUH C AIVIEPIrUYECKMM PUHUTOM W/WITM aTOITMYECKUM JIEPMATUTOM.

Cownckarenem uaeHTHOUIMPOBaHBI HauOOJIEEe 3HAYMMBIE T€HETHYECKHME MapKeph
OpOHXHATBHOM aCTMBI, OCIIOXKHEHHON CepeYHO-COCYAMCTON MATOJIOrHEl, KOTOPHIE B
NIEPBYIO O4Yepe]hb Y4YacCTBYIOT B IIPOIECCAX OKHMCIMTEIBHOIO CTpecca, BOCMAJICHUS W
HeoBacKysipusauy. IIpuopureTHeIMA B pabore ABISIOTCA AaHHBIE, AEMOHCTPHPYIONHE
pazIu4us B CTPYKTYpe F€HETUUECKUX acCOIMaIMii B 3aBUCHMOCTH OT BPEMEHH Havala
3a0oeBaHMi, COCTaBIMIOMMX KomopOuaHocTh. Tak, MONMMOpPQHBIE BapHaHTHI,
PETYJIUPYIOIIUE 3KCIPECCHIO T'€HA, KOAUPYIOIIEro Karanasy, GOpMUPYIOT T€HETUIECKYIO
CTPYKTYpY TOABEPKEHHOCTH KOMOPOMIOHOCTH TIMIIEPTOHMYECKOW Oosie3HM Ha ¢omne
OpOHXMaIbHOM acTMBl, a pPHCK pa3BUTHS OpOHXMAIBHOM acTMBI Ha (oHe
TUNIEPTOHMYECKOH OONE3HM CBA3aH C PETYJISTOPHBIM BapUAHTOM SKCIPECCHH IPYIHX
I'€HOB, B YacTHOCTH, RNASE4 u ANG.

Briepsrie mnpoBeneHa OLEHKA pOJIM T'€HETHYECKMX (PAKTOPOB OTHOCHTENIHHO

OpoHXMaNbHOM acTMBI M TyOepKyse3a ¢ TOYKHM 3pEHHS JUCTPOIHH, IPOSBISIOMIEHCs
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beHOTUITHYUECKON KOHKYPEHIHEH OIHOr0 MATOJIOTHYECKOrO COCTOSIHHUS OTHOCHTENIBHO
apyroro. K  uccnenoBaHMIO  AMCTPONMM  IIPUMEHEH HOBBIA M JOCTaTOYHO
WH(POPMATUBHBINA KOMIUIEKCHBIH MOIXO0/, C OJHOH CTOPOHBI OLEHUBAIOIIUN BO3MOXKHYIO
posib reHOB, kKoHTpospytommx 6amanc Th1/Th2 mumdbonuToB u BIMMOMMX HA HUCXON
3aboneBaHus, a C JPYrod CTOPOHBI, M3Y4EHBI BapHaHTHl B TI'€HAX, KOTOPHIE MOIYT
KOHTPOJIMPOBATH 001mue 11s OpoHXUanbHOM acTMEI M TyOepKyJie3a 3BeHbs raTorenesa. B
pe3ysibTaTe 3TOr0 YCTAHOBIEHO, YTO TO CYTH, Kak OpOHXMalbHas acTtMma, TaKk |
TyOepKyie3 SBIMIOTCS MNOISPHBIMH BapHAHTAMH OJHOTO (DEHOMEHA, CBS3aHHOTO C
Jc(hyHKIHEH HMMYHHOTO OTBETA.

BrBoabl, npencrasnennsie B pa6ore BparuHo# E. 0., cdopmynmpoBaHsl kpaTko
MH()OPMAaTHBHO, COOTBETCTBYIOT IIOCTABJIE€HHEIM 3aJa4aM M LelM HCCIIeOBaHus,
OTpakaloT  COJCpXKAHHME  JIMCCEPTAlMOHHOW  pabOTBI, €€  OCHOBHEIC  STAallblL
CoopmynupoBaHHBIE OCHOBHBIE MOJOXKEHHS K 3AIIMTE JEMOHCTPHPYIOT HOBH3HY

MOTYyY9EHHBIX PE3yJIbTATOB.

