OT3bIB
OpHIHAILHOIO ONMOHEHTa, NOKTOpAa MEeJMUHHCKHX HayK, npodgeccopa
KadeIpbl NeJHATPHH M HEOHATOJOTHH (helepaILHOTO TrOCYAaPCTBEHHOIO
Oroa:keTHOro  06pa3zoBaTeNLHOIrO yYpeXKIeHHS BbICHIEro oGpa3oBaHHs
«PocToBckuii rocyiapcTBeHHbIH MEeAHIMHCKHH YHHBEpPCHTET»
Munncrepcrsa 3apaBooxpanennsi Poccuiickoii @enepannn BpbikcuHoii
EBrennn IOpbeBHbl Ha aucceprauuonnyio pabory Bonaapnb Banepuu
AjlekcaHApoBHbI Ha Temy «K/IIHHHKO-reHeTHYeCKHEe OCOGEHHOCTH pa3BHTHS
HOBOH (OpMBI OGpPOHXO/IETrOYHOH JHCIVIA3MH Yy HEJIOHOIIEHHBIX AeTel»,
NpeICTaB/IeHHYI0 K 3allluTe B quccepTauHoHHbIi coBer [ 001.023.01 mpwu
¢enepanbHOM rocy1apcTBEHHOM aBTOHOMHOM yupexkaeHnn «HauunonaabHblii
MEIHIHHCKHHA HCC/1e10BaTe/IbCKHil EHTP 310pPOBbs AeTel» MHHHCTepCTBa
3apaBooxpaHenusi Poccuiickoli ®egepannu Ha COHCKAHHE Y4YeHO# CTemeHH

KaHIMIaTa MeJHIHHCKHX HayK no cnendajabHocTH 14.01.08. eanarpus.

AKTYyaJIbHOCTb HAYYHOI'0 MCCJIEI0OBAHHS

brnaronaps pa3BUTHIO TepHHATAIBHOW IIOMOIIM BHDKMBAaEMOCTHb IeTeM ¢
SKCTPEMAaJIbHO HU3KOW M OYEHb HHM3KOW MacCOM Tela NMpH POXKIEHHUH 3aMETHO
yBenuuunacs. Cerogns Gponxoneroynas aucmnasus (BJIJI) yame Bo3HMKaeT y
NIybOKO HENOHONIEHHBIX JeTell U XapaKTepu3yeTcsl COBEpLIEHHO HHOM
naropuznonoruedt. HoBas ¢opma AaHHOW NATONOrWM ABIAETCS PE3yIbTATOM
HE3aBEpIIEHHOIO0 aJbBEOJIOTEHE3a M aHTMOIeHe3a COCYJOB Malloro Kpyra
KpoBooGpamenus. C TOYKH 3pEHHs MOJEKYJSPHOM TeHETHKH, GPOHXOJIErodHas
JACTIIA3Us OTHOCHTCS K 3a0ONIeBaHMSM, B TAaTOreHe3e KOTOPHIX OIMpeNesseTcs
CIIOJ)KHO€ B3aMMOJEWCTBHE, KaK TEeHETHYeCKMX (aKTOpOB, TaKk M (HhaKTOpPOB
BHEIIIHeW Cpelbl. B HacTosIee BpeMst pe3ybTaThl OT€UECTBEHHBIX U 3apyOekKHBIX
MCCJIEIOBaHHM HE I03BOJISAIOT OAHO3HAYHO BBIAEIUTH BEAYIIYIO POJIb KAKOro-JIM60
U3 MCCIIEJOBAaHHBIX '€HOB B Pa3BUTHH MMaTOJIOTHH.

W3syyenne KIMHHKO-T€HETHYECKOW TNPEAUKIMHA pa3sBUTHS HOBOM (HOPMBI
OPOHXONETOYHOM MUCIINA3KH, H CO3[aHHe COBPEMEHHOIO KIMHHUYECKOTO MOPTpeTa

nalyeHTa ¢ JaHHOHW (hopMoOM 3a00sIeBaHHS MOXET TOMOYb YCOBEPIIEHCTBOBATH



HOIXOObl K MpO(UIAKTHKE MATOJOTHMH y HEJOHOLIEHHBIX HOBOPOXIEHHBIX, a
TaK)Ke CHU3UTh PUCK Pa3BUTHUS TsOKENBIX (HopM 3ab0eBaHus.

