OT3bIB
0(pHIHAILHOIO ONNOHEHTA, JOKTOPAa MEeAHIHHCKUX HAYK, npodeccopa
MaaaxoBa Anexcanipa bopucoBuua, Ha AHCCEPTALIMOHHYIO paboTy
HoBaka Aujpes Asnexcanaposuya Ha Temy «KianHnKo-renernyeckue
BAPHAHTDI NEPBHYHOMH WHAHAPHOMH JIHCKHHE3UH Y AeTeil», npeacTaB/IeHHOH
HA COMCKAaHHe Y4eHOH cTeneHH KaHAHAaTa MeJHIHHCKHX HayK

no cneunaabuocTu 3.1.21. lNeauarpus.

AKTyaabHOCTH H30pPaHHOH TeMbl

AKTyanbHOCTb JHCCEpTALlMOHHON paboThl COMHEHMII HE BbI3bIBACT
NOCKOJIBKY  MEepBUYHas  LWIMapHas  JAUCKUHE3Wsl PpPEIKUM  IeHEeTUYECKH
oOycroBiieHHbIM 3a0osieBanneM. JliccepTralluOHHOE UCClIeJOBaHUE, BbINOJIHEHHOE
HoBakom A.A., MOCBAILEHO H3Y4EHHIO B3aHMOOTHOIIEHMH T€HOTHIINYECKHX H
(heHOTHNUYECKUX OCOOeHHOCTeH nepBUYHOM umiauapHoi auckuuesun (TTLJI) y
nereii. IlepBuvHas nmunnapHas DUCKMHE3Ws Tpe/CTaBiseT OONBIIONH WHTEpec B
coBpeMeHHOH neauarpuu. B Teuenue muormx ser IILIJ] paccmarpusanace kak
rOMOT€HHasi MarTojorus, C €JWHBIM BapUaHTOM KIHMHWYecKoro TteuyeHus. Jlo
HACTOSILIEr0 BpeMEeHM He CYIUECTBYET «30JI0TOr0 CTaHAapTa» JAMarHOCTUKH
3a0o/ieBaHusl, YTO CO3/a€T TPYAHOCTH B MACHTH(PHKALMH U CBOEBPEMEHHOM
OKa3aHHUU HEOOXOAMMOH MEeIMLMHCKOH noMoluu. Takxke oTCyTCTBYeT MOHHMMaHHE
CIIeKTpa reHeTHUYeCcKuX BapuaHToB cpeau jereil ¢ [1L1/] B Poccuiickoii nomyasuumy,
4TO ABJSAETCS HEOOXOAMMBIM YCIIOBHEM IS COBEPILIEHCTBOBAHMS JIHArHOCTHYECKUX
MeponpuATHH K Oyayuielt MmoaudHUKanuy B MOAX0/aX K BEJCHHIO NallHeHTOB.

[lenbio naHHON Hay4yHOW paboOThI ObLIO COBEPIIEHCTBOBAHUE AMArHOCTHUKH,
paHHEro BbIABJICHUS NMEPBUYHOHN LWIMAPHON JMCKMHE3UHU y JeTell Ha OCHOBAaHWUH

BBIJCJICHHBIX KITHMHUKO-T€HETHYECKUX BAPUAHTOB.

Hayunasi HOBH3Ha
Hayunas HoBu3Ha paborsl HoBaka A.A. 3aKiioyaercs B KOMIUIEKCHOM H

BCCLCJIOM M3YHCHHH HCPBH‘-IHOﬁ LIHJTHapHOﬁ AACKHUHC3HH Y JeTeH ¢ IIPUBJICYICHHAEM



MOJIEKYJISPHO-T€HETUYECKUX METOJ0B JAUArHOCTUKH, YTO TO3BOJIAJIO BBIACIUTH
KIMHUKO-T€HETUYECKUE TIpyIbl. BelgeneHue KIMHUKO-T€HETHYECKUX Ipym,
OasupoBaHHOE Ha pe3yJbTaTax IOJHOrO ceKBeHupoBaHus renoma 80 xgereit c
BepUGHLIUPOBAHHOM MEPBUYHOI LIMITHAPHON IUCKUHE3HEH, TIO3BOIMIIO ONIPEIEIUTh
OCOOEHHOCTH T€YCHHs B KayK10i U3 rpyni. B xozae pemeHns mocTaBlIeHHBIX 3a1a4
JlaHa 3HayuMMas  KJIMHHMKO-aHamMHecTH4deckass  xapakrepuctuka [IILJI[, c
MOCJICAYIOLINM OIpPEeAC/ICHHEM 3aKOHOMEPHOCTEH B COOTBETCTBHU C rpynnoBon
IIPHHA/UIEKHOCTBIO peOeHKa.