3HAYHMOCTD NOTY4YeHHBIX Pe3yJIbTATOB VISl MEAHUHHCKON HAYKH H NPAKTHKH

Jluccepranmonnas paGoTa COOTBETCTBYET MACoOpTy crelnuansHoctd  1.5.7
['eHeTHka (MEMIIMHCKHE HAYKW) COIVIACHO LIEIH, 3a/1a4aM, pe3ysbTaraM, IoJTy4eHHBIM B
pabore, 1EMOHCTPHPYIONNM BaXXHOE 3HAYECHHE BEISBICHHBIX FE€HETHYECKUX (AKTOPOB B
Pa3BUTHH KOMOPOMIIHOCTH, KOTOpPBIE MOTYT OTJIMYATBCA OT COOTBETCTBYIOLIMX
M30JIMPOBAHHBIX COCTOSHMM, YTO II03BOJISIET NMPOTHO3UPOBATH KOMOPOMIHOE TeueHHe
HCCIIE/yEMBIX TaTONOrHYecKHX cocTosHui. HoBEIE naHHEBIE, BKIIOYAKOMKE OCOOEHHOCTH
accoupanyi MOJNMMOP(HBIX BapHAaHTOB TI€HOB C AUIEPIHYECKUMH, CEpPAEYHO-
COCYIMCTBIMH, HMH(EKIIMOHHBEIMH 3a00JIEBAHMAMH M HMX COYETAHUEM, JOIOJHSIOT
(byHnamMeHTanbHBIE TPEACTaBICHUS 00 OCOOEHHOCTAX IIATOTEHETHKHM MCCIEMyEMBIX
MHOrO(GaKTOpHBIX GoJe3HEH ¢ TOYKM 3PEHHs KOHIEMIMHA CHHTPOIHBIX M JUCTPONHBIX
Oomne3He.

BrisiBiieHHbIe B AMCCEPTALMOHHOM paboTe pasiuyus 110 reHaM MEKIy IpyliaMu
NalMeHTOoB, AUGQGEPESHIMPOBAHHBIX B 3aBHCHMOCTH OT BPEMEHM Hadaja KaXIOro u3
3abo0.1eBaHui, COCTAaBJISAIOIIMX KOMOpPOHIHOCTH OpOHXMAIBHOM aCTMBEI u

THIIEPTOHMYECKON OO0JIC3HH, MMEIOT IMOTEHIUAll JUIsi UCIOJIB30BAHMS B TNMPAKTHUYECKOM
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3/IpaBOOXpPaHEHUH, & UMCHHO IIO3BOJIIIOT KOHTPOIHUPOBATE JHHAMHKY IIATOTOIHYCCKOIO
npomecca M OINTHMHU3MPOBATHL TEPANEBTHYECKYIO TaKTHKYy B 3daBHCHMOCTH OT

HHIUBUAYAJIBHBIX 'CHOTHITHYCCKHX 0COOEHHOCTEH.