Y4uuThIBas BBIIIEU3IOXEHHOE, TUccepTallioHHas pabota bonmape B.A. Ha
teMy «KiIMHHKO-reHeTHYecKHe OCOOEHHOCTH  pa3BUTUSL HOBOW  (DOpMEI
OpOHXOJIErOYHOM NUCIUIa3UM y HENOHOIIEHHBIX HETei», HECOMHEHHO, SBISAETCS

aKTyaJIBHOﬁ U UMCECT 6OJII>H.IYIO IMPAaKTUYCCKYO 3HAYHUMOCTb.

HayuyHasi HOBH3HA HcC/IeJOBAHHA H MOJYYEHHbBIX pe3yJibTaTOB,

BbIBOJIOB H NPaKTHYECKHX peKOMeHalui, c(popMy/IHPOBAHHBIX B

AHCCEPTALHH

B pamkax mguccepranuoHHON pabothl BrepBele B Poccuiickoit ®enepanuu
ObUTM BBISBIEHBI MOJIEKYJISIPHO-T€HETHYECKUEe (aKTOPhI, Mpeapacroyiaraloliui U
npeaoTBpaliaoii  pa3Butue HoBoW ¢opMbl bBJIJI, ¢ ucnonbs3zoBaHMEM
TEXHOJIOTMH MOJTHOK30MHOTO CEKBEHUPOBaHUSI.

BnepBeie comocTaBleHbl KIMHUKO-aHaMHECTUYECKHE M  MOJIEKYJISIPHO-
reHeTUYEeCKUe NPEeIUKTOphl pa3BUTHsS HOBOM ¢GopMbl BJIJ[ y HeZOHOIIEHHBIX
netei. Ha  ocHOBaHMHM  MOJMy4YeHHBIX  JaHHBIX  pa3paboTaHa  IKaia
IPOTHO3MPOBAHMS pa3BUTHS HOBON (GOpMbI OpPOHXOJIErOYHOW JUCIIAa3HH Y

HEJIOHOIIIEHHBIX JIeTel C LIeNbI0 € BHEeIPEHUS B IEJUATPUIECKYIO IIPAKTUKY.

CreneHb 000CHOBAHHOCTH M JOCTOBEPHOCTH HAYYHbIX MOJIOKEHHH,

BbIBOJOB H peKOMeHAAalHH, c(popMy/HPOBAHHLIX B JHCCEPTALHH

JIoCTOBEpHOCTh ~ HAy4HBIX IIOJIOXKEHUM, IIOMYyYEHHBIX BBIBOJAOB H
NPaKTHYECKUX peKOMeH,uéuHﬁ, pa3pabOTaHHBIX [OHUCCEPTAHTOM B  XOJe
WCCIIeIOBaHUS, TOATBEPXKAAETCS JOCTATOYHBIM KOJIMYECTBOM HabIIONeHHH,
COBpEMEHHBIMH METOAAMH MCCIIEJOBaHHUs, JOTUYHBIM JU3aiHOM HccleoBaHus. B
uccienoBaHue BKIOYeHb! 170 fmered ¢ pecnUpaTOpHBIM AUCTPECC-CHHIPOMOM
HOBOPOXIEHHBIX B aHamHe3e, U3 Hux 100 mereit ¢ HoBo# (opmoit BJI/I, B rpymmy
cpaBHeHHs Bouuty 70 ManueHToB, He chopMupoBapmmx BT,

Bcem persm c¢ HoBoit Qopmoii BJIJI 6bIO mOpoOBENEHO MacCcoOBOE

napajjyi€JIbHOE CCKBCHUPOBAHUE ITIOJIHOT'O 3K30Ma C IMOoCJIEAYOIIUM



OuonHpopMaTuueckuM aHamu3oM. C LeNbio ONpelesieHHs pa3ivdvii B 4acToOTax
ajjieNied B IpyIIe MnanueHToB ¢ HoBoW ¢opmoit BJI/ mo cpaBHeHMIO ¢ rpymmoi
NalUeHTOB, He ChOPMHPOBAaBIINX JaHHOe 3abojeBaHMe, Hajiee Gblaa MpPOBEAEHA
TIoJIUMEpa3Has LIEMHas peaklys B peXXUMe pealbHOr0 BPEMEHHU B IBYX I'pyTINax.
ITocne IIPOBEJICHUS MOJIEKYJIIPHO-T€HETUYECKOT O UCCIIeI0BaHMUS
COTIOCTaBJIEHBI  KJIMHHKO-aHAMHECTUYECKHE U  MOJIEKYJSIpHO-TeHEeTUYEeCKUe
IOPEIUKTOPEl  pa3BUTHA HOBOM ¢opMmbl BJIJI u paspaboraHa 1mkana

IIPOTrHO3UPOBaHUS PA3BUTHUSA 3a001eBaHHs Y HEAOHOIIECHHBIX JETEH.

