OT3bIB

oHMIHATBEHOTO OINIMOHEHTa Ha JUCCepTallMOHHYIO, paboTy CrpelbHHKOBOH
Banepun  AnexkceeBHbl Ha TeMy «HemykoBuCIMIO3HBIE — T€HETHYECKH
JIEeTEPMUHUPOBAHHbIE  XpPOHWYeCKHe  3a0oyeBaHMs  JETKUX Y  JeTeu:
SIIMIEMHOJIOTHS, T€HETHKA, KJIMHUKO-IA00paTOpHasl XapaKTepUCTHKA M HUCXOIbD»,
NpeiCTaBICHHON K 3alluTe Ha COMCKaHWe Y4YeHOW CTENeHH KaHIuaaTa
MeIULIMHCKUX HayK 110 creiuaibHocTsM 3.1.21 — [leguatpus; 1.5.7 — I'eneruka

AKTyaJIBHOCTb TEMBbI HCCJICAOBAHHUSA

HccnenoBatenbckas pabora CrpenbHUKOBOM  Bajilepuu — AJICKCEEBHBI
MOCBAIIEHA U3YYEHUIO TeHETHYECKUX OCOOEHHOCTEH PEAKUX HEMYKOBUCIMIO3HBIX
reHeTHYECKH JeTEPMUHUPOBAHHBIX XPOHHUECKUX 3a00NeBaHuH Terkux y gerei. K
YHCITy TaKUX 3a00J1€BaHMI OTHOCATCS MepBUYHas LuHapHas auckunesus (ITLUJD),
CHHIPOM «MoO3r—jerkue—mrosunnas kenesa» (CMJIIDK) wu  BpoIeHHbIN
neduiut cypdaxrantaoro nporenna C (BIACIIC).

DhPEKTUBHOCT, CBOEBPEMEHHBIX JUarHocTuueckux noxxomos I/,
CMJIIDXK u BJICIIC, B CyllecTBEHHOM CTEMeHH ONpeAesiomuX 3G HEeKTHBHOCT
TEepaliid W TIPOrHo3 3a0oyeBaHus, B 3HAYUTENBHOW Mepe OIpelenseTcs
HCIIOJIb30BAHUEM COBPEMEHHBIX MOJIEKYJISIPHO-TEHETHYEeCKUX MeTOA0B. Bmecte ¢
TEM HMX BHEJIPCHHE B €KEIHEBHYIO IPAKTUKY CHEPKUBAETCS OTCYTCTBHEM YETKUX
NOKA3aHMWii, HEIOCTAaTOYHBIM 3HAHHEM YacTOThl M CIEKTpa MyTalldid, a Takke
0COOEHHOCTEW T'eHO-(OEHOTUINUYECKUX KOPPEIsLUN Y POCCUICKUX MAallUEHTOB.

B pamMkax muccepTaiioHHOTO uccienoBaHus CTpenbHUKOBO# B.A. BiepBbie
Ha penpe3eHTaTHBHONW KOropTe POCCHHCKHX JeTell TNpOBEeJeH KOMILIEKCHBIN
aHaJIM3  OJMHJIEMHOJIOTHH,  KJIMHHUKO-TA0OpaTOPHBIX,  HMHCTPYMEHTAJbHBIX,
reHEAJIOrHYEeCKUX M MOJIEKYIIPHO-TEHETUUYECKUX XapaKTePUCTUK TPEX PEeaKuX
IeHETHYECKH IETEPMUHHUPOBAHHBIX XPOHUYECKHX 3a00JI€BaHUM JIETKHX.

Kpome TOro, pabora uMeeT BakKHOE DSIHMIEMHMOJIOTHYECKOE 3HAYCHUE:
BriepBhie oneHena yacrora L[] u CMJILLDK B kpynHeiieM MHOTOIPOQUIBHOM
crauyoHape MOCKBBI M 3MUIEMHOJIOTHS 3a0osieBaHuii B cyObekTax Poccuiickoit

degepaii, 9YTO  MOXET  CIY)XXHTb  OCHOBOM Uil TUIAHUPOBAaHHUS



CIIENUATH3UPOBAHHON  MEIUIIMHCKONH momomy. Pa3paboTaHHbBIM — aBTOpOM
QITOPUTM JMArHOCTUKH YK€ BHEAPEH B MPAKTUKY. AKTyaJlbHOCTh UCCIIEIOBaHHUS
00OCHOBBIBAETCS BBICOKOM MEIUKO-COIMAIbHOM 3HAYMMOCTBIO TAHHOMW IAaTOJIOTHH
U HEOOXOIMMOCTBIO CO3JaHHsI CHCTEMbI paHHEed JUarHOCTUKH, MPO(UIAKTUKH,
pa3paboTKH NePCOHATH3UPOBAHHBIX TOAXOA0B TEPaIIUH.