CreneHb 060CHOBAHHOCTH H I0CTOBEPHOCTH HAYYHBIX MOJIOKEHHH H BHIBOJOB
AHCCePTANHOHHOH PadoThbI

Pabora Bemomnena B 1ab0opaTOpHM NONMYNALMOHHOM TI'CHETHKH HAay4HO-
HCCIICIOBATENILCKOIO  MHCTUTYTa MEJMUMHCKOM reHetmku Tomckoro HUMIL.
ChopmynupoBanHas enb HCCIEIOBaHMs M 3aaud, 0G03HAUEHHBIC Ul €€ pelIeHHs,
pealn3oBaHbl B OJHOM 00beMe. METOI010THs HCCITeI0BaHus IIOHATHA U COOTBETCTBYET
IIOCTaBICHHBIM  3aja4aM. JIOCTOBEPHOCTh HAy4YHBIX IIOJIOKEHHM M  BBHIBOJIOB,
M3JIOKEHHBIX B JUCCEPTALMOHHOW pabore, JOCTaTOYHO OOOCHOBAaHA MCIOJIB30BAHUEM
COBPCMCHHBIX KIMHUYECKHMX, MOJIEKYIAPHO-TEHETHYECKUX, OHOMHPOPMATHUECKHX M
CTATUCTHYECKUX METOJIOB, PEINPE3CHTATUBHOCTBIO IPUBJICYEHHBIX MJIS MCCIIE0BaHU
BEIOOPOK MAIMEHTOB M KOHTPOJIBHBIX TPYIIIL.

Jluccepranonnas  pabora E. 0. DBparuHoit BeimmonHeHa B pamMkax
rocy/IapCTBEHHOIO 3a/laHus MUHHCTEPCTBAa HAYKH U BBICIIEro oOpa3oBaHus Poccuiickoi
@enepaimu (tema Ne 075-00603-19-00 «MuTerpanms TeHOMHBIX M OIHTCHOMHBIX
MOJXONOB B M3YYEHHM [IaTOTCHETUKU KOMOPOMAHBIX MHOTrO(GAaKTOpHBIX Oore3Hei
gesoBeka»  (2013-2021 rr.)). B pabore npuBoasTcs (parMeHTH  HAay4HO-
uccienosarenbckux pabor Poccuiickoro ¢onma dyHmaMeHTanbHBIX HccenoBaHui Ne
15-04-05852 «I'enermdeckue akTOpsl KOMOPOHMAHOCTH MHOrO(GAKTOPHBIX 6one3Hei
genoBeka» (2015-2017 rr.), Poccuitickoro nayunoro ¢ouma Ne 15-15-00074
«'eneTnyeckue (akTOphl IOIBEPKEHHOCTH pa3IuuHbIM (GopMaM TyGepKyse3Hoi
unpexmm»  (2015-2017  rr.), KOMIUIEKCHOM mporpaMMmel  (pyHjaMEHTAIbHbIX
uccaenosanuit Cubupckoro otaenenus Poccuiickoit akagemun Hayk Ne 0550-2018-0003
«PEKOHCTPYKIMSA M aHAIU3 T'€HHBIX ceTel KoMopOuaHbIX 3aboneBanuin» (2018-2020 rr.).
BeinojineHHOE MccnesioBaHue 000PEHO JIOKATBHBIM KOMHMTETOM IO OGHOMEIMIIMHCKOM

9THKE HaAYYHO-HCCIEOBATCIBCKOI0 HWHCTHTYTA MEIMIMHCKOW TreHEeTHMKM TOMCKOro

HHWMII (npotokos Ne 2 or 26.05.2017 r.).



JInyHbIH# BKJIAJ aBTOPA

He BHI3BIBa€T COMHEHHWI 3HAYMTEIBHBIA BKJIAJ COMCKATENss B BBHITIOJHECHUH
uccienoBanusd. JIMUHO aBTOpoM cOPMYJITHPOBAHEI LIEH U 3aJ]a4H, OCYLIECTBIEH BEIOOD
METOJIOB HCCJIEOBaHMS, B 3HAYUTEIHHOM CTENEHH CaMOCTOSATENHLHO IIPOBEJCHA
06paboTKa SKCIEPUMEHTATLHOTO M CTATUCTHYECKOro Mmarepuana. CoHcKarenb JHYHO
OpPraHW3OBBIBaJla BCE JTalbl INPOBEACHUS  MCCIENOBaHMSA, HHTEPIPETUPOBAIA
MOJlyYCHHBIE  JIaHHBIE, OCHOBHBIC  JKCIICPUMCHTAIbHBIE  paboThl  MPOBOAMIA
caMocCToATENbHO. [lyOnukanuu, BKIIOYas CTaTbU M TE3HUCHI, 10 TEME IHCCePTALMOHHON

paboTHI OArOTOBIIEHBI C JIMYHBIM YYaCTHEM U ONpPEIE/ISIOIIMM BKJIAJIOM aBTOpa.