HayyHo-npakTH4eckasi 3HAYHMOCTb Pe3yJIbTaTOB JHCCEPTANIHOHHOM
paboThbI

KnrHuKo-aHaMHECTHYECKUEe M FeHEeTHYEeCKHe MPEIUKTOPhl Pa3BUTHs HOBOM
dopmer BJIJI, onpeneneHHble B HCCIENOBAaHHM, MMEIOT GOBIIOE 3HAYEHHE IS
NpUMEHEHHs B KIIMHUYECKOH IMpakTuke. PazpaboranHas Imikana MpOrHO3UPOBaHHMS
pa3BUTHA HOBOM (OpMBI GPOHXONIETOYHOM OHUCIUIA3HHM Y HEJOHOIIEHHBIX IETEH,
BKITIOYAIOIIAs BBIABJICHHBIE NPEOUKTOPHI, MOXET OBITh MCIONb30BaHa B PaHHEM
HEOHATAJIbHOM IIEPHOJIE B LIENAX NPOQHIAKTUKH U CHIMKEHHS PHCKa pa3BHTHS
3TOro 3aboseBaHuUs.

MonekynsapHo-reHeTHdeckie NpeIukTopbl (GopmupoBanus BJIJI, koTopbie
OBLIM BBIABIEHBI IIOCPEACTBOM MPOBEIEHHS MOJHOIK30MHOIO CEKBEHUPOBAHUS,
MOTYT OBITh MCIONIB30BaHbl B PAaHHEM BBISIBJIEHHH TAI[MEHTOB C PECIHUPATOPHBIM

JUCTPECC-CHHIPOMOM, YIPOKaeMBIX 110 pa3BUTHUIO HOBoH (opmbr BJIII.

ITonHOTA H3/10JKEHHSI MaTEPHAJIOB IHCCEPTALHM B paboTax,
ony0/IHKOBAaHHBIX COMCKAaTeJIEM YYEHOMH CTeneHH
ITo MaTepuanam quccepTalii aBTOPOM OIMyOJIMKOBAHO 9 MmeYaTHHIX paboT, B
TOM YHCI€ 5 HayyHBIX CTaTe B pEIHEeH3UPYEMbIX HAYYHBIX H3IaHUIX,
pekomeHnoBaHHEIX BAK MunucTepctBa Haykd H  BBICIIETO 0Opa3oBaHHs
Poccuiickoit ®eneparum. Pe3yJ'IBTaTLI, IIOIy4YE€HHbIE B XOJE AUCCEPTALMOHHOIO
UCCIIEIOBaHMs, TMPEACTaBJI€HBl B BUAE YCTHBIX IOKIANOB Ha POCCHHUCKHUX H

MEKIYHApOJHBIX KOH(EPEHIHAX U KOHIPECCaX.



OueHkKa colepKaHusl TUCCEPTALNH, €€ 3aBePLIEHHOCTD B LIEJI0M

Jucceprannonnas pabota bornaps Banepuu AsexcaHIpOBHBI BBIIIOJIHEHA B
COOTBETCTBUM C OOIIENPUHATHIM IUTaHOM. JluccepTamus H3/I0XKeHa Ha 117
CTpaHMI[aX MAIIWHONKCHOIO TEKCTa U COCTOMUT U3 BBEJCHHUA, 0030pa JIUTepaTyphl,
IJIaBBI C OIMCAHMEM MAaTEPHUAIOB ¥ METOJOB, 2-X IJIaB C ONUCAHUEM Pe3ylIbTaTOB
COGCTBEHHOIO MCCIIEOBAaHKS, BHIBOJOB M NPAKTHYECKMX pekoMeHpaanumi. Pabora
comepxuT 14 pucyHkoB, 6 Tabmui. bubnuorpahuyeckui CIHUCOK BKIIHOYAET 207
HCTOYHUKOB, IIPEUMYILIECTBEHHO 3apyOeKHBIX.

Bo BBeeHMM 060CHOBaHA aKTyaJIbHOCTh TEMBI M OMMMCaHa Hay4Has HOBH3HA
MOJTyY€HHBIX Pe3yJIbTaTOB.

