BAKIIIOYEHME ~ JIMCCEPTAIMOHHOIO  COBETA  21.1.025.01,
CO3JAHHOI'O HA BA3E ®EJEPAJILHOTO T'OCYJIAPCTBEHHOIO
BIOJDKETHOI'O  YUPEXJIEHMS «HALIMOHAJILHBIA MEIUIMHCKUIA
UCCIEJJOBATEJIbCKAM ~ I[EHTP  JETCKOM  T'EMATOJIOIHH,
OHKOJIOTMM M MMMVYHOJIOTMM WMEHU JIMUTPUSI POTAYEBAs
MHUHUCTEPCTBA 3JIPABOOXPAHEHWSI POCCHUICKOM ®EIEPAIIIN,
[0 IMCCEPTALIMW HA COMCKAHWE VYEHOM CTEITEHU KAHIUJIATA
MEJIULIMHCKUX HAYK

arrecTalMoHHOoe aeyio Ne
Pemenne nuccepranmonsoro coseta or 24 ceHTs10ps 2024 roma Ne 10

O npucyxnenun Jlokurykuaoi Anune AlleKceeBHe, rpaxxaanke Poccuiickoi
Denepanuu, y4eHO! CTENEHH KaHAHJATA MeIUIMHCKIX HayK IO CIIeHaIbHOCTIM
3.1.21 — lenuarpus u 1.5.7 — [eneruka.

Huccepramus «OnTHMHU3aMsS AHATHOCTHUKA MOHOTEHHBIX 3aboieBaHMi,
POSABIIAIOIIMXCS XOECTa30M B NEPHOL HOBOPOXKIAEHHOCTHY, MPeCTABIEHHAS Ha
COMCKaHHE YYEHOH CTeleHH KaHIuJaTa MEeJMLMHCKUX HAayK [0 CrEeNMalTbHOCTSIM
3.1.21 — Ilegnatpust u 1.5.7 — 'eHeTuka B BUIe PYKOINHUCH IIpUHSATA K 3aiuTe 26
uioHs 2024 roma (mpotokos Ne7) AUCCEPTalMOHHBIM coBeToM 21.1.025.01 (]
208.050.02), co3ganusiM Ha 6aze DenepanbHOro rocyJapCTBEHHOI'0 OIOIKETHOTO
ydpexaenus «HauuoHnanbHeIl MeIUIMHCKII HCCIe0BATEIBCKHI OEHTP OeTCKOM
FCMATONOTMH,  OHKOIOTMM M HMMMYHONOTMM WMeHH JIMutpus Porauesay
MunucrepcTBa 3apaBooxpanenns Poccuiickoii ®enepamu (I'CIT-7, 117997, .
Mocksa, ymuia Camops! Marena, 1. 1) npukaz Muno6prayku ot 24 mas 2017
r.Ne508/ux (mpukas ot 24 centsiGps 2021 r. Ne974/ux , o1 07 nexabpst 2022 Ne
1700/uk 06 uamenenun cocrasa, Ne680/uK ot 09 Hios 2024).

Couckarens JlokimykuHa AJsidHa AnekceeBHa, 1993 roma poxuenwus,

OKOHYMJIA JieqeOHOe oTxaenenre Dakyibrera QyHIaMeHTANbHOH MeUIUHEL



MockoBckoro rocynapcTBeHHOro yHuBepcurera umMmeHd M.B. Jlomorocosa B 2017
romay.

C 2017 roma mo 2020 roa o6y4asack B KIHHUYECKO OpAMHaType Ha Kadeape
Heonatonorun ®I'BY  «HauuoHansHOro  MeqUIIMHCKOTO UCCIIEIOBATENBECKOrO
[ICHTpa aKyIIepCTBA, T'MHEKONOTHU W TEPUHATONIOTHH HWMEHU akagemuka B.W.
KynakoBa» Munucrepcraa 3npaBooxpanenust P®. B 2022 roay nporma KYpPCBI
NpO(pECCHOHANBHON  MEepenoiroToBKM  u NOATBEpAMIa  CepTHPHKAT 1O
crnenuanbHoCTH «I'eHetnka» Ha Gasze kadenpsl meaunuuckoii. OIBEOY 11O
Poccuiickas MenunuHcKast — akamemus HETIPEPBIBHOIO  MPO(ECCHOHAIBHOTO
obpazoBanmus.

B nacrosimee spems paGoraer Bpa4OM-HEOHATOJIOTOM, BpPa4OM-T€HETUKOM,
MJAJIIHAM  Hay4HbIM COTpyAHHKOM @I'BY «HaumoHansHOro MemHIIMHCKOro
MCCIIEN0BATEIIECKOrO IEHTPa aKyILIePCTBA, TMHEKOJIOIUH U TIEPUHATOIOTME HMEHH
axkaziemuka B.W. Kynakosa» MunncTepcTsa 3apaBooxpaHeHus Pd.

Hay4ynble pykoBoauTen:
Herrsipea Anna BaagumupoBna - JAOKTOp MEOHUIMHCKUX HayK,

npodeccop, 3aBeayromas OTIEIOM NMeIWaTpUM MHCTHTYTa HEOHATOJIOTUH U
nequarpun PI'bY «HanuoHansHOro MeIMIMHCKOrO MCCIeN0BATENBCKOO LeHTpa
aKyLIepCTBa, rHHCKONOTMH U TIEPHHATONOTMH UMeHH akafemuka B.W. Kynakosay
MunucrepcTBa 31paBooxpaHenus PO.

llyouna Exarepuna - KaHIuIAT GHOJOTHYECKHX HayK, 3aBejyroiias
nabopaTopueii aHaIM3a TeHOMHBIX JaHHBIX WucTuTyTa penpoayKTHBHON reHeTHKH
OI'bY «HanuoHanbHOro MeMIMHCKOTO HCCIIE[0BATEIBCKOTO LUEHTpa aKylIepCTBa,
FHHEKOJIOrMH U TIPHHATOJION MY HMeHH akaiemuka B.U. Kynakosa» Munucrepcrsa
3apaBooxpaHeHus Pd,
Odununanbunie onnoHeHTsHI:

