OT3bIB Ha aBTOpE(dEpaT AuccepTaLHU
HoBaka Anapesi Anexcanaposnua « KTHHHKO-reHeTHYECKHE BAPHAHTHI
NEePBHYHON HJIHAPHOH AMCKHHE3NH Y ieTel», NPeACTABJICHHYI0 Ha
COHCKAHHE YIEHOH CTENeHH KaHAMIaTa MEAMIHHCKHX HAYK 1o

cneunaabHocTH 3.1.21.- leanarpus.

AKTyalIbHOCTh MCCIICIOBAHHS NEpPBHYHON HuiMapHOi juckuuesuu (ITLLJT)
OYEBHJIHA U 3aKIJIFOYAETCs B HEOOXOAMMOCTH YIyUIIEHHS THArHOCTHKHA U ITOIXO0I0B
K JICYCHUK) 3TOr0 PENKOr0 IEHETHYECKOro 3a00JICBaHMs, XapaKTePH3YHOIIErocs
HapylIeHHeM (QYyHKIMKH PECHHYEK MEPLATEIbHOIO MUTENUS JAbIXaTeIbHbIX My TEeH.
[TLJ] mMeeT IUMPOKUI CHEKTP KIMHMYECKMX MPOSBICHUH, 4YTO 3aTpyJHSET
CBOEBPEMEHHYI) JMArHOCTHKY M MPHUBOAUT K 3HAYHTEILHBIM 33JIEpXKKaM B
yCTaHOBJIEHMH AuarHo3a. Cymecrsyromas mkaina auarHoctika PICADAR umeer
HEJOCTATKH, TAKHE KAK OPHEHTALMsS HA CHMITOMBI HEOHATAILHOIO I[EpPHOAA M
3aBUCHMOCTh OT HAIMYHMSI MHBEPCHH BHYTPEHHHMX OPraHoOB, YTO MOJKET NPUBECTH K
MPONYCKY 3HAYMTENBHONO 4YHCiIa NAamHeHToB. B Xoxe wMccienoBaHus aBTOPOM
npoBeneH ryOokud aHamuz  IIIJI xak €O  CTOPOHBI  KIMHUYECKUX-
MHCTPYMEHTAIbHbBIX U KJIMHUKO-TE€HETHYECKUX B3aMMOCBS3€EH, TaK U B OTHOIICHUH
COBEpPUICHCTBOBaHUA anropurMa Bepupukauuu 3aboneBanus. HMccienosanue
oxsarsiBaer 280 meteii ¢ GpoHXONEroYHOM NMaTonoruel u yriyoieHHOe KIHHUKO-
MHCTPYMEHTAIBHOE U MOJIEKYJISIpHO-TeHeTHYecKoe oOcnenoBanne 80 nerei ¢ LI
(METO10M TIOJTHOTEHOMHOTO cekBeHupoBaHus). ¥ 36,25% nereil BhISIBICH CHHAPOM
Kaprarenepa, y 63,75% npu3Haku rerepoTakCui ¥ MHHBEPCHH BHYTPEHHHUX OPraHoB
orcyrcrBoBai. Cpenu obcnenoBannsix jgereit 90% poaunuces noHomenusimy, 10%
— HEeJOHOIICHHBIMU. [lepBbie NMpPOSBIEHHS BKJIKOYAJIHW PHHHUT HOBOPOXKICHHBIX,
BpoxkaeHHY0 mnHeBMoHMIO, OPJIC u arenexrassl B NEPHHATAIEHOM TIEPHOJE,
zapeructpupoBanHbie y 77,5% HOBOPOXKICHHBIX. PHHHUT HOBOPOXKICHHBIX
Berpedanics y 51,25% nereit, BpoxaeHHas nHeBMoHHs — Yy 42,5%, OPIIC — y
23,7%. OcHoBHble knuHuyeckue mnpossiaends [ILJ] Bkmo4ann croikoe

