MMHOBPHAYKH POCCHN

- SN

Vo " A\ «YTBEPXKIAIO»
M r H L'. JupekTop

®enepanboe rocynapersentoe siomkernoe  PIBHY «MeIHKO-TeHETHUECKAN Hay YHBIN
Hay4HOe y4peKaeHHe

«MEIUKO-TEHETUUYECKUI LEHTp»

HAYYHBII HEHTP»
(®I'BHY «MI'HII»)
MockBopeuse yiI., 1, MockBa, 115522
Ten. (499) 612-86-07, dpaxc (499) 324-07-02,
www.med-gen.ru, e-mail: mgne@med-gen.ru
OKIIO 01897311, OI'PH 1027739609480,
HWHH/KIIII 7724181700/772401001

04L 0k YLYEs

2019 rona

Ha Ne

OT3bIB

Beayumeid opraHusauuu @efepajibHOIO rocyJapcTBeHHOro O0r0/ZKeTHOIO
HAYYHOro YyupexxaeHusi ''MeduKO-reHeTHYeCKHIi Hay4HbIii WeHTP' o
HAy4YHO-IPAaKTH4YeCKOH 3HaYuMocTH AuccepTraunu Kpymeasauukoi FOaun
BaJiepbeBHBI: «INHUIAeMHOJIOrHYecKas " KJIHHHKO-TeHeTHYecKas
XapaKTepHCTHKA BPOXKAECHHbIX MIOPOKOB Pa3BUTHA KEJIYAOYHO-KHIIEYHOI 0
TpakTa Yy JAeTei», INpeACTaBJIeHHOH Ha COHCKAHHEe Y4YeHOH CTeleHH

KaHAMJAATa MeJAUIHMHCKHX Hayk mo cneuuajbHocTsM 03.02.07- reneruka
14.01.08 — ITeauaTpus

AKTYaJbHOCTb TeMbl HCCJ1eJ0BaAHMSI

JluccepTallMOHHOE MCCleI0BaHHUE Kpymensauukoi FO.B. mocBsmeHo
M3Y4EHHIO ONHAEMHOJIOTHYECKMX W KIMBMKO-TEHETHHCCKUX XapakTEpHCTHK
BPOXIEHHBIX aTpe3u# MHILEBO/d U aHOPEKTAIBHOrO OTACIA y neteii. ClenyeT
[IO4ePKHYTh, YTO B HACTOsILIEE BPEMs BPOKIEHHBIE MOPOKH PasBUTHA (BITP)
JBISIOTCS ONHOM M3 OCHOBHBIX NPUYMH MEpHUHATAFHON M paHHe# NETCKOH

CMEpTHOCTH, ~ BBI3BIBAas  CEPbE3HBIE  MEIUKO-COLHMANbHBIC npoOemsl.



BpoxnéHHBIe TIOPOKU Pa3BUTHs BCTpedaroTcs y 5% HOBOPOXAEHHBIX JETEH, a
UX BKJIAJ B CTPYKTypYy NPHYHH MIIaJeHYeCKOW CMEpTHOCTU 1o AaHHeIM BO3
pocturaet 25%. Cpeau BIIP k ogHUM U3 4YacThIX IIOPOKOB OTHOCSTCH
BpOXIEHHbIE aHOMAalUM >KemyaouHo-kuimeyHoro Tpakta (OKKT), xortopsie
3aHUMAIOT TPEThE MECTO, cocTaBiiss oT 21,7%-25% ot Bcex nopokoB. HecMoTps
Ha BO3MO>XHOCTH OIIEPAaTUBHOTO JIEYEHHUS], JIETAIBHOCTh CpeIX HOBOPOXAEHHBIX
¢ BIIP XXKT ocrtaércs BEICOKOH. DTH MOPOKU OTHOCITCS K >KM3HEYTPOXKAOIIUM
IIOpOKaM pPa3BUTHS, OCOOEHHO B COYETAHUU C IMOPOKAMHU pa3BUTHUS APYTHX
opraHoB. [ns CHHXXEHHS YacCTOThl TaKHUX IIOPOKOB CpeOUd HOBOPOXKIEHHBIX
JeTeid OCHOBHBIE YCHJIMS HalpaBieHbl Ha pa3paboTKy MNpodHIaKTHYECKUX
MEPOIIPUATUN KaK Ha IOIYyJISLHUOHHOM, TaK U Ha CEMEWHOM YpoBHsX. OQHAKO
Ul HaydHO OOOCHOBAaHHOW pa3pabOTKU METONOB MPOQPHIAKTHKUA IOPOKOB
pa3BUTHUS HEe00X0AMMO 3HaHUE 1504 MO JISIIUOHHO-T€HETUYECKUX
XapaKTEepPUCTHK, IPUYUH U (HaKTOPOB pUCKA Pa3BUTHS BPOXIAEHHBIX aHOMAJHA.
HaubGonee BaxeH ananu3 koHkpeTHbIX ¢opm BIIP, uyto Heobxomumo s
IUTAaHUPOBAHUS U MIPOBeACHUS Jie4eOHbIX U NMPOGUTAKTUUECKUX MEPOTIPUSITHH C
Y4€TOM 3NUAEMHOJIOTUYECKUX W KJIMHUKO-TEHETUYECKUX OCOOEHHOCTEM
U3y4aeMbIX TIOPOKOB pa3BUTHS.

