OT3bIB
Ha aBTopedepar auccepranuu Komapopoii Anunsl Amuarpuesnnr «Kiannnko-
AHATHOCTHYE€CKOEC 3HaA4YeHHE MOJIEKYJIAPHO-TEHETHYECKOI0 HCCIeJOBaHHUHA H
MapkepoB (pubOpo3upoBaHus y Aereii ¢ Goieznnio Buancona-Konosasnosay,
NPpeICTABJIEHHYI0 HA COMCKAHHE YYCHOH CTeNeHH KAaHIAHAATa MeJHLUMHCKHX
Hayk no cnennajabHocTaM 3.1.21. IlexnaTpus u 1.5.7. I'enernka.

IIpobnema paHHeil TMATHOCTHKH OCTAETCS OMHON M3 HaHbONee CIOKHEIX TPH
6onesnu Bunscona—Konosanosa (BBK) y neteii. 3a6oneBanne OTHOCHTCS K YMCITY
HEMHOTMX HACJIC[ICTBCHHBIX MaTOJIOTHH, I/Ie TEPANeBTUYECKUN yCIIeX HAIMpPSIMYHO
3aBMCHUT OT BPEMEHHM HayaJla JeueHHus, OJJHAKO PACIIO3HATh €r0 Ha PAaHHHX CTAJMAX
y peb€Hka KkpaiiHe 3aTpymHUTEeNbHO. KIMHMYECKHe MNPOABIEHUS CKYAHbl U
HecneuubuYHbl, a nabopaTropHble TECThl W CYUIECTBYIOIIME UArHOCTUYECKHE
AJIrOPUTMBI, pa3paboTaHHbIE NMPEHMYIIECTBEHHO Ha B3POCIHBIX NAlMEHTaX, 4acTo
MaJOMH(QOPMATHBHBL. MOJIEKYISAPHO-TEHETHIECKOE TECTHPOBAHHME  OCTAeTCA
€IMHCTBEHHBIM METO/IOM, TIO3BOJISIONIMM ITOATBEPAUTH JUArHo3 10 MaHudecTaliu
KJIHHAYECKAX CHMIITOMOB, a TaK)e€ CO3MaéT OCHOBY JUIS UCCIIEJI0OBAHMS T'€HOTHUII-
(DEeHOTHIIMYECKUX AaCCOLHAlMi, ONpeNeNSIOIUX IMPOrHO3 W TAKTHKY BEJCHHS
nauueHTa. B oTeyecTBEeHHOH mneaMaTPUYECKOl MpaKTHKe CBENEHUs] O CIEKTpe
BapHaHTOB reHa ATP7B n B3aMMOCBA3X IeHOTUNA U (EHOTHIIA Ha CErOAHsIIHUMA
IeHb OTCYTCTBYIOT. OOHMM U3 KIHOYEBBIX (AKTOPOB, OMNpeaesIOIINX
nonrocpo4uHbid nporuo3 npu bBK, aBnsercs nporpeccupoBanue ¢pudposa nevenu,
B CBSI3H C Ye€M aKTHBHO BEJIETCS MOUCK HEMHBA3UBHLIX OMOMAapKEPOB €ro OLEHKH.
Onnako pons npopuOPOTHUECKHX LUTOKHHOB B KayecTBe MapkepoB ¢pubposa
NEYEHH MPH HACJIEICTBEHHBIX HapyllEeHUsX oOMeHa, B TOM 4ducie y aereit ¢ BBK,
NpakTHYeCcKu He u3ydeHa. lIpencraBiieHHOe AMCCepTAIMOHHOE WCCIIENOBAHHE
KomapoBo# A.Jl. IpU3BaHO BOCIIOJIHUTH CYUIECTBYIOIIHE MPOOETb B MOHWMaHUU
KIIMHUKO-TEHETUYECKMX acneKTOB U MexaHu3amax ¢ubposa y mereii ¢ BBK, uro
CBUJIETEJILCTBYET O €0 aKTyaJIbHOCTU M HAyYHOU LIECHHOCTH.