Crenenb 000CHOBAHHOCTH H 10CTOBEPHOCTH HAYYHBIX MOJI0MKEHHI, BLIBOAOB

H peKoMeHAauui

CornacHo 1eAM M [OCTaBIEHHbIM 3ajla4aM CTereHb JIOCTOBEPHOCTH
pe3yJIbTaTOB MCCIIEOBAHUS ONpeAeNnsieTcs J0CTaTOYHBIM 00BEMOM BBIOOPKH
uccnenoBaHus, Bikmouatomeit 280 gerell ¢ XpoHHUecKOH OpOHXOJIErOYHOM
nmarosnorueii, cpeau Kortopeix 180 gereii  crpamator ITILIJI. CornacHo
pa3paboTaHHOMY MPOTOKOJIY JMCCEPTAHTOM TMPOBEJEH KOMIUIEKC KIMHHUKO-
aHaMHeCTHYeCcKHX (cOop aHamHe3a, OOBEKTHBHBII OCMOTp  pebOeHKa),
MHCTPYMEHTAJIbHbIX (IyJbCOKCHUMETpUS, CIUpOMeTpusi, OoauruieTusmorpadus,
ayIMOMETpUsi  KOMIIbIOTepHass ToMmorpaduss OpraHoB TIpyAHOH  KJIETKH,
MPUAATOYHBIX MMa3yX HOca) MeToA0B oOcienoBaHus. JleTw KOHCYJIbTHPOBAHBI
BPa4oOM-OTOPHHOJIAPUHIOJIONOM, BpavdoOM-CypJA0JI0roM, BpauoM-reHeTHKoM. Y 80
Ha0Mr01aeMbIX NMALMEHTOB MPOBEICHO MOJIEKYJIIPHO-TeHEeTHYECKOe 00CieIoBaHue
- TOJIHOe ceKkBeHMpoBaHMe reHoma. Craructuueckas o00paboTka JaHHBIX
npoBoamiach B nporpamme Statistica 10.0, Windows.

Oco0eHHOCTBIO paboThI IBUJIOCH JOCTATOYHO LUMPOKOE 00C/IeI0BaHKE JETEH,
CTPaZalOIMX PpEeAKOH TeHeTHYeCKH JAeTePMHUHUPOBAHHON [ATOJIOTHEH, ¢
NPUMEHEHHEM COBPEMEHHOr0 M  Haubojee MH(OPMATUBHOIOO  METOAa
MOJIEKYJISIPHO-T€HETUUECKON IHAarHOCTUKH — IOJHOr0 CEKBEHMPOBaHMUS IeHOMa,
9TO MO3BOJIUIO O0BEKTUBU3MPOBATH HE TOJIBKO XapaKTEPUCTUKY AETeH ¢ IEPBUYHOM
UUJIUAPHOM JIUCKUHE3WeH, HO ¢ BbIIBUTh KJIWHUKO-QaHAMHECTHYECKYI0 W

HHCTPYMCHTAJIbHYIO I'C€TCPOIC€HHOCTb B 3aBUCHMOCTH OT KJIMHUKO-I'€HETUYECKOM



TPyIIIBL.

Ju3aiiH uccie0BaHus MO3BOJWII PEalu30BaTh BCe MOCTABIEHHbIE 3a/1a4M.
Takum  oOpa3oM npousBeneHa He TONBKO  KJIMHHUKO-aHAMHECTHYecKas
xapaktepucTuka aereii ¢ [T, Ho u paspaborana MoauduKais JMarHoCTHYECKO
IIKaJIbl, ¢ Y4€TOM 0COOCHHOCTEH IBOTIOLMH 3a00/IeBaHM .

O6bem BBIOOPKH, YPOBEHb CTATHCTHYECKOH 00paGOTKHM ¥ HMHTEPIPHTALMAS
MOJMY4YEHHbIX JaHHBIX [I03BOJSIIOT cJejaTb BbIBOJA 00 OOBEKTUBHOCTH M
CTATHCTHYECKOH 3HAUUMOCTH IOJIy4EeHHBIX aBTOPOM pe3yJIbTaToB.