Ouenka coaepxkaHus JHCCEPTAIHH, €€ 3aBePIIEHHOCTh, 3aMeYaHus 10

opopmiienHI0

JluccepranuonHas pabora usoxeHa Ha 346 cTpaHuIaX MAIIMHOIMHCHOTO TEKCTa,
wunocTpupoBana 43 tabaunamu 1 30 pucyHkamu. CIIMCOK MCIIONIB3YEMOM JIMTEPATyphI
conepxkur 657 ccpuiok, 32 % KoTOopeIX omybGaukoBaHo, HauuHag ¢ 2018 roma u mo
HaCTOsIIEe BPEMA.

Pabora cocrour u3 BBeJEHUS, NATH IIaB (0030p JUTEPATYPHl M YETHIPE IJIABHI C
COOCTBEHHBIMM peE3y/IbTaTaMM MCCIECOBAHUA M HMX OOCYXKICHHEM), 3aKJIIOYEHHS,
COMEPIKUT BBIBOJBI, CIIMCOK COKpAIEHHH, CIUCOK JHUTEpaTyphl ¥ NpWIOkKeHHs. Bo
BBEJIEHMM OOOCHOBAHBI AKTYalbHOCTh TEMBI HMCCIENOBaHMSA, TPEJCTaBlI€HA CTECHb
pa3paboTaHHOCTH TeMBI, cOPMYJIMPOBaAHBI I€JIb U 3aJa4d KCCIEAOBAHWSA, HAyIHAS
HOBM3HA HCCIIEIOBAaHUS, TEOPETUYECKass U MPAaKTUYeCKas 3HAYMMOCTH, METOJOJIOTHS U
METOJIBI HMCCIIEIOBAHUSA, TIIOJIOKEHHUS, BHIHOCMMBIE Ha 3alllUTy, OTMEYEHa CTElEHb
JIOCTOBEPHOCTH U anpobarys pe3yabTaToB, yTOUHIETCS TUYHEIN BKJIaJ aBTOpA.

B rnase «O630p JaTEepaTyph» IIPEACTaBICH MUPOKHH MCTOPUYECKHIA 3KCKYPC
N0 TEPMUHOJIOTUHU ¥ KOHIIENTYaIbHBIM B3IJIA/1aM, B TOM YHUCJI€ OT€YECTBEHHBIX HAY4HBIX
mkon U. B. JlaBeiioBCKOIO, A. JI. Cnepanckoro, C. H. JlaBuiCHKOBa U APYIUX YYCHBIX
NpOIUIBIX JIET, Ha (eHOMeH coderaHus OonmesHeit, o6o3HayeHa mpobiiema
KlaccuUKanuy BapHaHTOB COYETAaHHM, CHCTeMaTu3upoBaHa wuH(popmarus 00

W3BECTHBIX MOJIEKY/ISPHBIX NpPUYMHAX WX pa3BuTHsA. M3/10kKeH aeTaau3upoBaHHbIM
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daKTHYeCKHii MaTepuall, BKIIIOYAIOMHH NOAPOOHEIE 0OOCHOBAHMSA ¥ MUITOTE3bL, JIE)KalHe
B OCHOBE COBPEMEHHBIX MPEACTaBJICHUI 110 HAIIPABIEHUIO IUCCEPTAMOHHON pabOThl Ha
npuMepe OGONe3HEH, COCTABIAIOMMX TaK Ha3bIBAEMBIH «ATONMMYCCKUA Mapun» U
CHHTpOIMH «OpOHXHMalbHas acTMa M CEepACYHO-COCYAUCTHIE 3a00NCBaHUA», YTO B
NOJHOM Mepe OTpakaeT COCTOsSHUE IpobiieMbl, a TaKkKe AaKTyalbHOCTh |
1€51ec000Pa3sHOCTH BRITIOJIHEHHUS MCCIIeJOBAHMS.