Jlo cux mop Malou3y4eHHON CTOPOHOM OCTarTCS BOIIPOCHI 3THOJIOTHUHU
BPOXJIEHHBIX MOPOKOB. MI3B€CTHO, YTO B pa3BUTHE MOPOKOB MHOTO(GAKTOPHOM
NpUpoabl, K KOoTOphIM OTHocsTcs M arpe3un JKKT, cymecTBeHHBI BKiIaj
BHOCST Kak I'€HeTHYeCKHue, Tak U cpeoBble GaKkTophl. B 3TOM miaHe u3ydyeHue
reHOB, BOBJIEYEHHBIX B MoAUPHUKaLNIO 3¢d(HEeKTOB KCEHOOHOTHUKOB Ha IO,
MOXXET NOMOYh B MOHMMAaHUU UX POJIU B GOPMHUPOBAHUHU MOPOKOB Pa3BUTHUS
XKT. Cnenyer oTMETHTH, UTO 10 HACTOSIIEr0 BPEMEHU M3BECTHBI €IUHUYHBIE
3apyOexxHbIe UCCIIeI0BaHus, IOCBSIIEHHbIE 3THM BOIIPOCaM, a B OTE€UECTBEHHOMN
Hayke Takue padOoThl He IPOBOMIUCE.

Bce BbIlle U310)KEHHOE MOAYEPKUBAET aKTyaJlbHOCTb, CBOEBPEMEHHOCTD

U COBPEMEHHOCTh JUCCEPTALMOHHOTO uccnenoBanus Kpymensaunkoi FO.B. no



U3YYCHHIO JMNHACMHOJIOTHYCCKUX XapaKTEpUCTHUK, JAHWHAMHKH YaCcTOT H

KIMHUKO-reHetuueckor ctpykTypsl BITP XKKT cpenu HoBOpoXaeHHBIX.

HayuyHasi HOBHM3HAa HCCJIeAOBaHHs, NMOJYYEHHBIX Ppe3yJIbTATOB H
BBIBO/I0OB
B  nuccepraunoHHO# paboTe BIepBbIE pealM30BaHa  METOAUKA

KOMILJIEKCHOTO ~HMCCJIEIOBaHUS BPOXIEHHBIX aTpe3uid MHILEBapPUTEIHHOIO
TpakTa, BKJIIOYAlOLlas JMNUAEMHOJOTUYECKUE, KIUHUKO-TEeHETUYeCKHe WU
MOJIEKYJIIPHO-T€HeTUYEeCKUE UCCIIeI0BaHUS IOPOKOB. {715 BBIIOJTHEHUS pabOTHI
JUCCEPTAaHTOM HCIIOIb30BAJIUCH METOJbl CTATUCTUYECKOIO aHallU3a, NPUHSTHIE
B OINHUIEMHOJIOTHYECKUX HCCIENOBAaHUAX, KIMHUYECKUE HCCIENOBaHUS U
COBpPEMEHHBIE MOJIEKYJISIPHO-T€HETHYECKHE METOBI.

