OT3bIB

Ha apropedepar aucceprauny Jlonnnkosa  Makenma  FOpbepuda  Ha - Temy
«IPpPeKTHBHOCTD paHHeil NMATHOCTHKH MYKOBHCHHI03a Yy nerell Ha perHoHAJIbHOM
ypoBHe (Ha mpumepe XMAO-IOrpbi)», NpeicTABIEHHOH HA COHCKaHUE y4eHOll cTeneHH
KAHAMAATA MEIHIHHCKAX HAYK MO CreunajbHOCTH 14.01.08 — [MexnaTpus

AKTYalbHOCTb HAYYHOTO MCCIIEN0BAHMA M.EO. JloHHHKOBA OMpeNeNAeTCs 3anadveit
yBeMYeHUs [IPOJOIKUTENPHOCTH JKU3HM MALUCHTOB ¢ mykopucunaozom (MB), KOTOPbIH
OTHOCUTCS K OTHOMY M3 CaMBIX YacThbIX HACICACTBCHHBIX 3a00eBAHII UeNoBeKa ¢ BBICOKOI
BEPOATHOCTBIO  HEONArONpUATHOrO  MPOrHo3a  MpH [o3Hel AMardoctuke. BHeapenue
neonaraapHoro ckpununra (HC) B Pocenn ¢ 2006 1. caeiato  Auardoctuky  MB
PECUMIITOMATHYECKOM, M paHHee HAdaI0 Ga3uCHOI Tepamuy IO3BOJIUIO MNPEAYNPENUTh
pa3BUTHE TSDKEIBIX OCJIOKHEHHH GpOHXOIEr0YHOM cucTembl. OIHAKO, 10 HACTOALICTO BpPEMEH)
OTCYTCTBYIOT — MCCIIEZIOBaHUA  SIHASMHOJIOIHH MB B XMAO-IOrpe. Kpome TOrO.
YCTAHOBJEHHBIE B TPEbLIYIIMX HCCICTOBAHMAX HeJOCTATKH HCIIOJIBb3YEMOTO [POTOKO/IA HC
MB B PocCHIL. TaKHe KAk BBICOKOE UYMCIIO JOKHOMOTOKATENBHBIX Pe3y/IbTaToB. Tpebytor Gonee
[pUCTAILHOIO M3yueHus. BypHOE Pa3sBHTUE IeHETHHCCKHX TeXHOJIOTUM [03BOIMIIO IPOBOAUTH
TOUHYIO TEHETHUECKYIO AMArHOCTUKY MyTaluil B reHe CFTR npu MB. oaHako B peruoHax
AOCTYIIHOCTb [0A00HBIX MCCICAOBAHUA  3a4aCTYIO OrpaHMyeHa, ¥ 3aHHMacT CYLIECTBEHHOE
BpEMS.

[lo »roit mpuuuHe CBOIO PadOTy aBTOp MOCBATHI HeM3YUEeHHBIM MJIH HEIOCTATOYHO
M3YYCHHbIM BOIMpOCaM ONTHMH3ALKH HC u remermdeckoll auarHoctnkuy MB y nersi B
PErMOHAIBHBIX YCAOBUAX HA IPUMEPE XMAO-IOrpsi.