B mucceprauuonHoii pabore Komapomoit A.Jl. monydeH psg  HOBBIX
pe3yabTaToB, CYIIECTBEHHO JTONOIHAIOIMX CYIIECTBYOIIKe npeacTaBieHus o0 BBK
y netei. Briepsbie Ha penpe3eHTATHMBHOHM BBIOOpKE MMOKA3aHO, YTO BO3PACTHBIE
OCOOEHHOCTH  MaHudecTauu¥d M JUHAMHKA [ATOJIOTMYECKOro  Mpolecca
CKJIaJIbIBAIOTCS B  OMNPENENIEHHYIO KIMHMYECKYI0 KapTHHY, 3aKOHOMEPHO
M3MEHSIOLIYIOCA TI0 Mepe B3pociieHUs peO&HKa. 3HAYMMBIM BKJIAJIOM CTAJIo
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MO3BOJIMIIO BBIABUTH KaK IMHPOKO PACIpPOCTPAHEHHBIE, TaK M PEIKHUE BAPUAHTHI, B
TOM HHCJI€ paHee He BCTPEYABLIMECS B JIUTEPATYPE, YTO CYLIECTBEHHO PACIIMpSET
NPE/CTaBICHUS O TEHETUIECKOM CTPYKType 3aboneBanus y aereil. [loMmumo storo,
B paboTe MpPOJEMOHCTPHPOBAHO, YTO TEYEHHE 3a00JIE€BAHUS U €ro KIMHHYECKHe
IIPOABJICHHUA ACCOLMHPOBAHBI C ONpEAENEHHBIMH TE€HOTHUIIAMM, 4YTO JaeT
BO3MOXHOCTb C HOBBIX MO3HIHMH IIOJOHTH K OOBSCHEHHIO BapHabelbLHOCTU
(enoruna. TIpoBenEHHBI aBTOPOM KPUTHYECKHH MEPECMOTP AMATHOCTHYECKOM
LUEHHOCTH PpYTHHHBIX J1a0OpaTOPHBIX M LIKAJIBHBIX METOJOB BBISBHJI HX
OrPaHMYCHHYI0O HMH(OPMATHBHOCTh y JieTeli paHHero BO3pacTa, a M3yuyeHue
NPO(QUOPOTHIECKUX LHTOKHHOB MO3BOJMIO TPOCIEIUTh WX W3MEHEHHE B
3aBUCHUMOCTH OT cTaauu (GHOPO3HOro Tmpolecca, YTO OTKPLIBAET HOBBIC
NEPCIEKTUBHI I HEMHBAa3UBHOTO MOHUTOPHHIA JIEYEHHUS. |

Huccepranmonnas padora Komaposoit A.Jl. ob6namaer HecOMHEHHOI
TEOPETUYECKON M IPaKTU4YeCKOH LeHHOCThIO. [lpencTaBiieHHble B MCCIeTOBAHUH
JaHHbIe BHOCAT CYIIECTBEHHBIM BKJIaJ] B IOHUMAaHWE BO3PACTHOH DBOJIOLUH
KiHrYeckoro dperoruna BBK, yrimy6isior 3HaH#S 0 reHeTHYECKOM Pa3HO00pa3iu
3a00/IeBaHMsl M JIOTIOJIHAIOT CYINECTBYIOINME TMPEACTABIEHUS O MeXaHH3Max
(Gubposzuposanus nedenu y jgereil. C NPaKTHYECKOH TOYKH 3PEHHUS 3aCITyKHBAIOT
BHUMaHUs NPEJIOKEHHBIE aBTOPOM JIMarHOCTHYECKHE OPUEHTUPB] — B YACTHOCTH,
AudepeHMPOBaHHbIE B 3aBUCHMOCTH OT BO3pAacTa MOAXOAbl K NPUMEHEHHIO
OannbHBIX IIKaJ, a TAK)KEe YTOYHEHHBIE KPHTEPUH WHTEPIIPETAMH TabopaTOPHBIX
roKasarenes. Bnepseie yCTaHOBJIEHBI 3aKOHOMEPHOCTH U3MEHEHHS
npopuOPOTHYECKUX LHTOKHHOB B 3aBHCHMOCTH OT CTajuM (uOpo3a medeHw y
netedt ¢ bBK, uro nozomuno npemnoxurs TGF-B B kauecTBe nepcreKTUBHOrO
Oromapkepa 7 KOHTPOJIs 9 )eKTHBHOCTH IPOBOAMMOI TEpaIuH.

