OT3hbIB
Ha aBTopedepaT aucceprauMm Ha TeMy «(Q(eKTHBHOCTL paHHell AHATHOCTHKH
MYKOBHCUMI032 y eTelf Ha perHoHAaJIbHOM YPOBHe (Ha npumepe XMAO-KOrpsi)» ToHHHKOBA
Makcuma ¥OpneBnua, NPEACTAB/ICHHOH HAa COMCKaHHe yd4eHOH cTemeHH KaHIuaaTa
MEAMIHHCKHX HayK N0 cnenuaabHocTH 14.01.08 — IleanaTpus

HecoespemennocTs nuarsocTixu MykoBucuugosa (MB) y nereit B panuem BO3pacTe BIICYET
32 co0OH Lenbli psx HEeraTHBHBIX COOBITHI, COMPOBOXKHAIOIIHXCS IIPOTPECCUPYIOLINM
TIOPKECHUEM JICTKUX, MHBAIHAM3ALMeH, CHIDKCHHEM KauecTBa M IIPOJOJKUTENBHOCTH KH3HH,
CrokHoCTh panHel muarnoctuxu MB 710 BHEAPEHHUS (eepaTbHOro HEeOHATATLHOIO CKpHUHUHTA
MB Gbita 06ycnoBieHa Tem, uTo «30710TOMY CTaHIapT NHArHOCTHKH HAaHHOIO 3ab0JIeBaHUs —
IIOTOBBIA TECT — JIALIb PETPOCIEKTUBHO TOATBEPXKIAN PasBHBAIOIIYIOCS KIMHHYECKYIO KApTHHY
3a00seBanns. C BHEIPEHHEM HEOHATAIBHOIO ckpunnara (HC) MB curyanus pammkaisao
H3MECHUIIACh — GOJBIIMHCTBO NALMEHTOB BBIABIAIOTCS B TeUeHMe TIEPBBIX MECSILEB JKU3HU, YTO
CTMOCOOCTBYET paHHeMy Hawany GasucHoOi TEpaNuy, CHHXCHUIO BEPOATHOCTH PA3BUTHUS TSKEJIBIX
OCJIOXHEHHH. DnuaeMuosorus MB WHTeHCHBHO U3Y1aeTCs JIUILIb B [TOCJIEIHHUE TOMbL, YTO CBI3aHO
¢ DasBUTHCM HAlMOHAIBLHOTO PETHCTPa 3TOTO 3a00JIEBAHNUS, YUPEKIEHHOTO ¢ HEKOTOPLIM
3allOS/aHHEM  TIO0  TPUMEpY pPasBUTHIX CTpaH. B XMAO-IOrpe wHayunoe 0606mene
SMHUJCMHUOJOTHYECKUX IaHHBIX M0 MB 1o menmaBHero BPEMCHH IPAKTUYECKH OTCYTCTBOBaso. He
TMPOBOZIJIOCH CPaBHUTENIBHBIX UCCIIEIOBAHME 0COGCHHOCTEH TeueHus MB B ABYX Tpynmax JaeTei
— ¢ HC u 6e3 mero (zo 2006 r.). Manbueiimee Pa3sBUTHE TEPANEBTHYECKUX MOIXOA0B IIPUBEIIO K
TIOABJICHMIO TapreTHOH Teparmuu MB, TpebGyromeit TIaTebHOro 0T0OOpa MAMEHTOB 10 HATHYHIO
OHPEACICHHBIX THIIOB MyTalui B rese CFTR, KOTOPBIX H3BECTHO yxe Goree 2 000. Dto nmenaer
KaK HHMKOrna axkTyaubHOH a¢dexTuBHYIO TCHETUYCCKYIO NHArHOCTHKY MB, koTopas kpaiine
3aTpylHCHa B peTHOHAX Poccum M B OCHOBHOM BBIMONHSETCS Ha Gaze KPYIHBIX T€HETHUECKHX
IEHTPOB. B cBs3u ¢ 3THM, BBICOKO aKTyalbHO TPOBEACHHE NaHHOTO [IMUCCEPTALHOHHOTO
HCCIIENOBAHHS LENBI0 KOTOPOTO SIBHJIOCH MOBLIIIEHHE KAYECTBA OKA3AHMS MEMUUUHCKON MOMOIIH
ACTAM C MyKOBHCIMZI030M Ha OCHOBE MCCIIEAOBAHUS 0COOCHHOCTEH TEUCHMS GOIE3HH B YCIIOBHSIX
MACCOBOTO HEOHATAILHOTO CKPHHUHTA H ONTHMH3ALWH DaHHeH JHArHOCTHKY 3aboJieBaHKs Ha
PETHOHATIBHOM YPOBHE,