Cypkos Anapeii Huko1aeBuY — JOKTOP MEIULIMHCKHX HayK; PenepanbHoe

rocy1apcTBeHHOE OrOJKETHOE Hay4HOE yupexeHue « Poccuiickuii Hay4HBIH LIEHTP



XUpYpriuv HMMeHH akajemuka b.B. Iletposckoro», 3asemyiommii ormenenmem
FacTpoSHTeponoruk ans nered Hay4qno-kiummueckoro nentpa Ne 2 Hayuno-
HCCICA0BATEIECKOrO HHCTUTYTA I€IMATPHUH U OXPaHBI 310POBbS AETEi;

CemenoBa Hartanns AnexcamgpoBma — KaHIU/aT MEIMLUUHCKHAX Hayk,
DejiepanbHOE TOCYIAapCTBEHHOE GIOKETHOR Hay4dHoe yupexzaeHue «Menuko-
FEHETHYECKUH Hay4HbI LEeHTp MMeHM akamemuka H.IL boukoBa», Bemymmit
Hay4HBIH COTPYIHUK, Bpau-reHeTHK.

OnnoHeHTHI Haly MOJOKUTENBHBIE OT3bIBBI HA nuccepranuo. B oT3eiBax
YKa3aHO, 4TO AWCCEpTalKs SBISETCS 3aBepLICHHON HAy4HO-KBAIM(pUKALMOHHOIMN
paborolf, B pamkax KoTOpOii pacCMOTpeHBl BaXXHBIE Hay4yHbIE IPOGIEMBI,
aKTyallbHbIC )i NEAMATPUM W MEJHMLUUHCKON reHeTHKd. ONMOHEHTAMHU OTMEYeH
BBICOKMH YPOBEHb IPOBENEHHOTO MUCCEPTALHOHHOIO UCCIIENOBaHNUsl, B OCHOBE
KOTOPOTO  JIOXMT HAy9YHO-OOOCHOBaHHBIH [u3ailH, KOTOPBI mpesmonaraer
TIOSTAIHOE peIlieHHE MOCTAB/ICHHBIX 3a/1a4 JUISl IOCTHXEHHS €IMHOM HAYYHOM Le/IH.
OmnmnoHeHTamMu  oTMeueHa BXHOCTh  MPOBENCHHOIO  HUCCIAEAOBAHMS IS
NeIHaTPUYECKON NMPAKTUKHU, TaK KAK Ha CErONHSLIHMM [eHb HEeT ODIIEITPUHSATOrO
anroput™Ma auddepeHIHaNbHON JUATHOCTHKH HAC/IECTBEHHBIX 3aboneBaHui,
COTPOBOX/IAIOIIUXCSl HEOHATANBHEIM XolecTa3oM. OTMeUeHO, YTo B Xoze paboTsI
aBTOPOM OBLIM MOAPOOGHO PACCMOTPEHbl OCOGEHHOCTH MATOreHesa pa3InYHbIX
PEIKUX MOHOTEHHBIX ()OpPM HEOHATaJbHOTO XOJIecTasa, reHO-(PeHOTHITHYECKHE
KOppeJALHY, ~KIMHUKO-TabOpaTOpHble M MHCTPYMEHTAIbHBIE OCOGEHHOCTH,
XapaKTepHBIC Il KaX/IOH W3 TPYII HO30JIOTHH y jeTell MEepBBIX TPeX MecsleB
KUZHH.

KpoMe 5TOro aBTOpOM TIpOBelEH KOMIUIEKCHBIH AHANH3 KIMHHKO-
NabopaToOpHBIX M HHCTPYMEHTATBHBIX JAHHBIX, BKIFOYAIOLIHIA COBpPEMEHHBIE
MOJICKYJISIDHO-TEHETHYECKUE  METOABbl, TakKuWe KakK  MOJHOSK3OMHOE U
[TOJTHOT€HOMHOE€ CEKBEHHPOBAHKE, YTO NO3BOJIMIIO BBHISIBUTH HOBBLIE MeHETHYECKHE

MapKepEI U MAaTOI€HETUYECKHUE MeXaHU3MBbI Pa3BHUTHA HEOHATaJILHOI'O X0JIecTasa.



B or3seiBax onmnonenTos ykazauo, 4o PE3YJIbTaThI IUCCEPTALIMA OCHOBAHEI HA
COOCTBEHHOM penpe3eHTaATHBHOM YHUKAJIBHOM MaTepuaie. Brnepssie npeioxens
PCKOMCHIAMK 1O ONTHMHU3AIMH [IMArHOCTHYECKOIrO QIrOPUTMa, KOTOpHIE
BKJIIOYAIOT  MCIONb30BAaHHE  MHOIOCTYIIEHYATOTO  MOIXOA, COYETaIIEero
KIMHUYeCcKHe HabIogeHUs, ODHOXUMHYECKHE TeCThI 1 MOJICKYJISIPHO-T€HETHYECK Ut
4HaJIN3, UTO IMO3BOJISIET MOBBICHTE TOYHOCTH H CKOPOCTh JHATHOCTHKH, yJrydias
[POTHO3 M Ka4YeCTBO JKM3HH mNalUMeHTOB. Takum o6pazom, naHHas pabora
NpeacraBisier coOOH 3HAYMTENBHBIA BKJIA] B NEIHATPUHIECKYIO IPaKTHKY,
peataras NpakKTHYECKUe PeIeH s I YTy ullleHHs] AMArHOCTHKHA | JIeUeHHs TeTel
C HCOHATANBHBIM  XONecTa’oM. JIOCTOBEPHOCTH MOJyHeHHBIX pe3yJIbTaToOB
TIOATBEPXKIEHA IMyONMKALMAMU B peLEH3HUPYEeMBIX HayYHbIX W3AAHUAX U
obecriedeHa JOCTATOYHOI BRIOODKOH MalKeHTOB, a TaKKe oIpeJiesIeHHEM
d/ICKBATHBIX KPUTEPHUEB /I aHANW3a H NIPHMEHEHUEM COBDEMEHHBIX METOLOB
CTaTUCTHYIECKOH 06paboTky. IIpakTuyeckre peKoMeHAaN 060CHOBAHE! 1 YETKO
copMyMpoBaHbl.  Pesynbrarsl pabOTBl HMMEIOT HECOMHEHHBIH HAyYHBIH W
[IPAKTUYECKHUI UHTEpeC.