Hay4Hble 1ONOXKEHWS W BBIBOJBI TOJHOCTBIO OTPAXKAIOT PE3YJILTATHI
MCCIIE/I0BaHUs, COTNIACYIOTCS € €ro LEeJbIO U 3a/1a4aMHu.

Jnccepraunonnas pabora Hosaka A.A.. mocTpoeHa 1Mo OOLIENPUHATOMY
NPHHIMITY U COCTOMT U3 BBeAeHUs, 0030pa JUTeparyphl, ONMCAHUS MATEPUAJIOB U
METOJIOB, pPe3ylIbTaTOB COOCTBEHHBIX MCCJENOBAaHMW M HMX 00CYyXKIeHHS,
3aKJIIOYEHHUs, BBIBOJIOB, NPAKTUYECKUX PEKOMEHJalWii, CIUCKa COKpalleHHM H
YCIOBHBIX 0003HaYeHHH, TIPHIOKEHHS M Chnucka Juteparypsl. Jluccepranms
u3noxkeHa Ha 137 cTpaHHMLaX MaNIMHOMMCHOIO TEKCTa U COCTOMT U3 BBEJCHHA, 4
Ij1aB, BBIBOJIOB, MPAKTHUYECKHUX PEKOMEHIAlMil, MPUIIOKEHHUS, CTTUCKA COKpAallleHU
U CIIHMCKa auTepatypsl. Pabora wimoctpupoBana 23 pucyHkamu U 17 tabiuuaMu.
Cnucok nurepatypsl coaepxnt 199 ucrounnka, n3 KOTopbix 34 0Te4eCTBEHHBIX
165 3apyOexHbIX.

Bo BBesenun aBTOp 00OCHOBBIBA€T AKTYaJIbHOCTh BLIOPAHHON TEMBI,
OLIEHMBAaeT CTeneHb ee paspaboraHHOCTH, (OPMYyJIHMpYeT Lelb U 3a]ayu
UCCIIeIOBaHUS, PaCKphIBaeT CyThb Hay4HOH HOBH3HBI; TCOPETHYECKOH H
IIPAKTHYECKOH 3HaYMMOCTH U OCHOBHBIX I10JI0KEHHH, BLIHOCUMBIX Ha 3alLUTY.

['naBa 1 «OG30p suTeparypb». B naHHO# riiaBe aBrop nojApoOHO Jenaer
0030p OTEYECTBEHHOH U 3apyOeXkHOi JuTepaTypsl M0 TeMe uccieaoBanus. I asa
COCTOMT M3 HECKOJIbKMX [MOJIpa3/ie/ioB, B KOTOPbIX aBTOP OCTaHaB/IMBaeTcs Ha
0COOEHHOCTSX TeYeHUs 3a00IeBaHus, KIMHUKO-aHAMHECTUYECKOH XapaKTepUCTUKE
JleTeil, CyLIeCTBYIOUIMX JaHHBIX O B3aUMOCBS3M MOP(ODYHKLHUOHAIBHOIO

COCTOSIHMS LIMJIMU B 3aBUCUMOCTH OT NEHOTHIIA 3a00/I€BaHHUS.



B rnaBe 2 «Marepuanbl U METO/Abl MCCIIEJOBAHUS» TPHBEAEHA O0OILas
XapakTepHCTHKa  MallMeHTOB ¢  OMNHMCAHMeM  KIHHHUKO-aHaMHECTHYECKHX,
UHCTPYMEHTAJIbHBIX METOZOB HMX o00cie/10BaHKsl, MYJIbTHANCUMIUIMHAPHBIA C
MPUBJICYEHUEM Y3KHX CHEIHAIUCTOB, METOIOB CTATHCTHYECKOH ob6paboTku
JQHHBIX, MPEACTABIACT INIAHUPYEMbIIl I13aiH UCCIIeI0BaHM.