Ha ocHoBanuu ananuza 607b10ro MaccuBa AaHHbIX 1o atpe3usm XKKT
aBTOPOM IIOJIy4€HBl OLIEHKH PErHOHATBHBIX M CYMMAapHBIX MOMYJSLHOHHBIX
yacToT atpe3ud B P®, oueHeHa AuMHaMuKa YacToT 3a 13-J€THUH NEpUOL
HabmoneHuil. He BBIBIEHO M3MEHEHMM 4acTOTHl aTpe3WH IMHUIIEBOJAA 3a BECh
nepuoJ HaONIoAeHUH, B TO )X€ BpeMs BbUIBJIEHA TEHAEHLHUS POCTa YaCTOTHI
aTpe3UH aHOPEKTAJIBHOTO OTIeNIa BO BpEMEHHU.

[lonydyeHbl HOBBIE [aHHbBlE TIO OIKCATEIBHOM  3MUAEMUOJIOTHH
BPOXXIEHHBIX AaTpe3uil IHUIIEBOJAa U AaHOPEKTaJbHOro oOTnaena. BrineneHs
dbakTOppl pHUCKa M  OMNpedeNieHbl BEJIMYHUHBl OTHOCUTENBHOTO  pHCKa
BO3HUKHOBEHHUS aTpe3Ui IHUILIEBOJA U aHOPEKTAIBHOTO OTAENa B 3aBUCHUMOCTH
oT aeMorpaguueckux XapaKTEPUCTHUK. [IpumeHeHHBIN METOJ
KapTorpaduueckoro MoJIeTHpOBaHHUs [TO3BOJIUI CIeNlaTh UHTEPECHBIE BBIBOJIBI O
xapakTepe reorpaduueckoro pacrnpezeneHus 4acToT U3ydyaeMbIX [IOPOKOB.

[IpoBeneHHOE KJIMHUKO-T€HETUYECKOe HCCJelOBaHUE ~ aTpe3ui
aHOPEKTAIBHOTO OTHelNa M0Ka3ajo BhIpaXeHHOE KIMHUYECKOe pa3HooOpas3ue B
3TOM rpynmne NOpoKOB (M30JMpPOBaHHbIE, COYETAaHHbIE M CHHApPOMAJbHBIE
GbOpMBI), UTO yKa3bIBaeT Ha UX ITHOJOTUYECKYHO T€TE€POr€HHOCTbD.

BriepBeie B P® mnpoBeneHo HccCleNOBaHME [0 IIOMCKY AacCOLUALIUMA

OJTUMOPGHBIX BapUAHTOB IeHOB BTOPOH (a3bl AETOKCHKALUH KCEHOOHOTHKOB



GSTM1 v GSTTI c atpe3ueil nuuieBoa. BrisiBieHHas CTaTUCTUYECKU 3HAUUMAs
CBs3b C nonuMopdusmom reHa GSTMI MoxerT ykas3plBaThb Ha €ro
BOBJIEUEHHOCTh B (OpPMHUPOBAHHE IIPEAPACIIONIOKEHHOCTH HIM Yy4yacTHE B

MMaTOreHe3€ pa3sBUTUA IMMOPOKa.

3HAYHMOCTD MOJIyYEeHHBIX pe3y/IbTATOB /sl HAYKH H IPAKTHKH

brnaromaps nmpoBeneHHOW paboTe MONMy4YeHbl HOBBIE JaHHBIE O
MOMYJISLMOHHBIX OCOOEHHOCTSX paclpoCTpaHEHUs H3Yy4aeMbIX IIOPOKOB B
pernoHax P®, monydeHsl AaHHBIE MO AMHAMUKE YacTOT HM3y4yaeMbIX MOPOKOB
pa3BUTHS.