OrMedeHo, 4TO 1O CBOEH aKTyalbHOCTH, HOBH3HE W Hay4YHO-IIPaKTHYECKON
3HATMMOCTH NMCCEpTalMOHHAs paboTa MOJHOCTBIO COOTBETCTBYET KPUTEPHAM
MyHKTOB 9-14 «[looXeHus o npuCyKIEeHUH yYeHBIX CTEINEHEeW», YTBEPIKAEHHOTO
[Tocranosnennem IlpaButensctsa PO ot 24.09.2013 . Ne 842 (C UBMEHEHUAMH H
AonoHeHUsAMH) «O Mopsiike MPHCYKIEHUS yUeHbIX CTeNeHei, IPeabsIBISIEMBIM K
AAMCCEPTALMAM Ha COMCKAaHWE Y4YEHOH CTCleHH KaHAMJaTa MEeJUIMHCKUX Hayk.
Bribop oduuManbHBIX ONIOHEHTOB OGOCHOBHIBAETCS TEM, UTO opUIMATBEHBIH
OIIIOHEHT, TOKTOp MeNMUMHCKUX Hayk, CypkoB AHnpeii HukonaeBuy — oguH us3
BEAYIIUX CICLHAINCTOB B OONACTH AETCKOH IaCTPOSHTEPOIOTHHM M Gole3Heit
renaroOUIMapHoOn CHCTEMEI, SABJISETCH 3aBeIYIOIUM OT/IeJIeHHEM
FaCTPOSHTEPONIOTHH,  3aBEAYIOUIMM  OTAENOM  HAyYHBIX OCHOB  JEeTCKOM

FaCTPOSHTCPONIOTHH, TIenaToloru W Mertabonuueckux HapymeHuit HUU



HEIMaTpHH M OXpaHbl 310pOBbs AeTeit HayuHo-kmuHugeckoro uentpa Ne2 G®I'BHY
«Poccuiickuit Hay4HBIH HeHTp XUpypruu umeHu akajgemuka b.B. Iletposckoroy,
BEJIET HAY4YHY0 paboTy H UMeeT OOJIBIIOE KOTHYECTBO yOIMKaLHii, B TOM yuclie B
00J1aCTH IETCKOM renaToIorHy. OduuuanbHslii OoNnoHeHT, kKaHMIAT MEeIUIMHCKHX
Hayk CemeHoBa Hartanus AJleKCaHIPOBHA, SBISETCS BEJlYUIHM CIELHAIUCTOM B
00J1aCTH HaCIECTBEHHBIX GoJIe3Hei MEYeHH, BEAYIIHUM HAYYHBIM COTPYIHHKOM,
BpayOM-TeHETHKOM De/IepalbHOT0  TOCYIapCTBEHHOTO  GIOKETHOrO Hay4HOTO
yupexaenus «Menuko-reHeTHYeCKH HayqHBI OEHTPp MMeHM akaaemuka H.IT.
boukoBay», nMeeT 6ONBIIOH OMBIT B OpraHM3allM¥ U NPOBEJEHHH HUCCIIEN0BaHuUI, a
TAKOKE HAlMCaHWM HAay4YHBIX CTaTeH, OJIHM3KHUX K TeMe 3aiiuInaeMoii IUCCePTaLWH.
OduuuanbHble ONIOHEHTH! NATH CBOE MHCHMEHHOE COMTACHE.

Benymas opraamsanus - DenepanbHOe TOCYIAPCTBEHHOE aBTOHOMHOE
yupexnenue «HauuonansHslit MeAMIIMHCKUI HCCTIeI0BATENBCKHII LEHTP 3J0pPOBbS
AETEN» B CBOEM IOJI0KHUTEIEHOM OT3BIBE, COCTABJICHHOM JOKTOPOM MEIUIIMHCKHUX
HayK, mnpodeccopom IloramnoseM Aunekcannpom CepreeBudeM, HaYaTbHUKOM
[CHTpa BOCHAIMTENBHBIX  3a00NeBaHHN KHINEYHMKA Yy JeTei, 3aBe/lyIOLIHAM
racTPO3IHTEPOIOTHYECKUM otaenenuem OI'AY «HMMUI] 30pPOBBSI  JIETEN»
Munsnpasa Poccuu 1 ToKTOpoM GHONOrHYECKIX Hayk CaBocTbsiHOBBIM Kupuniom
Bukroposuuem, 3asenyrommm nabopatopueil MeAMIMHCKOW reHoMuku OI'AY
«HMML] 350poBss aeted» Munsmpasa Poccuu ormernna: B paMKax HacTOSILEro
MCCIICNIOBAHUA y JeTeM IMEepBBIX 3 MeCHIEB JKHU3HM C KIMHUYECKHMH WU
YAbTPa3ByKOBBIMU NPU3HAKAMH OUIIMApHOH aTpe3uu onpejeNieHa HeoOX0IUMOCTh
IPOBEJICHUS OOCNENOBaHUs, HANPABIEHHOTO HA HCKIIOYEHHE MOHOIMCHHEIX
3amMeYaHuH, pa3paboTaH ONTHMH3UPOBAHHBIN AJTTOPUTM AMATHOCTHIECKOTO TOUCKA
y ZleTell ¢ MOM03peHHeM Ha eHETHYECKYIO STHOJOTHIO CHHpOMa XOJjiecTa3a Ha
OCHOBAaHWM CPAaBHUTENBHOIO aHalM3a KIIOYEBBIX KIMHHKO-TabOPATOPHBIX 1
MHCTPYMEHTAJIbHBIX IOKa3aTeNlel, & TakKe pe3ysbTaToOB OLEHKH 3(P(PeKTUBHOCTH