MarepHaJjibl H METOABI HCCJIEAOBAHHA BIJIIOUYEHB! B KaX/yI0 M3 YETHIPEX IJIaB,
HOCBSIIEHHBIX Pe3yJibTaTaM M 00CYKIeHHIO NOJIy49eHHBIX AaHHbIX. [IpencTaBieHHBI
B pabore MaTtepuas XOpoIlO OXapaKTepH30BaH M CO3HAET LETBHOE NpE/ACTaBjIcHHE 00
AQHAJIM3UPYEMBIX JAHHBIX, BHIOOpKAX IMallMEHTOB, a TAKKE KOHTPOJIA K HUM. JleTanbHO
ONMUCAHBl  MCIOJB3yeMble  OMOMHGOpMATHYECKHE ¥  CTATHCTHYECKHE  METOIBL.
QakTUyecKue JaHHbIe M3JI0KEHBI AeTATbHO, OOJIBINAs YacTh Pe3yJIbTATOB IpPE/ICTaBICHA
B BHJI€ TabJIMII, KaK B TEKCTE JUCCEPTALMH, TaK H B TIPUIIOKECHHUH.

Bo BTOpOH riaBe MCCEPTALIMOHHOTO MCCIEOBAaHMS OXapaKTepPH30BAHEI
MOJIEKYJIADHO-TCHETHYECKHE B3aMMOJICHCTBUA B AaCCOLMATUBHBIX CETAX LIMPOKO
pacrpoCTpaHEHHBIX 3a00NeBaHuMii, BKIIOYas IICUXHMYECKHE PACCTPOMCTBA, CEpeUHO-
cocydcTeie 3abosieBaHusl, paccTpoiicTBa NUTaHUA M 3aboneBaHUs MeETabOTMYECKOMH
CHCTEMBI, 3a007I€BaHUA ABIXATEIBHBIX Iy TeH, 3a001eBaHuUs MUIIEBAPUTENLHOU CHCTEMEI,
3a00/1€BaHUs KOXKU ¥ COEIMHUTEILHON TKaHH, NAaTOJIOTMYECKUE COCTOSHHUSA, NPU3HAKU U
CHMITOMSEI, 3a00J€BaHUs YHIOKPUHHOM cHCTeMBl. TpeThsl IIaBa TOCBSIIEHA MMOUCKY
I'€HOB, acCCOIMMPOBAaHHBIX C CHHTpONMEH ajeprudeckux 3aboneBanuif. JlocraTodno
NoJpOOHO B 4eTBEPTOH IJIaBe OXapaKTepHU30BaHA HACIEJACTBEHHAsA KOMIIOHEHTa
CHHTponMU «OpoHXHManbHAs acTMa M cepledHo-cocyaucTrie 3aboneBanus». Ilsras
IJIaBa IIOCBAILICHA UCCIICIOBAHHIO UCTPOITMU «OpOHXHMANbHas acTMa M TyOepkynes3». B
Ka)K/I0# I1aBe NMPUBOAMTCA NMOAPOOHBIN aHaIM3 U 0000IEHNe MTOyYEHHBIX pPe3yJIbTaToB
C NO3ULMHU KOHIENIMHA Oolle3HeH CUHTPONMMA M AUCTPONUH, A O0OCYXKACHUS KOTOPBIX
aKTUBHO NPUBJIEKAIOTCS JaHHbIE JUTEpaTypbl, 0003HAYEHO «IEPMEHEBTUYECKOE MOJIe»
OCHOBHBIX KOHIICTILIHH ¥ B3IIS/10B pEHOMEHA COYeTaHus GONIC3HEI.