Takum oOpazom, B paMkax muccepTalioHHOW paboTel CTpeabHUKOBOH
Banepun AnexceeBHBI HCCIEOBaHbl AaKTyalbHble BOIPOCHl MEIUIMHCKON

I'CHECTHUKHU U I[GTCKOﬁ ITyJIbMOHOJIOTHH.

JIOCTOBEPHOCTHh U HOBH3HA JHCCEPTALHH

JIOCTOBEpPHOCTh ~ TOJYYEHHBIX  pe3yJbTaToB, CMOPMYJIUPOBAaHHBIX B
JIACCEPTALMOHHON paboTe, OGecreynBaeTcsi JOCTATOUHBIM OOBEMOM BBIOOPKH
NalMEeHTOB, IIPUMEHEHHUEM COBpPEMEHHBIX METO/I0B HCCJIEJOBAHMS
(TTOJTHO’K30MHOE CEeKBEHUPOBaHHE, CEKBEHHUPOBAHUE 1o CaHurepy,
BUJICOMUKPOCKOTIHS, TPAHCMUCCHOHHAs DJIEKTPOHHAs MHMKDPOCKOIHS, Jy4YeBble
METO/IBI), & TAKXKE KOPPEKTHOM cTaTUCTHYeCKOW 00paboTKOM AaHHBIX. Pe3ynbrarsr
paboTHI MPOLLTH anpoOalyi0 ¥ HOJYYHIH MOJOXKUTENBHYIO OLUEHKY Ha BEIyIIUX
POCCHUMCKMX KOH(EpPEeHLHUsIX, YTO CBUICTEIBCTBYET OO0 HMX JOCTOBEPHOCTH WH
HAay4YHOU LIEHHOCTH.
B pesynbTare mpoBeieHHON paboThl BIEpBble UICHTUQULUUPOBaHbI 25 paHee He
OIMMCAaHHBIX BapHAHTOB, NMpUBOAALIMX K passutuio IIIIJI, 5 BapmaHTOB — MpHU
CMIJIIDK u 3 BapuanTa — ipu BJICTIC. Buepssie B Poccun 0600111eHEI JaHHBIE O
10 persix ¢ CMJIIDK, omucansl KpaHuodanuaibHble TUCMOPGUN U yYHUKAIBHBIE
pecnupaTopHble  TNposiBIeHUS  (OpOHXOZKTasbl, XPOHMYECKHHM  ITHEBMOHHT
MJaJieHIleB). BrepBbple  BBIBIEHBI CTATUCTHYECKH 3HAYMMbBIE  I'€HOTHII-
denotunuueckue xoppensuuu y nauuentos c I/, B Tom uuncie accommarus
LOF-BapriaHTOB € OTCYTCTBUEM [IBHIaTE€JIbHOM aKTUBHOCTH PECHHYCK H
HEOHATAJILHOW PEeCIUPATOPHON TOAJEPKKOH, a TakkKe CBSI3b MyTaludl B TIeHE
DNAHII ¢ penkumu OpOHXHUTaMH, paHHEH [UArHOCTHKOW M 3€pKalbHBIM

PpacnoJI0KE€HUEM BHYTPEHHUX OPraHOB.



CreneHr  00OCHOBAaHHOCTH  HAYYHBIX  TMOJIOKeHHi, BbIBOAOB H
peKoMeHauu, cpOpMYJTHPOBAHHBIX B THCCEPTAIHH
IlpoBeneHHoe HcCcleoBaHME OCHOBAaHO Ha 3HAYUTENILHOM MAacCHBe
IOJly4YeHHBIX B IIpoLecce pabdoThl NEPBUYHBIX KIMHHUYECKHMX W J1ab0paTOpHO-
UHCTPYMEHTAJIHBIX [aHHBIX M WX BCECTOPOHHEM aHaju3e. BBIBOIbI, HaydHbBIE
IIOJIOKEHUS U IIPAKTUYECKHE PEKOMEHAALUU JIOTHYHO BBITEKAIOT U3 MOJYYEeHHBIX

PE3YJILTATOB U ABJIAIOTCA 000CHOBaHHBIMH.