IMPOBEJICHHBIX MOJICKYJIIPHO-I€HETHYECKHX MeT010B. Ocoboe BHUMaHUE YAeICHO



PAaHHUM KIHHHYECKUM CHMOTOMAM H CpOKaM HX MaHudecTaluu y nerteil c
HCOHATAJILHBIM XOJIECTA30M IIPH PaHHMX MOHOIEHHBIX 3aboieBanmusax. Ha ocHoBe
MOyHCHBIX IaHHBIX OBUI MPEIIOXKEH alrOpUT™M 06CiIe0Ba M HOBOPOXXIEHHBIX,
KOTOPBIH cHOCOOCTBYET pPaHHEeW JMarHOCTHKE 3ab0JIeBaHMSI. Penenzupyemas
paboTa npejcTasisieT co60i 3HAYUTETBHBII ar BIIEPEJ] 10 ONITUMHU3AIMHN TAKTHKH
BEJICHUS [IeTeH ¢ JaHHOM 11aTOJIOTUei.

Bmecte ¢ TeM B Tekcre wuMmeroTcs HEKOTOphIE CTUIMCTHYECKHE
HECOOTBETCTBHA ¥ HeNOCTaTKH. B rnae «Matepuansl u METOIBI MCCITE0BAHS
OTCYTCTBYET IPOTOKOII IOJHOI€HOMHOI'O CeKBEHHPOBAHHUS. B paszeine "BeiBojn"
OTCYTCTBYET BBIBOA K 3amade Ned («OnTUMM3MPOBATH U BHEJPUTS B KITHHUYECKYTO
NPaKTUKY alropuT™ nuddepeHIHanbHON JUArHOCTHKYA MOHOI€ HHEIX 3abosieBaHmii,
NPOABJIAIONIMXCS.  HEOHATATBHBIM  XOJIECTa30M»), TMPH  3TOM pe3yJIbTaThI
BBITIOJIHCHMSI 3TOM 3afauyd B TOM MM WHOM dopMe MOXKHO HAWTH B TekcTe
auccepranuu. Kpome Toro, B BeIBOmax K paboTe aBTOp yKa3bIBaeT, YTO HOJIA
BLISBICHHBIX MOHOI€HHBIX 3a00JI€eBaHMH, MPOSBISIOMIAXCS HEOHATAbHEIM
XOoJiecra3zom, IIpH CeKBeHHpOBaHHH [na”Hein cocraBuia 9%, a IIOJIHOIr'O 3K30Ma —
25%, 4TO HHMXe NaHHBIX BBIABISEMOCTH, OTyOIMKOBAHHBIX B nurepatype [Nicastro
E.etal., 2019]. B 310ii cBs31 npenoxeHus aBTOpPAa MO MOBBIIEHUIO BEISBIISIEMOCTH
MOHOTeHHbIX OonesHeil npuganu 6el pabore JIOIIOJIHUTENIBHYKO [IEHHOCTS.
Hcnonb3oBanne Ttexnomorun XMA Ui nowmcka MPOTSOKEHHBIX  JIeNlelMl
XpoMocoMHOM obnactu 20pl12.2, o6ycnaBmuBarOmKX CHHIPOM  AJaxKujiis,
OYEeBHIHO, H30BITOYHO, OCOOEHHO C IOCIIENOBATEILHBIM IPHMEHEHUEM YHIIOB
Pa3sHOH IIOTHOCTH, M 3HAYMMO YIOPOXKAET HCCIEHOBAHUE 1O CPaBHEHHIO C
MeToaamu  KonudectBeHHOH IIL[P B pexume pealbHOro BpeMeHH u
MYIJIbTUIUIEKCHOH — JIMra303aBUCHMON  aMIutipukanuu  npo6. OGocHoBaHHe
npuydrHel Beibopa XMA BHeco 651 ICHOCTb B OMMCAHHE NM3aiiHA 3KCIIEpPUMEHTA.
B nmwmcceprammu  ykaszamo 118 gmeTell ¢ «reHeTHuUecKH [IOATBEPIKIEHHBIMHA

MOHOTCHHBIMH 33.60H6B&HHHMH», H3 KOTOPBIX JIMIb Y 70 NpUBEACHBI TECHETHYECKHUE



BApUAHTBI, IBUBLIMECS, 10 MHEHHMIO aBTOPA, IPUYMHON TUX GONe3Hel, u UL y
32 (27°") nauueHTOB BBIABJICHHBIE TEHETUYECKUE BapUaHThl KIaCCUGHIIMPOBAHbI B
COOTBETCTBHH C peKoMeHJauusMH "PykoBoncTea mo UHTEPIPETAUU JaHHbBIX
nocaenosarensHocTu JIHK yenoseka". Ipu sTom cpemu HeKJ1acCU(PUIUPOBAHHBIX
FCHCTUYECKUX  BADHAHTOB €CTh BAPUAHTHI C BBICOKUMH TOMYJISLHOHHBIMH
HacTOTaAMHU, B TOM YHCJI€ BAPUAHTBI, OTMEUEHHbIE B MEKTYHAPOIHBIX 6a3aX TAHHBIX
KaK TOOpOKa4YecTBEHHBIE, K MPUMEPY, CHHOHHUMHUYHbI BapuaHT c. 696T>C rena
ATP8BI. B tekcre auccepranuu He yAanoch HaATH OOBICHEHMS, HA OCHOBAHHH
1C€ro aBTOp NpPHMHMMAeT TakKMX JeTell 3a «IALMEeHTOB ¢ T[eHEeTHYeCKH
MOATBEPK/ICHHBIMH MOHOT€HHBIMH 3a00JI€BAHUSIME.