B pasgene < 3akmioyenme» CcoucKarenb 0000IIaeT IONyYCHHBIE [JaHHBIE O
TEHETHYECKOM KOMIIOHEHTE€ W3y4YeHHBIX MHOroakTopHeix 3aboneBaHMi M HUX

KOMOPOH/IHBIX COCTOSHUM, JaeT OHEHKY (EHOTUNHYECKUX MPOABICHUNH OTHOCHTEIIBHO
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o0muxX M crenupUYecKUx TEHOB, ACCOUUUPOBAHHBIX ¢ HUMH. ChopMyIHpOBaHHEIE
BBIBOABI OCHOBaHBI Ha pe3yJibTaTaX AUCCEPTAlMOHHOIO HMCCIECIOBaHMS W OTPAXKAIOT
IIOJIHOE PEIICHUE MOCTaBIECHHEIX 3a/1a4.

Astopedepar gokropckoi aucceprauuu bparunoit E.JO. mpeacrasiser coboi
NOHATHOE M TMOCJIEAOBATEIbHOE H3JIOKEHUE KIIOYEBLIX acCleKTOB HCCIIEN0BaHUS,
MONHOCTBIO ~ COOTBETCTBYET  JMCCEPTAllMM,  COJEPXKUT  OCHOBHEIE  pas3Jielibl
AauccepTaiMonHoi pabotel. Texker amccepranum u aBtopedepara bparunoii E.JO.

opopmiieHBl B cooTBeTCTBUH ¢ TpeboBanusamu BAK (I'OCT P.7.0.11-2011).

Bnenpemle OCHOBHBIX pe3yjibTaToB HCCJIEJOBAHHA H KOHKpETHbBIE
PEKOMEHIANHNH MO nanbuei‘lmemy HCIIOJIB30BAHHIO nncceprauuonﬂol‘i paﬁon.l

HOJ'IY'—ICHHI:IC B  HACTOJALIEM HCCJIENOBAHUM  pPE3YIIbTAaThl, YCTAHOBHUBIIHE
OCOOEHHOCTH  MOIEKYJSIPHO-TEHETHYECKOro  Npodmisi NalMeHTOB ¢  pasHBIMU
BapUaHTaMU COYCTAaHHs pa3IMYaroIIMXCcs IO MaroreHe3y 3aboseBaHWil, MOryT OBITH
IMMOJIE3HBI JJId  PCIICHUASA JlaJibHeHIIUX I[pakTU4YE€CKHUX 3aJa4, HalpaBJICHHBIX Ha
CBOEBPEMEHHYIO PAHHIOIO NPOGUIAKTHKY B3aUMOCBI3aHHBIX 3a00JIeBaHMIA.

OCHOBHBIE ~ pe3yJIbTaThl  JMCCEPTALMOHHOTO  HMCCNEOBAHMSA MOIYT  OBITH
HCTIONB30BaHEl B OOY4YEHMHM CTYICHTOB Kadeap MEIMIMHCKOro ¥ OHOJOrHYecKoro
npohuis, a TaKKe BKIIOYEHBl B Y4eOHBIH NPOLECC MOATOTOBKH KaJApOB BHICIIEH

KBaIHbHKAIMKU 10 crienrainbHOCTAM «JlabopaTopHas reneTrka» U «I'eHeTHKay.

TToNHOTA H3/I03KeHHs JHCCEPTAIAN B ONYOIHKOBAHHBIX paborax

Pe3ynpTaTel JMCCEPTALIMOHHOINO WMCCIIEOBAHUS TIOJIHOCTBIO ONMYOJUKOBAHEI B
OTEYECTBEHHBIX M 3apyOeKHBIX U3aHUAX. MaTepuansl AUCCEpTAIMK TIPEJCTaBIeHbI B 51
nevaTHoi paboTe couckaress, B TOM YHcCie 23 cTaThM B XKYpHajaX, PEKOMEHIOBAHHBIX
BAK MOH P® (PHUHII/WOS/Scopus) mis couckarelei yYeHON CTemeHu IOKTopa
MEJIMLUMHCKMX HayK 2 cTaTbu — B cOopHHMKax crarei, Bxoasmux B PUHII. OcHoBHBIE
pe3ynbTaThl JUCCEPTAIMOHHOIO HCCIENOBaHUS OOCYXAEeHb Ha KOHpEpEeHIMIX W
KOHIpeccax MEXIyHapOAHOIO U BCEPOCCHIMCKOrO YPOBHSA, Ha KOTOPHIX MPEICTaBICHO 26