3aTpy/lHeHHEe HOCOBOro AbiXaHus (92,5%), exexneBHbiii xamens (100%),
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pPEUMIMBUPYIOIHE WH(MEKUHMM HWKHHMX JbIXaTelbHBIX IIyT€d, OTHUTHI H
MPOrPECCHPYIOILYI0 TyroyXxocTh. PecnuparopHsie 3aboneBanus ICOIOTHPOBAIN B
cpenHeM ¢ 5,9 MecaueB xku3Hu. PunocuHycut Obu1 Bepuduuposad y 67,5% aereii,
penMauBUpYIOIAK OTHT — Yy 62,5%. ®u3M4YecKkoe pasBUTHE JETei
COOTBETCTBOBAI0 HOPME, YPOBEHb CaTypalMM KHCIOpPoOAa B KpPOBH Obl1
HopManbHbIM. [l0 pesyibTaraM MOIEKYISPHO-TEHETHYECKOro 00cae10BaHus
BhlsiBiicHB! BapuanTsl 20 renoB, orBercTBeHHbIX 3a [T V 71,25% naumentos
OblIM 00HApYKEHBI TEHETHYECKHE BapUAHTBI, cBiA3aHHbIe ¢ enorurnom TTLJL

Haubonee w9acTo BOBJICKAEMBIMH B pa3BUTHE 3a00/ICBaHHS OKa3aJHCh
BapuanTel reHoB DNAHS, DNAHII, HYDIN w npyrue. Y 28,75% nereit
MaTOreHHbIE FCHETHYECKUE BapUaHThI HE ObLIH 0OHAPYIKCHBI.

[Tomumo KITHHUYECKOH XapaKTePHUCTHKH, NIPOBEIEH aHaJIu3
aHamHectHueckux ocobennocred Teyenus [1I[JI. Beutn BeizeneHbl KiIlOYeBbIE
sTanel TeueHWs 3a0oneBaHuWs, TaKue Kak BO3pacT Je0roTa €KCAHEBHOIO
TIPO/LYKTHBHOTO KaLLisl, IEPBOrO 3MU30/a PECIMPaTOPHOro 3a00eBaHus, pa3BUTHS
CTOMKOro 3aTpyJHEHHs HOCOBOIO JbIXaHHs, IIEPBOr0 3MH30[a OCTPOro
PHHOCHHYCHTA, TIEPBOTO U30/1a OCTPOr0 CPEAHETO OTHTA M BO3PACT BepU(UKaLK
mmarnos3a [11JI. Cpenumii Bo3pacT ne0l0Ta €XKETHEBHOTO Kamuis COCTaBHI 6
MECSLIEB H 4 JIHs, a BO3PACT MEPBOro 3MM30/a pecnuparopHoro 3abosesanus — 5,9
MecsleB. B Xone HCClenoBaHHs TAaKXKe BBISBICHB pa3HyMs B BO3pacTe
IPOABICHHUH 3a00/CBaHUA CPEAM pa3IMYHbIX KIMHAKO-TCHETHYCCKHX TIpYIIL.
BhISIBJIEHHBIE PA3IHUKs TOATBEPIKAAIOT (PEHOTUMHUYECKYIO HEOIHOPOIHOCTD JAETEH
¢ [TLJ] 1 nouepkuBa0T HEOOXOANMOCTS HHANBH 1Y AIM3UPOBAHHOTO [OX0/1a K UX
BEJICHHUIO.

Cpenunii Bospact Bepuukauuu auarsosa IIIJI cocrasun okoso 70
MECSILIEB, YTO YKa3bIBAET HA 3HAYMTENbHBIH NEPUOJ BPEMEHH, NPOXOASIINH /10
[IOCTAHOBKM  JHMArfo3a. OJTO  TOAYCPKHBAET  BAXKHOCTHL  IOBBIIICHUS
OCBEJIOMJIEHHOCTH Bpaueil o 3a0o/eBaHMM H YIYYIICHHS IHArHOCTHYECKUX
METOAOB. B  WCCIEAOBAHMHM TMMOJAHUMACTCH  BOMPOC  COBEPIICHCTBOBAHMS

JUArHOCTHYCCKHX MCPOIIPpHUATH ﬁ, Ha4YuHasd C HHHULNHAJIBHBIX 3TanoB
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(AHArHOCTHYECKHUX IKan), 3aKaH4Y1Bas CIICIHAIN3UPOBAHHBIMHU
MHCTPYMEHTAIBHBIMA METO/IAMH.