Kpome TOro, y HeckonbKHUX NalMEHTOB MNPUBENEHBl WCKITIOUHTEIHHO
BAapHAHTBI AMUHOKUCIOTHOW IIOC/IE/IOBATENBHOCTH, YTO BHOCHT Hepa3bepuxy B

HHTEPIIPETALUIO ITOJY4YCHHBIX PE3YJIbTAaTOB, TaK KakK KaXJIOMY W3 3THUX BaAPHUAHTOB

MOT'YyT COOTBETCTBOBATh HECKOJIBKO BApHUaHTOB HyKJ'IGOTH)]HOﬁ

MOCNIEN0BATEIBHOCTH. PEKOMEHIy€eTCs HCTIONB30BATE EMHYIO PHHSATYIO MHPOBBIM
Hay4HBIM COOOILIECTBOM HOMEHKIATypy TIeHeTHYecKux BapuaHToB HGVS.
Haxonen, xoHuenuus gaHHOW paGoThI Ipearnonaraer u CpaBHUTEIBHBIN aHAIN3
3(PeKTUBHOCTH pa3HBIX MOAXOMOB K [HATHOCTHKE, HO JOKA3aTeIbHOH 0a3bl,
TO3BOJISIOLLEH NIPOBECTH TAKOE CpPaBHEHME, B paboTe He mpezcTaBieHo. B pasnene
[IpakTueckne peKOMEHJAlUMM XOTeloCh Obl YBHAETh PEKOMEHIAIMH 110
KOHCYJIbTUPOBAHHIO CeMEH M KOPPEeKIMM TaKTHKH Teparnud B 3aBUCHMOCTH OT
MIOJIY4YE€HHBIX pe3yJIbTaToB.

[IpuHuunuanpHEIX 3aMe4aHHMil K JUcCepTalMOHHOM pabore JloKinykuHOM
AIMHBI AJleKceeBHbI HeT. Bce BBINIEH3/IOKEHHOE HE CHUXKAET o0uIei Hay4yHOU H
NPaKTH4YECKOH LIEHHOCTH WCCIENOBaHMS, a HM3yYeHHE TeHEeTHYECKUX IPUYMH

HEOHAaTaJIbHOI'O X0JiecTasa, IpeCTaBICHHOE B pa60Te, ABIACTCA OUCPEOHBIM LIIArOM



BIICPEN B OCMBICIICHUH 2TOTO 3a60JI€BAHMUS U BHOCHT (DyHIAMEHTAbHBIN Hay4HBIH
BKJIa/l B €TI0 U3y4EHHeE,

Takum obpasom, pauccepranmonHas pabora JIOKIIYKMHOH  AJHHBI
AIICKCEeBHBl 110 CBOEH AaKTYalbHOCTH, HOBH3HE w Hay4YHO-NIPaKTHYECKOH
SHAYMMOCTH COOTBETCTBYET KPUTEPHSIM, Y IOBIETBOPSIOLIHM TpeOOBaHHs MMyHKTOB
9-14 TIlomoxenus o IPHCYXICHHH  YYEHBIX CTENEHEeH, YTBEpPXKIEHHOro
[ocranosneruem Ipasutenscrea P® or 24.09.2013 . Ne 842 (c u3smeHenusmMu B
penaxuuu [locranosnennii [lpaButenscrea Poccuiickoii Denepauun) «O nopsjke
TIPUCYKICHHA YHCHBIX CTENCHEN», NPEAbABIAEMBIM K JUCCEPTALIMAM HA COUCKAHME
YUCHOM CTelleHH KaHuiaTa Hayk.

OT3bIB  yTBEpXKIOEH  AUPEKTOpPOM @enepanbHOrO  rOCYJAPCTBEHHOIO
ABTOHOMHOTO y4pex/ieHHss «HauuoHambHBIN MeIULMHCKUM MCCoeq0BaATeNbCKUi
ICHTP 310poBRA JeTed» MunsgpaBa Poccuu, JOKTOPOM MeqMIMHCKMX HayK,
3aciyxeHHbIM BpadoM P®, npodeccopom @ucenko A.IL

Bribop Beayuie# opranusamue 06OCHOBBIBAGTCS TeM, YTO DenepanbHoe
FOCYy1apCTBEHHOE aBTOHOMHOe yupexaeHue «HauwoHanbHBIH MeIqUITUHCKUHA
MCCIIE/I0BATENIbCKUI LIEHTP 3[J0POBbs AETEH» U3BECTHO CBOMMH MCCIE0BAHUIMHE U
MyOJIHKaUMsIMK B 0OIACTH AETCKOM racTPOIHTEPOIOrHH.

ABTOpOM Omy6IMKOBaHO 5 Hay4HBIX paboT, W3 HuUX 4 B XKypHajax,
BKIIIOYCHHBIX B NIEpeueHb M3JjaHuH, pexomen10BaHHbIX BAK P® mis my6muxanmit

OCHOBHBIX PE3yJIbTATOB JUCCEPTALlMOHHBIX UCCIIEI0BaHU. ABTOPCKUi BKIag 89%.