TE3UCOB PETHOHAIBHEIX, BCEPOCCHUCKHMX M MEXIYHAPOIHBIX KOH(EPEHIHIA.



O6mue 3aMeyanus N0 JHCCEPTAIHONHOM pabore
K nuccepraumu u aBropedepaTy ecTh napy 3aMedaHui, 4To HU KOEM 00pa3oM HE BIIHMSET
Ha COJIEp)KaHUE U HAYYHYIO [IEHHOCTh PE3yJIbTaTOB UCCIEIOBAHMS.
3ameuanus: 1. Kak B auccepranmu, Tak ¥ B aBTopedepare OTCYTICTBYIOT IPAaKTHYECKHE
pekoMengauud. 2. Ilpy mpoyTeHMH TEKCTa JuccepTraldu ¥ aBTopedepara BOIHHKIM
HECYIIECTBEHHbIC 3ameuyaHus 1o odpopmienuo. Hekoropsle Tabmunel (Hampumep,
Tabmuia 5) MoxHo 6610 661 ipuBecTH B IIpunoxennu. Ha pucynke 5B) B aBropedepare
Juccepraumu abbpeBuarypa uccaexyeMoit coueranHoi GOopMBI GPOHXUATIBHOM aCTMBI U
aprepuainbHoi runeprensuu (BA  Hyper/Hyp) caBuHyTa 4acTh NOAIUCH.
Taxoke B nporiecce MpoyTeHNs AUCCEPTAIMii BOHUKIM BOIIPOCKI, GOJIBIIE KACAIOIUXCA
JaJbHEWNIMX IIEPCIIEKTUB M3yYeHHS JaHHOrO HanpasieHnus. Bompoce:: 1. Ha Bam
B3IVIS/I, MOXET JIM BUPYCHas WH(EKUHUA BHECTH KOPPEKTUBEI B PacCMaTpUBAEMYIO B
paboTe TUCTPONuIO My OPOHXHUATBHOM acTMOM U TY6epKyIe30M?
2. llo Bamemy MHEHMIO, KaKOBHI JaJbHEHINNE TMEPCIEKTUBEI HCCIEAOBaHHS

I'€HETUYECCKOM KOMIIOHEHTHI CHHTPOIIHBIX ¥ JUCTPOIHAIX 3a00seBaHmit?

3axuaouenne

Juccepranvonsas pabora Bparunoit Enenst IOpneBHEl «DeHOMEH COUYETAHMS
Oonesneii: ponb reHeTHYECKUMX (DAKTOPOB B PAa3BUTHHM CHHTPONMMA ¥ IUCTPOIMIA»,
NpPEACTaBJI€HHAss HAa COMCKaHWE YYECHON CTENEHM JOKTOpa MEJMIMHCKUX HayK II0
cnenuansHocTH 1.5.7 T'eHeruka, siBislercss 3aKOHUYEHHBIM TPYJIOM, B KOTOPOM IIO
COBOKYIIHOCTM BBIIIOJIHEHHBIX aBTOPOM HMCCIICJOBAaHUNH M IIOJYYEHHBIX PE3YJILTATOB,
chopMyJIMpOBaHbl OCHOBHBIC HAaYYHbIE TTOJIOKEHHS, KOTOPBIE MOKHO paccMaTpUBaTh Kak
HOBO€ pemieHWe TNpobiieMbl, pacKphiBaioimieil  (PEHOMO-T€HOMHBIE  OTHOIIEHHS
MHOro()aKTOpPHBIX CHHTPOIHBIX W JUCTPOIHBEIX OOJIe3HEH, 9TO HMMEET CYIIECTBEHHOE
3HAYEHHUE /Ul pa3BUTHS FEHETHKHU YEJIOBEKa M MEJUIIMHCKOM HAYKH B LIETIOM.