ABTOpedepar CTpYKTYpPUPOBaH, HAIMHCAH TIPAMOTHLIM ITHTEpPATYPHEBIM
s3blkOM. [lpescraBnennbie B HEM rpaduyeckre martepuaisl (9 PUCYHKOB M 5
TabJuIl) AeNal0T pe3ysbTaThl HCCIEA0BAHNS OOIee HATISAHBIMM U JOCTYITHBIMH 15
BOCTIpUATHA. BBIBO/IBI M peKOMeHJalMK SBISIOTCS 000CHOBAHHBIMHU, MOJIHOCTHIO
OTBEHAIOT 3a/la4yaM HMCCIEOBAaHUA W TOAKPEIUIeHBI (PaKTHYECKUMH JaHHBIMHU.
[IpMHUMIHATBHBIX 3aMeYaH!i K COIePXKaHHIO H 0QOPMIICHHIO aBTOpedepaTa HerT.

Takum ob6pasom, auccepranuoHHoe wuccinenoBaHue Komaposoil AnuHBI
JIMUTpHEBHBEI, [OCBAIIEHHOE KIIMHUKO-AMarHOCTHYECKOM 3HAYUMOCTH
MOJIEKYJIIPHO-TEHETHYECKOTO aHalM3a U MapkEpoB (HOPO3UMpOBaHHS y JeTeil ¢
bBK, ABIISAETCS 3aKOHYEHHOH Hay4HO-KBaJIM(PUKALUOHHOMN paboToii,

HanpaBieHHOW Ha pElIeHHe BaXKHOH Ul MeJUaTPUYECKOM MPaKTHKM HAydHOI
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3a]]a44 — [OBbIILIEHNE YQHEKTUBHOCTH JUATHOCTHKU ¥ 00BEKTUBU3AIIMHM KOHTPOIIS
34 TCHCHHUEM 336031€BaHPIH.

Huccepraumonnoe  uccinenoanue  Komaposodi  A.JI.  mOTHOCTBIO
cooTBeTcTBYeT TpeboBanusaM 1.9 «l lomokenuns o mpHCy K IEHUH YYEHBIX CTEIEHEN Y,
yTBEp:KIEeHHOro rnocraHosieHueM [IpaButensctBa Poccuiickoit ®enpepaiuu ot
24.09.2013 Ne842 (B melicTByIOIEl peaaKiuu), NPeIbIBISEMBIM K JUCCEPTALIHIM
Ha COMCKaHWe Y4YeHOH CTEerneHW KaHauuarta Hayk, a ee aBTop KomapoBa AnmHa
JIMUTpHEBHA HOCTOMHA MPHUCYKACHHS YUEHOH CTEleHH KaHAWIAaTa MEAMLUHCKUX
HayK no cnenuanbHocTaM 3.1.21. llegmarpus (MenMuuMHCKHMe Hayku) U 1.5.7.
['eHeruka (MeAMIIMHCKUE HAYKH).

Penensenr

JIOKTOp MEMLIMHCKUX HaYK, pogeccop,
npodeccop kadeapsl rocnUTalbHON neauarpun Ne2
HMuctutyra matepuncTsa u gerctea ®I'AOY BO
PHUMY umenu H.U. [Tuporosa
Mun3zapasa Poccuu
(ITuporoBckuii yHUBEPCHUTET)
3.1.21. Ilegnatpus
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