OLeHKH NOMyJSLMOHHBIX YacTOT BPOXXIEHHBIX aTpPe3Uil NUIIEBOJa U
aHOPEKTAIBHOT0 OTAela MOTYT pacCMaTpUBAThCs B KauecTBe «0A30BBIX» HIU
O’KHJAaE€MbIX OLIEHOK, HEOOXOJUMBIX [Jis IJIAaHUPOBaHUS oObema HeoOXO0ANMOM
ne4eOHOM TOMOIIM H  NpOPHIAKTHUECKHMX MEPONPUITHH C  y4eToM
pErMoHaNbHBIX 0COOEHHOCTEN pacpoCTpaHEeHHs IOPOKOB Pa3BUTHS.

W3yueH cnOexkTp KIMHUYECKUX IMPOSBIEHUN H3Yy4aeMbIX IIOPOKOB OT
H30JIMPOBAaHHBIX A0 CUHApPOMaIbHBIX popM atpesnii XKT.

BnepBeie mosydeHbl JaHHBIE MO acCOLHALMM MOJUMOP(HBIX BapHAHTOB
r€HOB JI€TOKCHUKALMM C MOPOKAMHU Pa3BUTHS MHUIEBAPUTEIBHOIO TpakTa, 4YTO
000CHOBBIBAE€T HEOOXOJUMOCTh M 1IeJ1eCO00pPa3HOCTh MPOJOJIKEHUS pPaOOTHI.
BaxHo, 4TO moJydyeHHbIE pe3yiabTaThl MOTYT MCIIOJIB30BaThCSl KAaK OCHOBA JIS
JlaTbHEWIlero pa3BUTHS UCCIIeIOBaHUM B 3TOM HaIlpaBJICeHUH.

[IpencraBneHsl 000CHOBaHHbBIE IpaKTUYECKUe pEKOMEHaluU
KOMILJIEKCHOIO 00CJIeI0BaHHsI HOBOPOXKJEHHBIX JeTei C 3TUMU IMOPOKaMU B
CBSI3U C BBICOKMM YPOBHEM acCOLMALINM aTpe3Ui MHUIIEBOJa U aHOPEKTAIbHOIO

oTacjia C IIOpoOKaMH pa3sBUTHUA APYTIHX OpPpraHOB.

CTpykTypa u 00b€M QuCCcepTaALHH
Jlucceprauus HMeeT CIEAYIOIIYI0 CTPYKTYpy: BBeAeHHe, 0030p

JUTEPATYpPBhl, MaTepPUAIbl U METOJIbI UCCIIeJOBaHUs, Pe3yIbTaThl H 00CYXXACHHUE,



3aKJIIOYEHHE, BBIBOJABI, IPAKTUUECKHE pPEKOMEHJalluH, CIHCOK IJIUTEePaTypHI.
PaGoTta npencrapnena Ha 126 cTpaHuIiaX MAITHHOTUCHOTO TEKCTA, COAEPXKHUT 25
Tabauu U 11 pUCYHKOB.

Bo BBemeHuum  aBTOpOM  [OKa3aHa  aKTyalbHOCTh  MPOOJIEMBI,
chopMyTHpOBaHbl LENb M 3aJayd HCCIeOBaHHUS, IMPHUBENEHBI CBEACHHUS O
MaTepHantax u MeToJaxX UCCIe0BaHMUs.

B o0030pe nurepaTyphl NpUBeNeHBI AaHHBIE MO MpoOJIeMe BPOXKAECHHBIX
nopokoB pa3Butus JKKT, B yacTHOCTH, aTpe3uH MHILEBOJA U aHOPEKTAJIBHOIO
oraena, y pgeredl. OmnucaHbl 3MNHIEMHOJIOTHS, 3THOJIOTUS, KIMHUYECKUE
XapaKTEepUCTUKHU, KIacCu(UKaIMH, YaCTO BCTPEUAIOIINECs] CHHIPOMBI, KOTOPHIE
COIIPOBOKIAKOTCS BBISIBIICHUEM YKa3aHHBIX Bbille MopokoB pa3ButTus JKKT.