Hayunas HoBu3sHa paGoTs! oueBnHA U 3aKTIOUaeTCS B YCTaHOBJICHUH DITHEMHUOJIOTHYECKUX
ocobennocteit MB Ha Teppuropun XMAO-IOrpe1. ABTOpOM BBISIBIIEHO, UTO Koropra zeteit ¢ MB
Ha TCPPHTOPHH PETHOHA XapaKTEePHU3yeTCsl POCTOM abCOMOTHOrO Yneia OONBHBIX, YIENBHOIO Beca
TAlMEHTOB C HEOHATANLHBIM CKPHHHHTOM H CTATHCTHYECKH 3HAYHMbIM YBEJIMYEHHEM CPEJHEro
BO3pacTa IalMEHTOB 3a MEPHOJ BEJEHHsS PErHOHAIBLHOTO PETUCTpa. ABTOPOM yCTAHOBJICHBI
TYBCTBUTCILHOCTD M CHELU(MHYHOCTS HEOHATAIHLHOTO ckpunuHra MB B peruone, paspaGoran u
TIPUMEHEH METO/ «IIIABAKOLIKX) MOPOroBeX Bemmuut UPT, Mo3BoIuBIIHii 3HAYUTENBHO CHU3UTH
YPOBCHE  JIOXKHOTIONIOXKHUTENBHBIX — pe3ynpTaroB  HC IpH  COXPaHEHHH BBICOKHX HHU(p
CHeUH(GUIHOCTH M  YyBCTBHUTEIHLHOCTH TECTa, HYTO HAIMAOHO MPOJEMOHCTPHPOBAHO B
IIPOCIIEKTUBHOM YacTH HCCIICTOBAHMSL.

ABTOPOM aKTHBHO HCIOJIb30BAHEI COBPEMCHHBIE N'€HETHYECKHE METOJBI HUCCIIeNOBAHMN T
OBICTPOrO BBIABIEHUS MyTanuit B rere CFTR 1 PaHHEeH MOCTaHOBKH MeHETHYECKOrO JUarHo3a npu
MB: npeanoxera TpoitHas KoMGHHALHS METO/IHK, MO3BOJIAIOMIMX B KOPOTKHE CPOKH HA YPOBHE
PCTHOHAJIBHOM IeHETHYECKOH mabopaTopur, OCHAIIEHHO CTaHAApTHBIM  000pYAOBAHHEM,
IPOBECTH PACIIMPEHHBIA MOJIEKYIISIPHO-TEHETHYECKUIT AHAIH3 TeHa CFTR, ucnone3ys B kayecTse
obpasia Gromarepuana, Cyxne niTHa Kposu Ha Gnankax HC. Crnemyer orMeruts, uTto aBTOPOM
BIIEPBEIC yCTAHOBIEHA CTPYKTypa MyTaumii B rene CFTR B NOMyJISIUMK MManueHToB ¢ MB B
PErHOHANBHBIX yernoBUusx XMAO-IOrpsr.

ITpakTHyeckas 3HAYMMOCTH PabOTEl  OmpesensieTcs BO3MOKHOCTBIO —HCIIONB30BAHIS
TMOTYICHHBIX SIHIEMHONIOTHYECKHX T0KasaTeneii MB 11s anekBaTHoro TJIAHUPOBAHUS OKa3aHUS
MCIHULIMHCKOX MOMOIM manuentam ¢ MB. Jist pytunHOM  paGoTel 110 PEryJsipHO#
CTATUCTHYeCKON 00paGoTke naHmHBIX MaccoBoro HC u PacyeTy «IIaBaoIIero» MOPOroBOro
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ypoBHs VIPT B03MOXHO wHcmomp3oBanme pa3paboTaHHOl aBTOpOM nporpammel 9BM, kotopas
TO3BOJISET MAKCHMAILHO aBTOMATH3HPOBATH TPYIOEMKHIi 3Tam aHaym3a. Mcnonssosanue nHosoro
TIONIX0/1a TIO3BONIMT CHU3UTH YPOBEHb JIOXKHOMOMOKHTENbHEIX PE€3yIbTaTOB, U ClIEOBATEIBHO,
COKpaTHTb YPOBEHb 3aTpaT Ha NalbHeHIIHe o6cienoBaHus (LOTOBBIN TECT, TreHeTHYecKas
AUATHOCTHKA), CHH3HMTh CTENEHb IICHXOJIOTHYECKOrO CTpecca U TPEBOTH y pOAMTENeit
HOBOPOXICHHBIX NIETCH C COMHMTENBHBIMU pe3y/IbTaTaMH TecTa. IIpennoxennsii aBTopom B
Ka49eCTBEe INECPBOTO 3Tanma TIEHETHYECKOH AMATHOCTHKH MeTON aHATH3A KPHBEIX ILIABIIEHUS
BbICOKOrO paspemenus (HRMA) momosxer COKpaTHTb BpEMS Ha NPOBEAEHHE DACUIMPEHHOI
TeHETHIECKOH TMarHOCTHKH, YCTAHOBUTh IeHETHYECKHH THATHO3 YK€ Ha PErHOHAILHOM YPOBHE,
0Oe3 HampaBieHys neTeii B (enepanbHbie reHeTHYECKHE LEHTPBI.