IlenHOCTD 17151 HAYKH H NPAKTHKH Pe3yJIbTATOB PadoThI

PesynpraTtel  aumcceprauiMoHHON — paboTel  Banepum — AJieKceeBHBI
CTpenbHUKOBOHM 3HAUMMO PaCUIMPSIOT MPECTABICHHUS O KIWHUKO-TeHETHIECKHX
OCOOEHHOCTSIX, SMUAEMHUONIOTUH M HCXOJaX HEMYKOBHCIHIO3HBIX T€HETHYECKH
JNETEPMUHUPOBAHHBIX XPOHWYECKHMX 3aboneBanuil jerkux y pneredt — I/,
CMJIIDPK u BJCIIC. TlonyyeHHble 1aHHBIE O CIEKTPE U YacTOTe I'€HETUUYECKUX
BapMaHTOB Yy POCCHMCKHMX MAlMEHTOB IIO3BOJIAIOT  YCOBEPILUEHCTBOBAThH
UMeIoUIMecss JAHAarHOCTHYeCKWe TMaHenu U oboramaroT 6a3pl  JaHHBIX O
MOJIEKYJIIPHBIX OCHOBax peakux 3aboseBaHuidl. PaspabortanHeie B paborte
IPAaKTHYECKHE PEKOMEHJALUUA U aJITOPUTM JUATHOCTHKU BHEIPEHbI B MPAKTHKY
I'bY3 «Mopo3oBckast 1eTckasi Topojickas KiuHuueckas 6onpauna J[3M» u OT'AY

«HMMLI 3n0poBss geteit» Munzapasa Poccun.

IHoarBep:kaenne ony0IHKOBAHHSA OCHOBHBIX Pe3y/IbTATOB IHCCEPTAIIHH
B HAYy4HO# neyatu

Pesynbrarsl uccnenoBanus omyO6nukoBansl B 10 medaTHbIx paboTax, B TOM
yucie B 9 crarhkixX B BeAYUIMX pEIEH3HPYeMBIX HAyYHBIX IKypHajax,
pexoMeHnnoBanHbIX BAK npu MunoOpnayku Poccum misi couckarenedl ydeHOM

CTCIICHU KaHAuAaTa MCIUIUHCKHUX HAYK (5 N3 HUX UHICKCHUPOBAHbI B SCOpUS).

Copepxanne aBTopedepara B IOJHOM Mepe OTpakaeT OCHOBHBIE IOJOXKEHUS

AUCCEPTALITMOHHOTI'O UCCIICAOBAHHUA: 000CHOBaHHE AKTYaJIbHOCTH HCCJICOOBAHMs,



€ro nejJpb W 3aJa4d, Hay4dYHasd HOBH3HA, HAYYHO-IIpaKTHYECKas 3HAYUMOCTD,
OCHOBHBIC IIOJIOXKCHHs, BBIHOCHMBIC Ha 3alluTy, ’ MOJIY4YCHHBIE PE3YJIbTAThHI,
BBIBOJIbI, IPAKTUYCCKHUE PEKOMCHIAIUU U CIIMCOK pa60T, OHyGHI/IKOBaHHHX 10

TEME JHUCCEPTALIUH.

3ameuanus no pabore

[TpUHIMIHATBGHBIX 3aMeYaHhid K HaydYHOMY COJepXKaHMIO palboThl, ee
0(hOpMIIEHHIO, TIOTYYEHHBIM pe3yIbTaTaM U c(hOPMUPOBAHHBIM BBIBOJIAM HET.
B TekcTe pYKONKMCH BCTpEYarOTCs HeyJnauyHble (OPMYIHMPOBKH (HampuMep,
«BHYTPHUTOCIIUTANBHAS PACTPOCTPAHEHHOCTH») M HETOYHOCTH CTUIHUCTHYECKOTO
xapaktepa. OIHaKO CONEPKATENBHBIX HEJOCTAaTKOB, CHIJKAIOIIMX OOLIyIO
TIOJIOKUTENBGHYIO  OIIEHKY — BBITIOJIHEHHOTO — HCCIeJOBaHMsA, B pabore He

00OHapyX€eHO.

