OTr3biB
Ha aBropedepar aucceprauuu HoBaka Anjpes AJleKcaHApoOBHYA
«K/IMHHKO-reHeTHYeCKHe BADHAHTDI MEPBHYHON LIMJIHAPHOH AHCKHHEIHH Y
JAeTeiby, NpeACTaBIEHHYI0 HA COMCKAHHE YYEHOH CTeNneHH KaHAHuAaTa

MeJHLIHHCKHX HayK no cneunaabHocTu 3.1.21. - [leanarpus.

JluccepraunonHoe uccnegoBaHue, BhiMofHeHHOe HoBakom A.A., nocBslleHO
FeHOTUITHYECKHM M (EHOTHNHMYECKHM OCOOEHHOCTAM opdaHHOro 3abosieBaHHA -
nepBUYHOM umMapHoi muckunesuu ([TLIJI), uro yxke camo mo cebGe mpeacrasiser
HECOMHEHHBIA HHTEpec. Buiaenenue paznuuyHbIX KIMHHKO-FeHETHYECKHX BapHAHTORB
ITOr0 HAC/EJCTBEHHOro 3a00/1eBaHUS MMO3BOMSET MEPCOHATU3UPOBATH MEINULIHHCKYHO
MOMOILb, MOBLICHTL YQ(PEKTHBHOCTL TEpaNHH, YMEHLIIHTH PHUCK HHBAIWUIH3AINH
OONBHBIX.

Hacrosmee wuccnenoBanne Brmouwio 280 gereili ¢ XpOHUYECKO#H
OpoHnxoneroyHoii maronoruei, U3 kortopeix Oeuto 180 nmereit ¢ TTL/I. AsTopom
MPOBEAECH TILATEIbHbIH KIMHUKO-UHCTPYMEHTAJIbHbIH aHamu3 o0cieloBaHHbBIX
OONMBHBIX, @ TaKke MOJIEKYJAPHO-TeHeTHYeCKoe O0O0CeIoBaHUE (IIOJTHOI€HOMHOE
CEeKBeHHpOBaHHEe BbiMoidHeHOo y 80 gered). Moneky/IsApHO-IeHETHUECKOE
o0cnenoBaHue BbIABUIO JedekTbl B reHax DNAHS, DNAHII, HYDIN, DRCI,
DNAAF6, DNAAFI, CCNO. B 3aBucMMOCTM OT XapakTepa BbIsiBICHHBIX
reHeTHYECKUX JedeKToB AeTd ObuiM pa3/ieneHbl Ha YEThIPE KIHHUKO-FEHETHYECKHE
rpynnsl. YriayoneHHsie uccienoBanus nokasany, 9ro [ILJ] sBiasercsa rereporeHHbIM
sabonepanuem. MHBepcHss BHYTpEHHHX OpraHoB dYaule BCTpeyanach y nereil ¢
nedexramu B renax DNAHS, DNAH1 1. IlopaxeHue opraHoB ciyXa ObL10 XapaKTepHO
s nerei ¢ pedexramu B renax CCNO, DNAAF 1. TlopakeHue NpUAaTOYHbIX Na3yx
Hoca Obl10 XapaKTepHO s aetei ¢ nedexramu B rene HYDIN.

AsropoM npeanoxeH anroput™m Bepubukaumm [, Brmouvaommi
MOJIEKYJISPHO-reHeTHYeCKoe 00CneI0BaHUE W KIMHUKO-HHCTPYMEHTAIbHbIA aHaIN3.
Hns pnarnoctuxm [MLJJI y njereit crapme aByx Jser Owbina paspaborana
moaupuuupoBanHas mkanta PICADAR, Bxmouwaromas BOMNPOCEI O HEOHATaJIbHOM
Nepuo/ie, PECHPATOPHBIX 3a00/IeBaHUAX, AaHOMATTHAX BHYTPEHHHUX OPraHoB U JIPYIHX
¢akrtopax. lllkana mokaszana BBICOKYIO YyBCTBHUTENIBHOCTb M crelHu4HOCTb. EE



MCMOJIb30BaHHe [103BOJSET CYIIECTBEHHO YJYYLIMTh AMAarHOCTHKY M [POTHO3
3aboseBaHus.

JIvuHbli BKNaA couckarens B pa3pabOTKy HayuyHOM NpoGieMbl HECOMHEHEH.
OOBbEM BbINIONIHEHHBIX MCCIENOBAHKMI BIONIHE JOCTATOYEH. METOIMYECKUIT YPOBEHD
COOTBETCTBYET COBpPEMEHHbIM TpeOoBaHHUAM. BbIBOABI choOpMyIHpoBaHbl 4ETKO M
BBITEKAIOT M3 TOJYYEHHBIX pe3yJbTaTOB HCClenoBaHus. [IpUHUIMIHAIBHBIX
3aMEYaHUH HeT.

3HaKOMCTBO ¢ aBTOpe(hepaToM IO3BOJIAET 3aKII0YMTh, YTO quccepranus Hoaka
A.A. Ha Temy «KIMHHKO-reHeTHYECKHE BapHaHThl [EPBUYHOW LMIHAPHON
JUCKUHE3HH y JeTel» sABJigeTcs 3aBepllieHHOW Hay4yHOl KBanu(HUKauuOHHOI paboToii,
BBIMOJTHEHHOH II0JI PYKOBOACTBOM 3aCTYKEHHOTO pabOTHHKA 3JpaBOOXPaHEHHS
Poccuiickori ®enepauuy, JOKTOpa MEIMLMHCKMX Hayk, mnpodeccopa [O.JI.
MusepHunkoro, pelaroleil akTyalbHyIO 3aJauy COBEPIIEHCTBOBAHUS IHArHOCTHKH
NEePBUYHOM LUMJIMapHOH  JOUCKMHe3WeH y  JeTeid,  ompejesieHus  eé
KIIMHUKO-I€HeTHYSCKHX BapuaHToB. IIpencrasineHHas pabora COOTBETCTBYET
TpeGoBaHuAM 1.9 TlonoeHHs O MPHUCYKOCHHUH YYEHBIX CTENeHel, yTBepKACHHOro
nocradosnenreM IlpasurenscTBa Poccutickoit ®eneparnn N2842 ot 24.09.2013r. (¢
M3MEHEHHAMH B peJakLMM MOCTaHOBIEHHH mpaBurenscTBa Poccuiickoit Menepaunu
N335 or 21.04.2016r., No748 ot 02.08.2016r., Ne 650 ot 29.05.2017r., Ne 1024 or
28.08.2017r., Ne 1168 ot 01.10.2018r.), mpempsABIfeMBIM K AHCCEpTAllHAM Ha
COMCKaHHEe Y4YE€HOW CTeNEeHM KaHIuJaTa MEIMLMHCKHX HayK, a caM aBTOp JIOCTOMH

NPUCYKIEHUA UCKOMOH cTeneHu no cneuransHocTH 3.1.21. Tleauatpus.
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