Hccnenosanue crpykrypuposaro, uto HOATBEPKIACTCA YETKUM TU3aifHOM, IIPeCTaBICHHOM
B aBropedepare. Kaxusiii u3 sranos uccrmenosanus HarpaB/IeH Ha pElIeHHE OTIEIBbHBIX 3a1au
AUCCEPTAMOHHON paboTel. CTaTHcTHueckas 06paboTka MaTepuana TpoBeNeHa TPaMOTHO H C
HCTIONE30BAHUEM HH(DOPMALIMOHHOGMKIX METOLOB MEIUKO-OHOIOIHYECKOI CTaTHCTHKHU. MeTobl
¥ KPHTCPHI CTATHCTHKH HCIOb30BAHBI B COOTBETCTBHH C LENSIMH HCCIIEI0BAHMS, [Tonyyennsie
dBTOPOM PE3yJIBTATEI B JOCTATOMHOM CTENEHH IPEACTABIEHb B HAy4YHOH nevat: omyOIMKOBAHBI
4 cratbum m3 cmucka BAK, 5 crateit — B KypHanax 0a3sel JaHHBIX Scopus. Pesyibrarhi
MCCICIOBAHMs  IOJIOXKEHEl Ha HM3BECTHBIX MEXKIYHAPOAHBIX H OOIIEPOCCHIUCKUX  HAYYHBIX
hopymax, BHEIDEHBI B TPAKTHKY [eSTETbHOCTH MEIMUMHCKUX opranmsanmii r. Cypryra. B
y4eOHBI mpomecc Ha Kadenpe meTCKUX GosesHeli By3a, Il BBINOJHANACH JaHHAs HaydHas
pabota. Pabota omo6peHa JOKANBHBIM 3THYECKHM KOMHUTETOM. OpraHu3anus HccieIoBaHus
COOTBETCTBYET TPEOOBAHHAM JOKA3aTENBHOM MEIHUIIHHEL

OsHakomnenne ¢ aBTopedepaTroM MO3BOTHIO 3aKTIOYHTh, YTO JHCCEPTAHOHHOE
uccnenosanne M.IO. JlonHukoBa «DddeKTHBHOCTD PaHHEH JMAarHOCTHKH MYKOBHCLHI03a Y
AETEH Ha pPETHOHAIBHOM ypOBHe (Ha mpumepe  XMAO-IOrpe)»,  BeIONHEHHOE M0A
PYKOBOZACTBOM mpodeccopa, AOKTOpPA MEIHIMHCKHX Hayk B.B. Memepskosa sBisercs
3aKOHYEHHON Hay4HO-KBaTH()UKALMOHHOM paboToit, B KOTOpOI CONEPIKUTCS PEIICHUE HAYYHOMH
3allauil UL [ICIUaTpPUH, COOTBETCTBYET ILI. 3 U 5 macnopTa Hay4HOH CHelHATbHOCTH 14.01.08 -
Henuatpus, o6manaer HayuHOH HOBU3HOM W HMeeT MPaKTUYECKYIO 3HAYUMOCTD JULSl [1eIMaTpHH,
COOTBETCTBYET 1. 9 «Ilos10%eHHs 0 MOpsAKe MpHCYKICHHS Hay4HBIX CTCIICHEN), YTBEPIKIEHHOTO
Ilocranosnennem IlpaBurensctBa Poccuickoit OGenepanm Ne 842 ot 24.09.2013 rona (B
AeficTByrOlIeH penakuun), mpeasssiseMsiM BAK PO k KaHINIATCKUM JUCCEPTaLUsM, a e€ aBTop,
Hounukos Makcum IOpbeBuu, moctomn OPUCY)KICHUST €My Y4YEHOH CTeleHH KaHIWIaTa
MEIHUIMHCKUX HayK M0 criennanbHocty 14.01.08 — [eauarpus.

3aBenyromas kadeapoii neauarpun Nol
DenepansHOro rocy1apcTBEHHOTO
6romKeTHOrO 06pazoBaTenEHOrO
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