B o63ope suTepaTypbl  NpEACTaBIEHBl  JaHHBIC,  IIOCBAIICHHBIC
aHaMHECTHYECKHUM, KIIMHUYECKUM %} MOJIEKYJISIPHO-T€HETHUYECKHM
XapaKTepUCTUKaM HOBOM (OpMbI GpOHXOIEroyHod nuciuiasuu. B moapasnenax
TIpMBE/ICHBI IATOTeHETHYECKHEe MEXaHW3MBI pa3BuTHs BJIJL 1 dakTopsl, BIHAIOLIKE
Ha (opMUpoBaHUe 3a00TEBaHMUS.

B riaBe, MOCBSINIEHHOW MaTepualaM W MeToiaM, IOJPOOHO pacluCaHbI
KpUTEpHH BKIIOYEHHs JleTed B  MCCIeJOBaHHE, MPHBEIEHO OMHCaHHe
HCIIOJIb30BaHHBIX METOIUK MOJIEKYJISIPHO-T€HETUYECKOT 0 UCCIeAOBaHMS.

B rmaBe 3 mpencraBieHa AWHAMUKa COOTHOLICHWsS BapHaHTOB Da3sBUTHA
BJIJl, y HeOOHOWIEHHbIX JeTed C pPEeCNUPATOPHBIM JIHCTPECC-CHHIPOMOM
HOBOPOXKIEHHBIX B aHAMHe3e U UX KIMHHMKO-aHaMHECTHYeCcKas XapaKTepUCTHKA.

['nmaBa 4 MOCBAIEHA pe3yJbTaTaM CPaBHUTEIBHOW OLEHKH OTHOCHTEJIBHBIX
YaCTOT I'€HETUYECKMX BApHAHTOB, BBIBJIEHHBIX B pe3ylbTaTe IOTHO3K30MHOIO
CeKBEHHpOBaHMA Yy geTel, COOPMHPOBaBIIMX W He CQOPMHPOBABIIMX
3a00JIeBaHKE.

OG6CyX/IeHHE pe3yibTaToB IPEACTaBIEHO B IiaBe 5, Iie IPOBEJICH aHaNIN3 U
CpaBHEHHeE TONYYEHHBIX JaHHBIX C pe3yIbTaTaMu 3apyOeHBIX YICHBIX.

Pe3ynbTaThl, MONy4eHHbIE B XOJ€ HUCCIENOBAHUSA, IIOCITYKHIH OCHOBOM Jis
(OpMyNHMpOBaHKs BBIBOJOB M MPAKTHIECKUX PEKOMEHJALUH, KOTOPhIE B TTOJTHOM

M€epe COOTBETCTBYIOT NOCTABIICHHBIM LeJIsAM U 3aavdaM.



CootBercTBHE aBTOpedepaTa OCHOBHBIM MOJIOXKEHHUAM IHCCEPTALHH

BBeieHre, OCHOBHBIE MTOJIOXKEHHUSI, Pe3yJIbTaThl COOCTBEHHBIX UCCIIE0BaHUI
U METOJOJIOTHS UX aHaJlW3a HAllUTM CBOe OTpaXeHHe B aBTopedepare, KOTOPBIH
JaeT TOJIHOe TpeAcTaBlieHHe O paboTe W COOTBETCTBYeT TpeboBaHUsM Briciien
aTTECTAI[AOHHOW KOMHMCCHH MMHHUCTEPCTBA HAyKd U BBICIIEr0o 0OOpa30BaHUA
Poccuiickoii ®enepanuu.

[IpyHIMNHATBHBIX 3aME€YaHU TEOPETUUECKOT0 U ITPaKTUYECKOro XapaKrepa
0 IUCCepTalluy U aBTopedepary HeT. [Ipu pelieH3upoBaHUM AUCCEPTALlUM BO3ZHUK
BOITIPOC, Ha KOTOPBIN XOTENOCh OBl YCIBIIIATh OSICHEHUE aBTOPA:

1. Moryt 11 MOJeKyJISpHO-TeHeTHYeCKHe MPEIUKTOPhl UIpaTh 3HAYHUMYIO
pOJIb B pa3BUTHH Kiiaccuueckoi popmer BIIJL?

2. Byayt nmu 0coOeHHOCTH pe3yJbTaTOB MOJTHOIK30MHOI'O CEKBEHMPOBAHUS
kputepueM OUGGHEepeHLUPOBAHHOIO IMOAXO0Ja B OLICHKE BEPOSTHOCTH Pa3BHTHS

KJIacCHuecKoy miu HoBoi ¢opmel BJIJT?