Cymectsytomas mxkana aguarHoctuku PICADAR umeer psja HelocTarkos,
IJIs yCTpPAaHEHHMsI KOTOPBIX aBTOPOM pa3paboTaHa MOAM(UUUPOBAHHAS BEpPCHs
IIKaJIBL, BKIIOYaomas 12 nepeMeHHbIX. AnpoOaius 3Toi MOAuPHKALMH IKAIb HA
BeiOOpke u3 200 pnereif mokasana BBICOKYIO YYBCTBUTENLHOCTH (96,25%) u
cnenupuynocts (97,5%). Ilpumenenne MOIUQUIMPOBAHHON WIKAJILI MO3BOJISET
MOBBICHTh KAY€CTBO MEAULIMHCKONH MOMOIIH H 3PPEKTHBHOCTD JHArHOCTHYECKHX
MeponpusTaid. [loMuMo mkansl aBTop npeiaraeT AJrOpUTM BEICHHS AeTed ¢
noao3perueM Ha IMLJ1, BKIOYaOmui aHKETHPOBAHUE, OLECHKY OHCHHS LMJIMH U
CTPYKTYPHYIO OLIEHKY pecHUTHATOro ’nurenus. MHunmansHeiM 31arom sBIseTCs
AaHKETHPOBAHHUE C MpUMeHeHHeM npeaukTuBHbIX mKkaia PICADAR ans nereit no 2-
X JIET ¥ MOIU(HUIIMPOBAHHOM IIKAJIBI IS JTHLL cTapiie 2-X jet. [Ipu nonoxxuresHoM
pe3yIbTaTE AHKETHPOBAHUA PEKOMECHYETCS IPOAOIKHTD AHArHOCTHYECKHI ITOKUCK.

Pesynerarsl vccneoBaHMs JONOMKEHBI HA PSJ€ KPYMHBIX MEIUIMHCKUX
OTEYECTBEHHBIX U 3apyO0ekHBIX HopyMOB. JIMUHbIH BKJIaJ COHCKATEs B pa3paboTKy

ABtopedepar NMOJHOCTHIO OTpaXaeT CONEPKAHHE IUCCEPTALMH, BBIBOIBI
copMyJIUPOBaHbI KOPPEKTHO H BBITEKAIOT U3 MOJY4YEHHBIX PE3y/IbTATOB.

3aknoueHue

nuccepraumss Hoeaka A.A. Ha Ttemy «KIMHMKO-reHETHYECKHE BapHaHTHI
NEePBUYHOH LMIHAPHONH NMCKHHE3MH Y JieTei», BBIIOJIHEHHas MOJ PyKOBOACTBOM
JIOKTOpa MEIUUUHCKUX HayK, mnpodeccopa 1O.JI. MusepHHIIKOro, SBISETCS
3aBEpPINCHHON HAY4YHOH paboTolH, B KOTOPOH pelieHa akTyanbHas 3a/1aua rneauarpun
10 YJYYIIEHHIO JUATHOCTHKH NEPBUYHON IHMIMAPHON JUCKWHE3WH y JETedH U Ha
OCHOBE BBIAEJIEHHS Pa3IMYHbIX KIMHUKO-I'CHETHYECKHX BapHaHTOB 3a0oJieBaHus
Onpe/ie/ieHbl HANPABICHUS TEPANEBTHUECKUX MOAXOJI0B. B cBsA3M ¢ 3TuM, pabora
coorBeTcTBYeT TpeGoBanusM 1.9 IlooKeHHs 0 PUCYKNCHUH YUEHBIX CTENEHEH,
yTBEpKAEHHOro nocraHosinenuem [Ipasurenscrea Poccuiickoi @enepanuun Ne842
or 24.09.2013r. (¢ u3MEHEHHSMH B PEAAKLMH MOCTAHOBJICHUH NpPABUTEILCTBA

Poccuiickoii @ezeparan Ne335 ot 21.04.2016r., Ne748 ot 02.08.2016r., Ne 650 ot
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29.05.2017r., Ne 1024 ot 28.08.2017r., Ne 1168 ot 01.10.2018r.), npeabABIseMbIM
K JINCCEPTALMSAM HA COMCKAHME YYECHOH CTENECHM KaHIuaTa MEAUIMHCKHX HayK, a
CaM aBTOp JAOCTOMH IMPHUCYXICHUS UCKOMOM CTeneHu 1o crneuuansHoctu 3.1.21.

Ilenuarpusi.
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