Matepuan apropedepaTa OTpaXaeT Kax HayuHylo HOBH3HY, TAK M TCOPECTHYCCKYIO H
NPaKTHYECKYIO 3HAYUMOCTD HCCITIeIOBAHMS. BriepBrie ABTOPOM VCTAHOB/IEHBL
SlemMposiortuecke  ocodensoctn  MB B XMAOQ, BbiBICHbl [PUUMHbI  BBICOKOH
pacnpocTpatensoctn MB B perunoue. Ha ocHoBe HOAPOOHOrO CPABHUTEIBHOrO aHAIH3a
KJIMHAKO-1a00paTOPHBIX,  (PYHKLUHOHAIBHBIX mokazaTejgeli W JieyeOHBIX IIOAXOA0B B ABYX
ocHoBHbIX KoropTax aereil (¢ HC u Ges HC) ycTaHOBIICHO, UTO paHHSA AMarHOCTHKA Ha OCHOBE
HC MB B pernoHe ¥ CBOEBPEMEHHOE Hadaslo GasucHON Teparmu obecrednBaioT Oormee
OnaronpusitHoe  TeueHue  3a0oneBaHus. ABTOp  paccuuTan OCHOBHbIC — ONCpalMOHHbLY
XAPAKTEPUCTUKY TECTa Ha MUMMYHOPEAKTUBHBIH TPUIICHHOTEH (UPT). mpoBoauMOro IMpu HC
MB. a Taioke ONTHMHU3APOBAI AllOPUTM pacieTa MOPOroBbIX yposreit UPT nyrem BHEApCHMA
METO1d  «IUIABAIOLIMX» [OPOrOB. 4TO  MO3BOJSET  3HAYMTEABHO CHM3HTb  KOIMYECTBO
LOKHOLONOKUTENbHBIX  pesynbTatos HC  MB. Paspaborannas nporpamma st DBM.
npeaHazHadeHHas s ABTOMATH3HPOBAHHOI CTATHCTUUCCKOH oGpaboTkn ganubx HC MB.
MO3BONAET HAMPSMYIO MCIIOMb30BAaTh HOBBIH METOL B PYTHHHO#M TMPAaKTHKe MEINKO-
FeHEeTHUECKHX KOHCYIbTalnil, o0ecrednBalomuX MpoBeICHNE HC B pernonax.

ABTOpOM BIEpBble B Poccin NPUMEHEH B KadeCTBC [MepBOTO ATANa TEeHeTHIeCKOH
apardocTikd MB MeTON aHann3a KPUBBIX MUIABJCHHS BRICOKOLO paspeLleHis i pacCHuTanbl ero
4yBCTBHTENBHOCT M CHELUPUIHOCTD. PaspaboranHas koMOHHALMA METOIHK (aHAIN3 KPHUBBIX
nlaBieHis. cekBenuposanue no Conrepy u MLPA) nossoiser BbIMOJIHUTL PACLIMPEHHYIO
FCHETHUECKYIO TMArHOCTHKY MB yKe Ha pernOHamIbHOM YpOBHE, YTO 3HAUMTENBHO YCKOPSET
[IPOILIECC OCTAHOBKH [CHETHUECKOIO JAMArHo3a. 710 ABLETCS AOCTATOUHO AKTyaJbHbIM B CBETE
BHEIPEHUA B KJIMHUYECKYIO IPAKTHKY TAPTETHBIX NPeTapaTos Al neuenust MB.

Hayanas pabora M.IO. JloHHHKOBA XOpPOILIO npopaboTaHa ¢ TOUKHM 3pEHHA ge
OpraHM3alun.  JA0KA3aTEe/IbCTBOM — HEMY  CIIYIKUT ju3aitn uecaegopanus.  Koamuectso
HaGITIo IaeMbIX JeTell B pacrpeielleH|e uX 110 TPYTIaM CpaBHEeH . KOPPEKTHOE HCIOJIB30BAHNC
pasHo00pasHbIX METOAOB MEMKO-OMONOrHYECKOl  CTATHCTUKH  TTO3BOJIIOT  3AK/IOUHTE 00
OOBLEKTHBHOCTH M 1OCTOBEPHOCTHCHOPMYTHPOBAHHBIX BbLIBOIOB. PaGora mMmeeT KOHKPETHOC
PAKTHUECKOE 3HAUCHHUE, SBAACTCH Hay4HBIM 0BOCHOBAHMEM JUTS BHEApEHUS pa3pabOTaHHbIX
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asropoM Mertonos ontumusanun HC MB n nposenenus pacliupeHHOn FeHeTHYECKOl
quarsocTaky MB B meauaTpHUecKyr MPaKTHKY KaK HOTONHHUTCIBHBIX K OO PUHATEIM.
BbiBoibl /UICCEPTALLMOHHOIO HCCIEA0BAHMs  ONyONMKOBAaHbl M [I0OCTOBCPHDL. OCHOBHBI¢
[OJIOJKEH sl CCePTAllUy  [IpeJCTaBlenbl B 18 MevaTHBIX pabotax, B TOM d9hCie B 4X
mybauKalusx, pekoMenaosanubix BAK, mmeercs 1 cBugeTenscTBO Ha mnporpammy 2BM.
Sameuanuil 110 0GOPMICHHUIO U COTEPKAHMIO aBTOpedhepata Her. :