3akiloueHue

Jluccepranmonnoe uccienoanue CTpenbHUKOBOW Banepun AJleKCEeBHBI
Ha TeMy «HeMyKOBUCIIUZIO3HBIE T€HETUYECKN N€TEPMHUHUPOBAHHBIE XPOHUYECKHE
3a00JIeBaHMs JIETKUX Y JIETEH: SMUIEMHOJIOTHS, TeHETUKA, KIMHUKO-TabopaTopHas
XapaKTEPHCTHKA ¥ MCXOJBI» SBISIETCS 3aKOHYEHHOW Hay4YHO-KBAIU(PHUKALHOHHON
paboToii, B KOTOPO# COAEPKUTCS HOBOE PELIEHHE HAY4YHOH 3aJa4m: KOMILICKCHAs
OLlEHKA PEe3yJbTaTOB KJIMHUKO-TA00paTOPHBIX M MOJIEKYJISPHO-TEHETHYECKUX
UCCIIEIOBaHMM TEePBHYHONW NMIHAPHON JMCKUHE3MH, CHHIPOMa «MO3I—JIErKHe—
IIATOBUIHAS JKENE3a», BPOXKAEHHOTO nedunuta cypdakraHTHoro nporenHa C y
poccuiickux nerteit. IlomydeHHble NaHHBIE MOMHMO TEOPETHYECKOTO HHTEpeca
(omnpejienieHus] OTHOCHUTENBHBIX HYaCTOT M CIEKTpa IaTOreHHBIX BapHaHTOB)
IpUOOpETalOT  BaKHOE  3HA4YEHHWE ISl ONTHMH3alUUM  JHArHOCTHYCCKHX
ANTOPUTMOB,  JIEUEOHBIX  MEpONpUSATHA W  INPA  MEAUKO-TEHETUYECKOM
KOHCYJIbTHPOBAaHUH TAIMEHTOB C HEMYKOBUCUUJO3HBIMH  XPOHHYECKUMHU
3abosieBaHMs JIEFKMX y JeTeil. Pabora COOTBETCTBYeT  TPeOOBaHHSIM,

ONpeabsIBIIEMBIM K JUCCEpTAUsAIM Ha COHCKAaHHC yquOﬁ CTeIIeHU KaHAauJaarta
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HayK, coriacHo 1. 2.2 pasnedna Il ITomoxxeHus o npucyXIeHUH y4ECHBIX CTEIIEHEH B
denepaibHOM TOCYJapCTBEHHOM AaBTOHOMHOM OOpa30BaTENbHOM YUPEKICHUH
BeICIIEr0 00pa3oBaHusi «POCCHUUCKUII yHHBEpPCUTET Ipy>KObl HApOIOB HMEHH
IMatpuica JlymyMmOb1», yTBepikaeHHOr0o YueHsiM coetoM PYJITH nporokon Ne YC-
1 or 22.01.2024 r., a e€ aBTOp, CTpenpHUKOBa Banepus AnexceeBHa, 3aCIyXHBaeT
NPUCY)KICHHsST  yYEHOH  CTeNeHWM KaHIuJaTa  MEIWIMHCKUX  HayK 1o

crerpansHocTsaM 3.1.21 — [Menuartpus; 1.5.7 — I enernka.

OduunuanbHbIH ONNOHEHT:

ITpodeccop kadeapbl MeUIIMHCKOM F'eHETHKH B IIOCTT€HOMHBIX TEXHOJIOTHH

HMHcTUTYTa KIHHAYeCKO Meulnabl nmend H.B. CxidocoBCcKOre

deepabHOrO TOCYAapPCTBEHHOIO aBTOHOMHOI'O 00pa30BaTe/IbHOTO YUPeXKICHHS

BBICIIEro obpasoBanus I[lepsblii MOCKOBCKHH TOCYJapCTBEHHBIA MEIUIMHCKUN

yuuBepcuteT uMeHH V.M. CeueHoBa MuHKCTEPCTBA 3/IPaBOOXPAHEHUS

Poccuiickoii @enepariun (CeueHOBCKUN YHUBEPCHUTET)

1.M.H., ipodeccop,/Z3.20. 73 /] QM 778 Annii FOpseBrY AcaHoB
03 resevees 2626, U PEZeet /7

JIn4Hy!0 HOANMHMCH JOKTOpa MEIMLHMHCKHX Hayk, mpodeccopa Acanosa A.FO.

3aBepsIo.

Vuensli  cekperaps ~ DenepanbHOro  rocyJapcTBEHHOIO ~ aBTOHOMHOIO
006pa3oBaTeNbHOr0 yUpexeHHs BhIClIero oOpa3oBanus [lepsbiii MockoBCKui
. mnunncxnn yHnBeEcmciT umenu W.M. CequOBil
xpaHeHus Poccuiickoii  ®enepaunn  (CeueHOBCKHH

7 ~—— QOnsra Hukonaesna BockpeceHckas

yuusepcumem umenu H.M. Ceuenosa Munucmepcmea 30pasooXpaHeHus
Poccuiickoit @edepayuu (Ceuenosckuii Ynueepcumem)

Aopec: 119991, 2. Mockea, yn. Tpybeykas, 0 8, cmp.2

Tenegpon: +7(495) 609-14-00

E-mail: rectorat(@staff.sechenov.ru