Hay4ynble paGoThbl 0 TeMe quccepTanum:

I. Joxmyxuua, A. A. OCHOBHble MPUHIMIBI HyTPHTHBHO!M MIOAAEPIKKHU
ACTeH paHHEro BO3pacTa C CHHAPOMOM Xonectaza / A. B. Hertspesa, A.A.
Hokmykuna, M. B. An6erosa // Heonaronorusi: HoBocti. MHEeHHUS. OO6yuenue. —
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Ha aBTopedepar aucceprauuu noCTYNHIM OT3bLIBBI:

YynaokoBoii MaguHbl ApCeHOBHBI - AOKTOpa MEIUIMHCKUX Hayk,
JlIoNeHTa, Tpodeccopa Kadeapbl NeTCKOH XHpYypruum WMeHH akajemuka HO..
Hcakosa ®I"'AOY BO PHUMY um. H.1. Tuporosa Mmun3apasa Poccuu.

Kapernukosoii HaTajbu AnexcanapoBHsi - JAOKTOpa MEAUIIMHCKUX HayK,

CTaplIero Hay4HOro COTPYAHHKA, Bpaya-T€HETHKA OTAENEHHS KIHHUYeCKOM



PEHETHKH HHCTHTYTa PENpOAYKTUBHONH reneTuku ®OIBY «HMHUL] ATTI wum.

akanemuka B.HM. Kynakosay Munznpasa Poccun.

Cnap6epa [lerpa AnapeeBnua — KaHIHAATA Me THIUHCKIX HAYK, HAy4YHOro

COTPYAHHKA 1abopartopuu GyHKIHOHAILHO F€HOMMKH, Bpaya-reHetuka ®TBHY

«MeJMKo-TeHe THYeCKHH HayIHBIH LHeHTp uMeHH akajgeMuka H.IT. Boukosay.

OT3bIBBI  MIONOXKMTENbHEBIE, 663 KPUTHYECKHX 3aMeyaHui. B oT3pBax

OTMEYE€HA aKTyalbHOCTh BbIOPAHHOM TEMBI, 060CHOBAHHOCTE chopMyITHPOBaHHBIX

BBIBOIOB U peKOMeHﬂaHHI‘;I, IIOAHYEPKHYTO BaKHOE HAaY4YHO-NIpaKTHYECKOEe 3HAUYEeHHe

TTOJIYHEHHBIX PE3YIIBTATOB. ConepmaHHe aBTOped)epaTa NOJIHOCTBIO OTpakaeT

OCHOBHBIE I10JIOKEeHHUS AUCCepTalHnH.

I[nccem‘aunonﬂblii COBET OTMeYaeT, YTO HA OCHOBAaHHHU BBINOJ/JTHEHHBIX

COHMCKaTeJIeM HCCIe10BaAHMI:

MOKA3aHO, YTO MPH CUHAPOME Anaxunns y 21,4% nereit BeIsSiBIeHO MeHee 3
KJIACCHIECKHX  KIHHUYECKHX KPUTEPUEB, HEOOXONMMBIX ISl MOCTAHOBKH
KITMHAYECKOro JMarHos3a, W TolIbko y 10% pereii - Bce KPUTEPUH, YTO
3aTpyaHANO auddepeHInanbHyo JMAarHOCTHKY ¢ OuIHapHO# arpesweii B
NepBbIe 3 MecAIa KHU3HH.

noKa3aHo, 4ro y 13-31% nanueHToB ¢ pa3iuuHBIMH MOHOI€HHBIM bopmamu
HCOHATAJILHOI'O XOJIeCTa3a OTMEYalIHCh KIMHHWYECKHE W YJIBTPa3ByKOBBIE
NMpHU3HAKK OUJIMAPHOM aTPE3UH.

YCTaHOBJIEHO, HYTO B TMEpBble 3 MecsAlla JKM3HH XOJIecTas Ipu
IPOrpeCCUpPyIOIIEM CEMEHHOM BHYTPHUIIEYEHOYHOM XOJecTase 1-ro W 2-ro
THIIOB COMpPOBOX/IANCSA KOXHBIM 3y/0M y 67% neTeill Hapsmy ¢ HOPMAIBHBIM
CHIBOPOTOYHBIM ypoBHEeM I'T'T, Xonectepyna i NOBBIIEHHEM YPOBHS KEeTIHBIX
KHCIIOT.

OTMeYeHO, 4To creuuduieckue 1abopaTOpHble MapKephl BBISBIEHBI TOIBKO

npu 21,4% Apyrux peaxux MOHOTEHHBIX ¢opm xonecraza: 6one3us Humanna-



[luka tan C, cugpom lLlembserepa, BPOXACHHOE HAapyLIEHHE CHHTE3a
XKEITYHBIX KHCJIOT.

¢ [oka3sano, 4to Hanuure 3BVYP Gonee xapaktepHo s meteit ¢ CHUHJIPOMOM
ANTOXAIS, YeM Ul MPOTPECCHPYIOLIEro ceMeiHOro BHYTPUIIEYEHOYHOTO
xoJiecrasa 1-ro 1 2-ro TMNoB u nedunmra albQa- 1 -aHTUTPUTICHHA; KOXKHBIH 3y
B IIepBBI¢ 3 Mecsilia XKU3HU Gollee XapakTepeH st JieTel ¢ POrPECCUPYIOIIHM
CEMEHHBIM BHYTPHIIEYEHOYHBIM XoJNecTazoM | W 2 THMOB; IPpH CHHIpPOME
AJIXKUILIS Yale OTMEYaIiuCh aHOMATHH CTPOCHHUS 1 (opMBI XKeTIHOTO ITy3BIps
M IIOPOKM H aHOMAIMHM CO CTOPOHBI [PYIHX OpPraHoB, B OTJIHYHE OT
[IPOTPECCUPYIOIIEIO CEMEWHOTO BHY TPUIIEYEHOYHOT0 X0JecTasa | U 2 TUIIOB U
nedunuTa ansda- | -aaTUTPUNICHHA.