JlocTOBEpHOCTB, MOTHOTA U3II0XKEHUSL ¥ OOBEKTHBHOCTD MOJIYYSHHBIX JAHHBIX, MX
(bynnaMenTanbHas M NpaKkTUYecKas 3HAYMMOCTh HE BBI3BIBAIOT COMHEHMI M MO3BOJIIET
cuMTaTh, YTO JAUcceprauuoHHas pabora Bparunoit Enensr FOpeeBHBI COOTBETCTBYET

TpeboBanusM 11.9-14 TlonoxeHnuss 0 NPUCYKICHUH YYEHBIX CTEMEHEH, YTBEPHKICHHOIO
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[Toctanosnenunem [IpaButenscrea PO ot 24.09.2013 No 842 (pexn. ot 25.01.2024), a ee
dBTOp 3aC/Iy)KMBACT MPUCYKICHUE YYEHOM CTENEeHH JOKTOPA MEIMIIMHCKHUX HayK 110
cnenuansHocTH 1.5.7 I'eHerHka.

OT3BIB 0 HAayYHO-NPAKTHYECKOW 3HAYUMOCTH aicceprauuu bparunoii Enensl
lOpeeBHEl «DeHoMen coueranus GosesHeit: POJIb TEHETHYECKUX (HAaKTOPOB B Pa3BUTHU
CHHTPOIIMH W JMCTPONHI», MPEICTABIEHHONH HA COMCKAHMUE YUYCHOH CTENEHH AOKTOpa
MCIMIMHCKMX HAyK 10 cnenuanbHocTH 1.5.7 I'eHeruka sacnyman u YTBEPKIEH Ha

nabopaTopHOM  ceMHHApe 1abOPaTOPHH IeHETHUECKOl snuaemuonorun  GI'BHY

«MI'HI1», npotokon Ne 2 ot 16.12.2024 rosa

3amecTuTeTh AMPEKTOPA M0 HayYHO-KJIHHUYECKOI pabore,
3aBeyrommas 1abopaTopueii reHETHYECKOI ITUIEMHOIOrMH
DeziepabHOrO rocy AapCTBEHHOTO GHO BKETHOTO

HAYy4YHOI'O yupex/a1eHus «MeanKo-reHeTHuecKuii

Hay4YHBIN LEHTp UMeHHU akazemuka H.IT. Boukoay
3aciy)KeHHBIN fesTens Hayku Poceuiickoi Denepanumu,
JIOKTOp MEMLIMHCKUX HAYK, IIpodeccop,
4ieH-KoppecnonjaeHT PAH

Pena AGynbdaszosna 3unuenko

24.12.2024 r.

Caenenus o Beyieii opranusanmu:
DejiepanbHOE  TOCYIAPCTBEHHOE  OOKETHOE Hay4yHoe yupexaeHue «Meauko-
FCHETUYCCKUI HayuHbIH LeHTp umenn akagemuka H.IT. Boukosay (PI'BHY «MI'HI»).
[Touroserii anpec: 115522, r. Mocksa, yi. Mockgopeuse, 1. 1
Tenedon: +7 (499) 612-86-07
+7 (499) 612-00-37
Be6-caiit: https://med-gen. ru/
E-mail: mgnc@med- -gen,ru;

[Mnoanuce 3HH‘{CHK§J:?.AD,,33B§})}HOI
Yuensrii ceKpeTap | iDI“ B_HY «MFHII»»,

Exarepuna Cepreesna Boponnna
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