[maBa 3 «PesynbraThl mHcciieoBaHMii» MOCBSIIEHA  pe3yJbTaTam,
NOJyY€HHBIM  aBTOPOM, B COOTBETCTBHM C T[IOCTABICHHBIMH  3a1a4yaMu
uccneoBanus. B 31oii rnase aBTop 3HaKOMHT ¢ 00LLIEil XapaKTepUCTHKH JeTel ¢
IMIJI, noapobHo wM3naraeT aHaMHECTHYECKHE  JaHHBIE W  KIMHHKO-
HHCTpYMEHTaJIbHbIE 0co0eHHocTH aAeTeii ¢ [TLJ] B uenom, U B OTAENBHOCTH Kaxk 10
KIMHHKO-TCHETUYECKOH TpyIre. ABTOp WLTIOCTPUPYET OCOOCHHOCTH MalUeHTOB
KaXK710H U3 3THX IPYNII B KIMHUYECKUX CIIyuasX. YUHUThIBas PEAKOCTh aTOJIOTHH U
KOHOMHYECKHE AaCMEeKThl MOJEKYJSAPHO-FEeHETUYECKO JuarHocTuky, pabora
MPEICTaBIsSeT OCOObI HMHTEpPeC W SBIAETCS YHHKAIBHOW [UIi HW3Y4EHHs
3a0osieBanus B LenoM. [ToMHMO KIHHUKO-MHCTPYMEHTAIBHOM XapaKTepUCTUKH,
aBTOPOM JlaHa aHaMHECTHYeCKas XapakTepHCTHKa Oo/e3HH, oXapakTepu3oBaHa
3BOMIOLMS KIMHHYECKUX IIPH3HAKOB Yy JeTed KakI0H KIHHHMKO-TeHeTHYeCKOi
FPyNmbl, 4YTO [MO3BOJHJIO NPOBECTH MOAH(PUKALUIO AHATHOCTHUYECKOM ILIKAJIbI
PICADAR, HanpaBieHHYIO Ha HHUIHAIHMIO JIUATHOCTHYECKUX MEPONPHSTHH.

B uyerseproii rnaBe «OOcykeHHe pe3yJabTAaTOB» aBTOP aHAIU3UPYET
NOJTy4YEeHHbIE Pe3yJbTaThl U COMOCTABIAET UX C pe3yJbTaTaMu ONyOJIUKOBAHHBIX
pabor 1o Teme aMCCepTalMM, 3TO YKa3blBaeT HE TOJIBKO 3PYAUPOBAHHOCTH
JIACCepTaHTa B M3y4yaeMoil npobiiemMe, HO U ero crocoOHOCTE Je1aTh 000CHOBAHHEIE
BbIBO/Ibl, (POPMYJIMPOBATh U MPUHUMATH PEIIEHUs TIPH BO3HUKAIOLHX BOITpOCaXx.

BbiBozbl M MpakTHUECKHE PEKOMEHIALUWH IMOJHOCTHIO M 3aKOHOMEPHO
BBLITEKAIOT M3 OOOCHOBAHHBIX, CTATHCTHYECKH JOCTOBEPHBIX MOJYyYEHHBIX
(akTHUeCKUX pe3y]bTaTOB, OTPAXKAIOT CYTh HCCIEJOBaHHs, COOTBETCTBYIOT
Ha3BaHHIO paboThl, LeJM, MOCTABIECHHBIM 3a/la4aM WCCIEeOBaHUS M Hay4YHOI
cnequaibHocTd  3.1.21.-Ilexnarpus. Conepxanue aptopedepara MNOTHOCTHIO

COOTBECTCTBYCT MaTCpuaily, H3J10KCHHOMY B JUCCEpTAallMd M HAYYHBIX



nmyOauKauumsX.

OCHOBHBIE TTOJI0)KEHUS U Pe3yIbTaThl OMyOIuKOBaHbI B 1 ) HAy4HBIX CTATHAX,
B TOM 4YMcClle 3 CTaThi B PeLieH3UPYeMbIX Hay4YHbIX KypHalaX, peKOMEeHI0BaHHBIX
BAK. Pe3ynbTarhl 10710%KeHbI HA POCCHHCKUX W MEX1yHAPOIHBIX KOH(PEPEHIUIX 1
KoHrpeccax. Jluccepraunontas pabora Hosaka A.A. opopmiieHa B COOTBETCTBHH €
CYLIECTBYIOIIUMU TPeOOBAHUSAMH, H3JIOXKEHA XOPOLIMM JINTEPATYPHBIM S3BIKOM,
YUTAETCS C UHTEPECOM.