Takum  oOpasoM  apropedepar —AuccepTalln Jlonnukosa Makcuma  HOpbeBuyd
«IPPERTUBHOCTL PaHHEH JAHATHOCTUKH MYKOBHCLAO03A Y Aereil Ha perHoHabHOM YPOBHE (Hu
npumepe  XMAO-FOrper)». NpeiCTAaBICHHYIO K 3allMTe  HA COMCKAHWE YyUIeHOW CTeNneHn
KaHiiata MEeIHOMHCKAX HAayK no cnenuaitbHoctn 14.01.08 - «lleguatpusin, ABIACTCs
CAMOCTOSITE ILHOM, 3AKOHUCHHOM HayuHO-KBaIH(UIHPOBAHHOH paboToMH BKOTOPOH peluena
aKTyaulbHAs 3ajlaud COBEPIIEHCTBOBAHWs IMOMOIIM JETAM € MyKOBHCLHAO3OM. Pabota
OMTHOCTBIO COOTBETCTBYeT TpeGoBanmsam mnyHkTa 9 «llonoxenus O NPUCYKACHAM YHCHBIX
creneneii». YTBEP/KICHHOI0 noctanoBieHuem [lpaBuTe/bCTBa P® or 24.09.2013r. Ne42,
fnpedbaBiseMbiM  MHUHHCTEPCTBOM — 00pa3oBaHMsl U HAyKH Poccuiickoii  dedepauun K
JCCepTALMOHHBIM paboTaM Ha COMCKAHWe YUYCHOH CTENeHM KaHAuaara Hayk, 4 e¢ aBTOP
34CTY)KUBAET MPUCYIKICHUs YUEHON CTEICHU KaHAMAATA MEIULMHCKUX HAYK IO CIELMATBHOCTH
14.01.08 — «Ilexunarpus».
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3aBe Ay oLl Kae POl TOCHUTAIbHON IIe1aTpUn
(penepaILHOTO rocy 1apeTBEHHOTO OIOIKETHOIO
00pPA30BATEILHOTO YUPEHKISHUS BbICLIErO 00PA30BAHMS
«OpenOyprekuil rocy 1apeTBeHHbIH MEAMLUMHCKHE YHUBEPCHTCTY
MunucTepeTsa 3apaBooxpanenns Poceuiickoit Genepanuu,
10KTOp MeuuMHCKUX Hayk (14.01.08 — Heanatpus) ripodeccop
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7(} byl & _Ckaukosa MaprapuTta ATeKCaHpoBHa

Teneon: +7 9225429351 e-mail: skachkova.margarita@mail.ru

[Toanncs, CrauxoBod M.A. 3aBepsitO:

HauanbHuk oTaena kaapos denepanbHOro rocyIapcTBEHHOTO OIO/KETHOTO 00pazoBaTeNbHOIQ
yupeixieHns  Bbiciiero  oOpasosanus  00pasOBaHUs «Openbyprekuil  rocy1apCeTBeHHbIN
_MeAMIMHCKIA yHUBEPCUTET» MUHHCTEPCTBA 3APABOOXPAHCHHA Poccuitckoit Dexepanuu

~7 _— bepanukosa Eprenns Huxonaesna

de1epanbHOe rocy1apeTBEHHOE OI0KeTHOE 00Pa30BaTeIbHOC Y UPSIKACHHE BLICIICTO
obpazoparis  «OpeHOyPreKui rocy1apCTBeHHbLH MEIULMHCKUI YHUBEpCUTET» MUHUCTEPCTBA
3pasooxpanenns Poccuiickoit deepaunnu

Anpec: 460000, Poccuitckas ®Denepanns, OpeHOyprekas obmacte, r. OpenOypr. yi.
Coseteras/yn. M.I'opbkoro/nep. Jlmutpuesckuit, 6/45/7, Tenedon: +7 (3532) 50-06-06

dake: +7 (3532) 50-06-20 e-mail: orgmal@esoo.ru, ajpec caTa: https://www.orgma.ru
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