¢ OompeaejieHO, YTO [0JIs BBISBIEHHBIX MOHOI€HHBIX 3ab60JeBaHHi ¢
HEOHATalIbHBIM XOJIECTa30M IIpH CEKBEHHPOBAHMM IOJIHOTO 3K30Ma ObLIA
3Ha9IMMO BBIIIE, Y€M [IPU CEKBEHHPOBAHWM MaHeNH reHoB (25% npoTtus 9%).

® BBIFIBJIEHO, 4TO y 2% NAaUUEHTOB C KIHHUYECKUMH KPUTEPHAMH CHHAPOMA
ANaXuIis OTCYTCTBOBAIM NATOTEHHBIE M BEPOSTHO-MATOTCHHbIE BapHAHTBI
[IpH  TMIOJHO3K30MHOM CEKBEHMPOBaHWW. JlMarHo3 ObLI YCTaHOBIEH NpH
IIPOBCICHHH XPOMOCOMHOIO MHKPOMAaTPUYHOTO aHAjIu3a, BBISBHUBIIErO

nenenuro 20p12.2.

TCOPETH‘IECKaﬂ SHAYHMOCTDb HCCJieJ0BaHKHs 000CHOBaHA TEM, 4UTO:
® Yy IallMCHTOB B NOATBEPXKACHHBIMH MOHOI'€HHBIMH 3a00JIeBaHUSIMHU C

HEOHATaJIbHBIM XOJIECTA30M JIETAJIbHO ONMMCAHBbI KJIHHHKO-JI&60paT0pHBIe H
HHCTPYMEHTAaIbHbIE XAPAKTEPHUCTHUKH B IIEPBbIE 3 Mecia1a XHU3HU

® TmnpeacTaB/ieHbl peIKHe U Op(baHHble 33.60J'IGB8.HI/I$1, COMMpOBOX OAaroIIHecs
XOJIECTa30OM B IIepUO/e HOBOPOXJEHHOCTH C OIIMCAaHHEM [aToreHesa H

XapaKTePHbIX KIMHUYECKHUX MTPOSIBIICHUI



® POBeJEeHO CpaBHEHHE KJIHOUEBBIX KIIMHUKO-71a00paTopHBIX I’}
MHCTPYMEHTAIIbHBIX [TaPAMETPOB B Pa3HBIX HO30J0THYECKUX rpymnmnax aetei c

HCOHATAJIbHBIM XO0JIECTA30M

3Havenne nouyueHHBIX comcKaTelem PE€3yJIbTATOB MCC/IeI0BAHHS /ISl
NPaKTHKH HOATBEPKAAETCS TeM, 4TO:

® OnTumusHpoBan u BHegpen B KIMHAYECKYI0 [PAKTHKY —aJropuT™
nuddepenumanbHol JHArHOCTHUKH MOHOT'€HHBIX 3aboseBaHumH,
CONPOBOXKIAIOIINXCsI HEOHATAIILHBIM XOJIECTA30M

* Ilpeanoxen mian oGcnexoBanus nereil B NepBble 3 Mecsla >XU3HHU C
HeM(pepeHIIHPOBAHHBIM CHHAPOMOM XOJIeCTa3a

® Omnpexenena 1015 NalHEHTOB ¢ MOHOIEHHBIMH 3aboneBaHuAMH, IS
KOTOPBIX  XapakTepeH KIMHUKO-TabOpaTopHbId m UHCTPYMEHTAJIbHBIN
CUMITOMOKOMILIEKC OUIMAPHOMN aTpe3uH B MEPBbIe 3 MeCsIa KU3HH

* Onpeaesienbl  KIIFOYEBbIe 1abOpaTopHbIe  [OKA3aTeld, MCCe OBaAHMeE
KOTOPBIX HEOOXOAMMO JUTSl IEPBOTO 3Tana AupdepeHUHaTbHON OUATHOCTUKHU
MOHOTEHHBIX 3a00/I€BaHUI C HEOHATAIBHBIM XOJIECTAZ0M

® YCTAHOBJICHO, 4TO Yy eTeH C HEOHATAIBHBIM XOJIECTa30M B KAYECTRE MeTo/1a
BBIOOpa NepBOil NHHMM NpH MOJIEKYIIIPHO-T€HETUYECKOM 00CI/IeJ0BaHUH
HEOOXOIMMO MPOBOAUTE MOTHOIKIOMHOE CEKBEHHUPOBaHHE.

® MOKA3aHO, YTO NPH HATTUYHH KIIMHUKO-JIA00PATOPHEIX M HHCTPYMEHTANBHBIX
[IOKasaTeNen, XapakTepHbIX U1t CHHAPOMA ANasKKJIs Hapsay ¢ OTCYTCTBHEM
BCPOATHO-IIATOTCHHBIX M TIATOr€HHBIX BapHAHTOB IIPH MOJHOYK3OMHOM
CEKBEHUPOBaHHH, HEOOXOUMO MPOBOUTH XPOMOCOMHBII MHKPOMaTPUYHBIH

dAHaJIu3.



Ouenka 10cToBepHOCTH pe3yabTATOR HCCJIEIOBAHHS BHISIBHJIA:
¢ TCOpHA TOCTPOCHA HA M3BECTHBIX MPOBEPSEMBIX NAHHBIX, coriacyercs ¢
OIyOJIMKOBAHHBIMH HE3aBUCHUMBIMMU JIAHHBIMY 110 TeMe OUCCepTallWH,
¢ MHCIONE30BAHO CPaBHEHHE PE3YJIbTATOB, MOMYYeHHBIX aBTOPOM B IIpoliecce
IUCCEPTALMOHHOTO MCCIIE/IOBAHHUS H PE3yJIbTATOB, NPEICTABICHHBIX paHee B
paboTax, TMOCBSINEHHBIX  H3yYEHHIO panHern  nuddepeHumnansHON

AHArHOCTUKH MOHOI'€HHBIX 3a00/1eBaHUM C HEOHaTaJIbHbIM X0JIeCTazoM;

® YCTaHOBIIeHa B3aWMOCBA3h ABTOPCKMX M JIMTEPATYPHBIX HAHHBIX IO
paccMaTprBaeMOH TeMaTHKe, a TaKKe MX B3aUMOJIOTIONHAEMOCTh;

¢ HCIIOJb30BaHbl  COBPEMEHHBIE METOIbl  CTATHCTHYECKOM 0bpaboTku
MOTy4CHHBIX TaHHBIX, [I03BOJIMBILINE BBINOJIHUTE U [IPEACTABHTH PE3YIBTATH]

HCCJIEJOBAHHS Ha BRICOKOM Hay4HOM U METOMYECKOM YPOBHE.