Takum oOpa3om, npencTaBieHHOE JUCCEPTALMOHHOE HCCIIEIOBAHHE
SBIISIETCSI 3aKOHYEHHOW HayyHOW pabotoii. [lpuHUMNUaNbHBIX 3aMeyaHuii 1o
BBIMOJIHEHHON paboTte HeT. B KkauecTBe OHCKYCCHM X0Yy aJpecoBaTh aBTOPY
CleAyIOLHe BOIPOCHI:

l. Uem oObsicHsiercss BBICOKasl 4acToTa nauueHToB C HHBepCHeﬁ
BHYTPEHHHX OPraHOB B I1€PBOM KIMHUKO-FeHETUUYECKOl rpymnmne jaerei ¢
[TLyI?

2. Kak Bbl cuuTaere, cBOeBpeMEeHHAas AMArHOCTHKA B COYETAaHHHU C
PaHHUM aJeKBaTHBIM JIEHUEHHEM, GyﬂET 74 CrIocoOCTBOBATEL MO3UTHBHON
MOAM(UKALUK TEUYSHHUS TIEPBUYHON IIMITMAPHOH TUCKUHE3UH?

3. Tlouemy B Baineii paboTte He nenaercst aklieHT Ha pacpOCTPAHEHHOCTh

Oponxo3kTa3oB y aereii ¢ [TLJ1?

3ak.Ti049eHHe 0 COOTBETCTBHH AHCCEPTALMH KPHTEPHSAM, YCTAHOBJICHHBLIM
IHosoxkenneM o nopsijike NPHCYKIEHHS YUYeHBIX cTeneHe

Juccepraumonnass pabora HoBaka Amnzapes AuiekcaHJpoBHYa Ha TeEMY
«KnuHUKO-TeHeTHYeCKHe BAPHAHTBI EPBUYHOM LIMIHAPHON JIUCKUHE3HH Y J1eTei»,
SBJISIETCS 3aKOHYEHHOM HAy4YHO-KBAJTU(HKAIIHOHHOH paboToii, BhINOJIHEHHOHN MO/
PYKOBOJCTBOM JIOKTOpa MEIMILMHCKHX HayK, rnpodeccopa Musepauukoro IOpus
JleonnnoBrUYa, B KOTOPOM COAEPIKHUTCS pEelIeHHe BaXKHOM 3a/layd ONTHMH3AIUHU
JIMAarHOCTHKH M T1O/IX0JIOB BEJIEHUS JIeTeH ¢ MepBHYHON LMIHAPHON NUCKUHE3Hel,
UMeEloIIee CYIIEeCTBEHHOE 3HaueHune uis neauarpuu (3.1.21.).

Hucceprauuss Hosaka Amnzapes AJiekcanpoBu4a 110 cBoedl ¢opme u



Hay4YHOMY COJZIEPKaHUIO MMOJHOCTBIO COOTBETCTBYET TpedoBanusM 1.9 «llonoxeHus
O TPHUCYXICHUU YUYEHBIX CTeneHel», YTBEPKJEHHOr0 MOCTAaHOBJIEHHEM
ITpaButensctBa Poccuiickoii @enepaunu Ne842 ot 24.09.2013r. (c n3MEHEHUSAMH B
pelakuuu IocTaHOBJIEHUH mnpaBuTenbeTBa Poccuiickoit @eneparmu Ne335 or
21.04.2016r., Ne748 or 02.08.2016r., Ne 650 or 29.05.2017r., Ne 1024 or
28.08.2017r., Ne 1168 ot 01.10.2018r.), npeabsBisieMblM K AUCCEPTALUSM Ha
COMCKaHHME YYEHOH CTEleHM KaHAujata MeJMIMHCKHX Hayk, a ee aBTop, HoBak
AHzpeii AnekcaHIpoBUY, 3acily)KHBaeT NPUCYKICHHUS YUSHOM CTENeHU KaH11/1aTa

MEJIMIMHCKHX HayK 1o cnenuanbHocTy 3.1.21. [leguarpus.

Oduunaabublii ONNOHEHT:
[Ipodeccop kabenpst aerckux GosesHei
KUA3 um. H.®. ®dunaroa ®I'AOY BO
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MEIUIMHCKHI yHuBepcurer umMm. W.M. A )

CeuenoBa» Mun3zapasa Poccum, a0KTOp o) 1)

MeIHLMHCKHX HayK, npodeccop, 2 qf C,LLA—Q’;; Manaxos A.B.
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