3HauUTEeNbHBIA 00beM  (akTHUecKoro Marepuaia MOATBEpPXIAeT
BBICOKYKO  CTE€NeHb JOCTOBEPHOCTM U OOOCHOBAaHHOCTH  IOJYYEHHBIX
pe3ynbTaToB U BBIBOAOB. OCHOBHBIE IOJIOXKEHHUS OUCCEPTALMOHHON pabOThI
0a3upylOTCs Ha Marepuajgax MEepPBHYHONM JOKYMEHTAUUU M MOJHOCTBIO UM
COOTBETCTBYIOT. MatemaTnueckas 00paboTka NOJyYeHHBIX pe3yJbTaToOB
COBpPEMEHHA U I103BOJIMJIA aBTOPY MOJIYYUTh JOCTOBEPHBIE JAHHBIE.

B 3axmroueHuH, BBIBOJAX M IPAKTHYECKUX PEKOMEHIalUsX IOJABEAEH
UTOT TMpoBeAEHHOro wuccinenoBanHus. CHOHUCOK JUTepaTypbl BKIrO4YaeT 165
HUCTOYHUKOB, U3 HUX 9 oredecTBeHHBIX U 156 3apyOexHbix. Bce 3amaun,
IIOCTaBJIEHHbIE aBTOPOM, pEIIeHbl B XOJ€ BBINOJHEHUS JUCCEPTALHOHHOMN
paboTel. BBIBOABI U TOJIOXKEHHS, BBIHOCUMBIE Ha 3alUTy, JIOTUYECKH
000CHOBaHBI M BBITEKAIOT U3 MaTepHUalIOB IPOBEIEHHOIO UCCIIEOBAHUS.

ABTOpedepaT COOTBETCTBYET COAEP>KaHUIO AUCCEPTALUU.

PexomeHnaauuu no ucnoJjib30BaHHIO pe3yabTaToOB H BHIBOJOB

PGByHBTaTLI HCCIJIEAOBAaHUA MOI'yT OBITH HCIIOJIb30BaHbI pan)b-|
IMPOCIICKTUBHOI'0O  MCIUKO-TCHETUYECKOTI'O  KOHCYJIBTUPOBAHUA C  YUYETOM
BBIABJICHHBIX (1)21KTOp0B pHUCKa, MOIIYJAIUOHHOI'O ITPOTHO3UPOBAHUA TUHAMHUKH

YacTOT HAa OCHOBaHUM 0a30BBEIX OLEHOK YaCTOT IIOpPOKOB XKKT. B cBs3u ¢



BBICOKOH YaCTOTOM accollMallii aTpe3ui MUILIEeBOJa U aHOPEKTaIbHOT0 OTEeNa C
MOpOKaMHM  Pa3BUTHS  APYI'MX OpraHoB  pPEKOMEHJ0BaHO  TIIATEJIbHOE
KOMILIEKCHOe 0O0ClieJoBaHHE HOBOPOXXAEHHBIX JETe ¢ 3THMHU IIOPOKaMH,
IIOCKOJIBKY aCCOLIMMUPOBAHHBIE aHOMAIUH YacTO SIBISIOTCS IIPUYUHOMN BBICOKOIO
YPOBHS 3a00J1eBaeMOCTU U cMepTHOCTH aetei ¢ arpe3usmu JKKT.

Pesynpratel HccienoBaHMs, H3JI0)KEHHblE B Hay4yHOM paboTe, MOTyT
UCIIOJIB30BAaThCSl B 00pa3oBaTeIbHOM IIpoliecCeé B MEAMIMHCKHUX By3aX U Ha

Kypcax MMoCICAUIITIOMHOI'O 06yquH;1, neanuaTpuu 1 HECOHAaTOJIOT'NH.

3akJj04eHue

Takum o6pa3om, pguccepraudoHHas pabora IO.B. KpymensHuikoi
«QnuaemMuooruieckas 5§ KJIIMHUKO-T€HEeTUYecKas XapaKTepUCTUKa
BPOXIEHHBIX IOPOKOB Pa3BUTHS >XEIYJOYHO-KUILEYHOrO0 TpakTa y JeTei»
SBJISETCS 3aKOHUYEHHOM HaydyHO-KBalu(UKALIMOHHON paboTol, coaepkailei
HOBOE  pelIeHHue aKTyaJlJbHOM  HAy4YHOM  3aJaud  —  H3y4YeHHUe
SMUAEMHUOJIOTHYECKUX XapaKTEPUCTUK U KIIMHUKO-TEHETUYECKUX 0COOEHHOCTe!
BPOXEHHBIX aTpe3uil MUIIEeBOAa U aHOPEKTAIBHOIO OTAENa Y AETEH.