JIu4HbIH BKJIAJ COMCKATE/IS COCTONT B (opmupoBanmH Lenu u 3a1au paGoTHI,
paspaboTKe ju3aiiHa QMCCEpPTAMOHHON PaGOTEHI, PETPOCTIEKTHBHOM TepecMOTpe
BCEX MEAMIMHCKUX KapT MAlMEeHTOB, cOOpe KIIMHHUKO-aHAMHECTHYECKHMX JaHHBIX,
CTATUCTHYECKOH 00paboTKe W aHajM3e MOJIyYEeHHBIX Pe3yJIbTATOB HCCIIeI0BaHus,
MOArOTOBKE MyOIMKALMIA MO BBINOJIHEHHOH paboTe U IIpeCTABICHHH pe3ynbTaToB
MCCIICIOBAHKSA Ha HAYYHBIX KOHIPeccaX U KOH(epeHIHsIX.

Cowuckarens Jlokmykuna AnnHa AnekceeBHa apryMeHTUPOBAaHHO OTBETHJIA
Ha BCE 3a/laBaeMbIe B XOJIe 3ace/laHusl BONPOCHL. B Xoze auMcKyccHH He BOZHMKIIO
BOIPOCOB O BBICOKOH 3HAYUMOCTH, aKTYalTbHOCTH H HOBH3HE paboThL.

Jluccepraius OXBAaTHIBAET OCHOBHBIE BOIPOCH MOCTABJIEHHOI Hay4JHOM
MpOOJIEMBI ¥ COOTBETCTBYET KPUTEPHIO BHYTPEHHEr0 €JMHCTBA, 4YTO -
NOATBEPXKAAETCA CHOPMYTUPOBAHHBIMM OGOCHOBAHHBIMH BBIBOJAMH, IIOFMYHO

BBITEKAKOIIUMH M3 ITOJTYYEHHBIX PE3YIIBTATOB.



Huccepramus peICTaBIseT coboit 3aKOHYEHHYIO Hay4YHO-
KBaJIHPUKALIHOHHYIO pabory, KoTopas COOTBETCTBYET KPUTEpHsIM,
YAOBJIETBOPSIOWNM TpeOOBaHUs IMyHKTOB 9-14 «Ilonoxenus o IPUCYKIEHUH
YYCHBIX CTEHEHeH», yTBEpXKIeHHOro II0CTaHOBIEHHEM [IpaButenscrea PO or
24.09.2013 r. Ne 842 (c wusMeHeHHsMH u AOIOJIHEHUSIMH B PeaKIUsiX
IlocranoBnennii IlpaBuTensctBa Poccuiickoit ®eneparun) «Ilonoxenne o
HPUCYX/ICHIH YHEHBIX CTENCHEH», IIPeIbABIAEMbIM K THCCEPTALMSAM HA COMCKAHMUE
Y4€HOH CTENeHH KaHAKIaTa HayK.

Ha 3acenanun muccepramuonnoro cosera 21.1.025.01 ot 24 ceHTsA0ps 2024
rofla 32  pelleHHe HAy4yHOH 3aJa4¥l 10  ONTHMH3ALUH aaropuTMa
AuddepeHnanbHON MATHOCTHKE MOHOTEHHBIX 3a60JICBAHMN C HEOHATaJIbHBIM
XOJIECTA30M, OCHOBaHHOTIO Ha OLICHKE KITHHUKO-JIa00paTOPHBIX,
MHCTPYMCHTAIBHBIX W MOJIEKYJISIPHO-TeHETHYECKUX JaHHBIX B TepBhle 3 Mecsna
KU3HHU, JUCCEPTALMOHHBIH COBET NPUHSAN pElIeHHe NPUCYIUTh JIOKIIYKHHOM
Anune AnlekceeBHe YUEHYIO CTeleHb KAHIHIATA MEeIUIIMHCKIX HayK.

IIpy npoBeneHHH TalHOrO roONIOCOBaHHS JAHCCEPTALMOHHBIA COBET B
KOJIMYECTBE 25 4Ye/I0BeK, U3 KOTOPBIX 4 JOKTOpa HayK Mo CrieluanbHocTd 3.1.21.
Ilegnarpus u 3 nokropa Hayk 1o crienmansHocTH 1.5.7. Ienernka, Y4aCTBOBABIINUX
B 3ace/laHuy, u3 31 yenoBeKa, BXOAALIMX B COCTAB COBETA, JOMOIHUTEIHHO BBE/ICHBI
Ha pa3oBYIO 3aLIUTY 3 YENI0BEKa, IPOTroJIOCOBANH: 3a IPUCYKACHUE YISHOMN CTENeH:

- 25, IPOTHB NPUCYKJEHHUS YIEHOM cTeneHu- 0, HeelCTBUTEeIbHbBIX O10/uTeTeneii 0.

HpenceﬂaTenb AHUCCEPTALTHOHHOI'O COBETA,

I"'annna AnaronseBaa HoBuukosa

COBETa, JOKTOM. N
e Komaii Bnagumuposuy Xykos
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«24» ceHTAOps