3aki0oyenue

HuccepranmonHnas pabora bonpmaper Banepum AnekcaHIpOBHBI Ha TEMY
«KNIMHUKO-TeHeTHYEeCKHE OCOOEHHOCTH Pa3BUTHSI HOBOW (pOpPMBI GPOHXONIErO4YHOM
JUCIUIA3UM Y HEIOHOLIEHHBIX JeTe», BBINOJIHEHHAs I0J PYKOBOICTBOM JOKTOpA
MenuiHCkuX Hayk JlaBeimoBod HWpuHbl BiiaiuMuUpOBHBI, IIpH Hay4YHOM
KOHCYJIbTUPOBaHUM JOKTOpa Ouonorudyeckux Hayk CaBocTesgHOBa Kupuiia
BukTOpOBHYa, NpeACTaBIeHHAs K 3alllUTe Ha COUCKAHME YYEHOH CTEleHH
KaHIuIaTa METUITMHCKUX Hayk 1o crenpanbHocTy 14.01.08. Ilenuatpus, asnsercs
CaMOCTOSITENILHOM, 3aKOHUEHHOI Hay4YHO-KBaTH(UKAIIHOHHOH paboTOM, B KOTOpOH
HAa OCHOBaHWHM BBITIOJIHEHHBIX ABTOPOM HCCIIEIOBAaHUNA COAEPKUTCSA pEIICHHE
aKTyaJIbHOW HAyYHOU 3a1a4i B 00JIaCTH NeAUaTPHH, @ IMEHHO BBISIBJIEHHE JIETEH C
pPECIIUPATOPHBIM ~ JUCTPECC-CHHIPOMOM  HOBOPOXIEHHBIX, YTPOXaeMbIX IO
passuTHIO HOBOM (opmbl BJIJI. [uccepraimoHHoe HccnenoBanue bonnaps B.A.
0 CBOEH AaKTyalbHOCTH, HAayYyHOM HOBM3HE, IIPAKTHYECKONH 3HAYMMOCTH M
INOCTOBEPHOCTH  TOJIy4€HHBIX  pe3yJbTaTOB,  IIOJIHOTE  HM3JIOKEHUS U

000CHOBaHHOCTH BbIBOJIOB COOTBETCTBYET Tpe60BaHI/IﬂM ITYHKTa 9 «IlomoxeHus o



NPUCYXIOCHUA  YYEHBIX  CTeneHei»  (yTBEPKAEHHOTO  [OCTAHOBIEHHMEM
Ilpapurensctea PO Ne842 ot 24.09.2013r. (pem. or 11.09.2021r. Nel539),
NPEABABIAEMBIM K IOUCCEPTALMsM Ha COUCKaHHE YYEHOM CTENeHH KaHauaaTa
Hayk, a ee aBTOp, Banepus AnexcannpoBHa BoHmaps 3aciyxuBaeT mpHUCYKIEHHS
YYEHOM CTeneHH KaHauJaTa MeIULMHCKHUX HayK 1o crneuranbHoctd 14.01.08.
Ilennatpus.

OduunanbHbIH ONNOHEHT:

npopeccop  kadenpel  MeAMATPUM M HEOHATOJOTHMH dbenepaibHOTrO
rOCyJapCTBEHHOTO ~ OIOMKETHOTO 00pa30BaTeNbHOTO yYPEXKIEHHUS BBICIIETO
o0pa3oBanus «POCTOBCKMIi ToOCYyJapCTBEHHBI MeIUIAHCKHA YHUBEPCHUTET
MunucTepcTBa 31paBooxpanenus Poccutickoit ®enepanmw, JIOKTOp MEeOUITMHCKUX

Hayk (14.01.08 ITeguatpus)
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JOKTOP MEAMIIUHCKHUX HAYK, TOLEHT § Canponosa H. T".

DenepanbHOE roCyIapCTBEHHOE 6Ion>1<eT BBaTenibHOE 00pa30BaTENLHOIO
YUIPeXKAeHUus  BHICIIEro  obpasoBaHus  «POCTOBCKHMM  rocyaapcTBEHHBIH
MEOULIMHCKHUI yHI/IBepCIfITeT;> MunucTepcTBa 31paBooxpaHeHusi Poccuiickoit
Oenepanun (PI'BOY BO PoctTMY Munznpasa Poccun).

Anpec: 344022, Poccuiickas ®enepamnus, Pocrosckas obmacts, r. Pocros-Ha-
Hony, nepeynox HaxwueBanckumii, m.29; +7(863)2504200; okt@rostgmu.ru,

ot.caift http://www.rostgmu.ru