[Io axTyanbHOCTH, HAy4YHOW HOBHU3HE, TEOPETUYECKONM U NPAKTUYECKOMN
3HAQUUMOCTH, JOCTOBEPHOCTH IMIOJYYEHHBIX pPE3yJIbTaTOB U OOOCHOBAaHHOCTH
BBIBOJIOB JuccepTauudoHHas pabora KpymensHuuxoit HOnuu BanepseBHBI
cooTBeTcTByeT TpeboBaHusIM 1. 9 IlonmokeHHss O NpPUCYXAEHUU YUEHBIX
CTEIIeHel, YTBepXAEHHOro IocTaHoBlIeHUeM IIpaBurensctBa Poccuiickoit
@®enepauuun Ne 842 or 24.09.2013 r. (c HU3MEHEHUSMH B pelaKIUH
nocraHoBineHuil IlpaBurensctBa Poccuiickon ®epepaunu Ne 335 ot
21.04.2016r., No 748 ot 02.08.2016r.), mpenbsBisieMbIM K KaHAMIATCKUM
JUccepTallusiM. ABTOp JUCCEPTALMM 3aCiIyXXHUBAeT NPHUCYXAEHUs Y4EHOU
CTENeHW KaHAuJaTa MEAUUMHCKUX Hayk no cneunansHoctd 03.02.07 —

reHetuka, 14.01.08 — neguarpus.



OT3bIB 00OCYXIOEH Ha 3acegaHus YydeHoro cosera @DenepaabHOro
roCyJlapCTBEHHOro  OFO/PKETHOTO  HayyHOro  ydpexzaeHus  «Meauko-
reHeTUYeCKUN Hay4dHbIN HEeHTp», IpoTokoa Ne 2 ot 18 mapra 2019 roaa.

3amMecTUTeNb TUPEKTOpa o HaydyHO! paboTe
®enepanabHOro rocyapCTBEHHOIO OI0PKETHOTO
Hay4HOTro yupexaeHus « Menuko-reHeTudeckuil HayyHbIi LIEHTPY,
(ndp HayuHoii criermanbsHOCTH 03.02.07 — reHeTHKA),
JOKTOP MEIULIMHCKUX HayK / WxeBckas
Bepa JleonnnosHa

[ maBHBIN Hay4HBIN COTPYIHUK Ja00PaTOPUU FreHETHIECKON SMTHAEMHOJIOTHH
®denepanbHOro rocy1apCTBEHHOr0 OI0IKETHOTO

HAy4YHOTO y4pexaeHus «MenuKko-reHeTU4ecKuit HayqHbIA LEHTPY,

(mmdp HayyHOM cnienuansHocTH 14.01.08- «Ilequatpusy),

JOKTOp MEIULIMHCKUX HayK, Ipodeccop %&7 alupcKas

/ Haranus FOpseBHa

®enepalibHOE rOCYIaPCTBEHHOE OIOIKETHOE

Hay4YHOe yupexaeHne «MeIuKo-reHeTHUEeCKUIA HayYHbBIN LIeHTP»

(®I'BHY «MI'HII»; 115522, Mockga, ya. MockBopeube, 1; http:/www.med-
gen.ru/about/contacts/; e-mail: mgnc@med-gen.ru, Ten. 8 (499) 612-86-07,;

8 (499) 324-12-24. ®akc. 8 (499) 324-07-02 e-mail: renazinchenko@mail.ru)

Yuénplii cexpetapb DeiepaibH
OI0/DKETHOTO HayYHOTO YAPE
Hay4HBIH LIEHTPY, g

KaHauoat MenHuHHCK;@E‘_;@

Cy,ZlapCTBeHHOFO

Boponuna E. C
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