OT3bIB

O(HLMATBEHOTO  ONIOHEHTA  3aBeyIOLIeH Kadenpoll  rOCHMTAaNbHON
IeHaTpud (ellepalbHOrO0 IOCYAapCTBEHHOTO OHOIKETHOTO 00pazoBaTeabHOro
YIpeKICHUs  BBICIIEro  00pa3oBaHus  «BOpOHEeXCKHH  rocymapcTBeHHSBIH
MEIMUMHCKMH  yHuBepcuteT uMenn H.H.  Bypnenko» MunucrepcTBa
3npaBooxpaHeHHs Poccuiickoii ®enepanuu IOKTOpa MEIHIIMHCKUX HayK,
npodeccopa HacraymieBoit TarbsiHbl JICOHHIOBHBI MO auccepraiuu KyTsipio
Vpuusl Opyapnouer Ha Temy: «OcobeHHOCTH (eHOTHIA H30JINPOBAHHBIX H
aCCOUMHPOBAHHBLIX ¢ Op(aHHBIMH CHHIPOMaMH BPOXKIECHHBIX aHOMAJIHH MOYeK U
MOYCBBIBOJAIIMX ~ IyTeH, TOYEYHOH  (QYHKUMH M  BBDKMBAEMOCTH Y
NE€ANAaTPUICCKUX MALlMEHTOBY», NpPEACTAaBICHHOH Ha COMCKaHWE YYEHOH CTeleHH
KaHaunaTa MEAMUMHCKUX HayK 10 crieuuanbHocTyd 3.1.21 — IMequatpus

AKTYya/IbHOCTb BbINOJTHEHHOI0 HCC/Ie0BAHHS

3a mocnenHHe JECATHIETHS [OCTHTHYTHl 3HAYUTE/bHBIE yCIexu B
OTHOUICHHWH IHArHOCTHKH BPOXKIACHHBIX AHOMAJIMH MOYEK M MOYEBBHIBOISIIMX
nyted (BAIIMII). Taxke akTHBHO pa3BHBAIOTCS MOJIEKYJISIDHO- T'€HETHYECKUE
UCCIICI0BaHUA, B TOM 4YHCJI€ M B OTHOLICHHM TI'€HETHYECKUX CHUHIPOMOM C
nopaxxenueM novex. Mimenno BAIIMII u HacnencTBeHHbIe 3a00NIeBaHHS MOYEK
AIBIISIOTCS.  OCHOBHBIMH B CTPYKType XpoHM4ecKoH GonesHu mnouek (XBI).
DeHotun u creneHs nporpeccuposanus XBIT mpi BAIIMIT 3aBHCAT OT MHOIHX
(haxTOpoB. B mepByro ouepes 3T0 CBA3aHO ¢ XapaKTEPOM H TSHKECTHEO aHOMaJTUH,
HX COYeTaHHeM. B Toxke BpeMms BpOXIeHHBIe aHOMAIMK MOYEK M MOYEBBIX MyTell
MOTYT COIIPOBOXKIATh MHOTHE IeHeTH4YecKue CHuHApoMbl. [Iporpeccuposanue XBI1
€ PasBUTHEM XPOHMUYECKOH IMOYEYHOH HENOCTATOYHOCTH y JAAHHOW KaTeropHu
OOJIBHBIX BO3MOKHO yXKe B JI€TCKOM M MOIPOCTKOBOM Bo3pacTe. Jlo HacTosIIero
BPEMCHH B JIHTEPAaType He MPEACTABIEHO 4YeTKOM  (heHOTHITHYECKO
XapaKTePHUCTHKU Haubosee 4acThIX M301MpoBaHHBIX BAIIMII u B coyeTaHuu ¢
ICHCTHYECKMMHU CUHIpoMaMu. He ycraHoBneHa yactora coueranusrx BAIIMII u
HX CTPYKTypa. Takike OTCyTCTByeT KOMIUIEKCHAs OLIEHKA nporpeccupoBanus XbI1
or 1-i no 5-# cramuu M nporHoctuveckas 5, 10 u 15 JeTHSS BBDKHBAEMOCTH
OOJBHBIX.

Ha ocHoBanuu BblenssnoxeHHoro pa6ota Kyteipiao Mpussl OnyapaOBHBI,
TMOCBAIIEHHAS. U3yYCHHIO (eHOTHNA, (DYHKIHH II0YeK, ONpeAeNeHHI0 IIPOrHO3a
IpH  H30MPOBAHHBIX KM AaCCOLMHMPOBAHHBIX C TE€HETHYECKUMH CHHIPOMAMH
BPOJKICHHBIX aHOMAllMH I[0Y€K M MOYEBBIBOISIUMX IyTeil y 1eTeif, sBisieTcs
aKTyaJIbHOH H CBOEBPEMEHHOIA.

HoBH3Ha ucc/le10BaHNsI H 10TyYeHHBIX Pe3y/IbTATOB, HX
J0CTOBEPHOCTh
Hay4Has HOBHM3Ha JHCCepTalliM He BBI3BIBAeT cOMHeHMil. Ha OCHOBaHHU
Pe3y/BTaTOB IPOBEACHHOrO MCCICJOBaHMs IOMYYEHbl [OAHHBIE O 4YacToTe,
CTPYKTYPE H30JHMpOBaHHBIX M coyeraHHbIX BAIIMII y neteit. IlpencraBieHs
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noapoOHble  (HEHOTUNHMYECKHE XapPaKTEPUCTHKH KaXOOHM OTJENbHO B3ATOH
aHOMAJIMM MOY€K M MOYEBBIX NyTeH W IPH UX COYETaHUAX. ABTOPOM BII€pBBIE
BbIsBIIEHBl 0coOeHHOCTH BAIIMII mpu reHeTHdyeckux, B TOM YHCiIe Op(aHHBIX
cunapomax. Ha ocHOBaHMH OlleHKH QYHKLHH IT04€K YCTaHOBIEHbI cTanuu XBIT y
JeTed C HM30IMPOBaHHbIMH, coyeTaHHbIMH BAIIMII u npu  OTHENBHBIX
renetnyeckux cuHapomax: CHARGE, Fraser tum 1, Pierson, Lowe, FOXPI,
Schuurs—-Hoeijmakers, Dent 2, VACTERL accoumanus, Renal-Coloboma;
[Mlepemesckoro—Tepuepa, Down/ [layna, Renal hypodysplasia/ aplasia 3 Tumna.

ABTOpOM BIEpBBEIE HCCIIEJOBaHA BEPOATHOCTH S-neTHel, 10-nmeTHed u 15-
JIETHEH IIOYe4YHOH BbDKMBaeMocTH no Mmerony E.Kaplan—-P.Meier y nereii B
Bo3pacTe Gomnee 2 ner ¢ m3onupoBaHHIMH BAIIMII, xoropas cocraBuna 94,4%,
89,5%, 66,5% cooTBeTCTBEHHO. ABTOPOM BIIEPBBIE MCCJIEIOBaHA BEPOSTHOCTH 5-
nerHei, 10-netnelt coxpannoctu QyHkuun novek (XbI1 C1 ¢ HopmansHoit CKD),
KoTopas cocraBuna 58,5% u 32,0% cooTBeTCTBEHHO, y JeTeil B Bo3pacTe Ooee 2
net ¢ BAIIMII ripu codetanuu ¢ HacleCTBEHHBIMU CHHIPOMAMH.

IlpencraBnenHble TaONMIBI M PUCYHKH I[IOATBEPXKIAIOT 3asABJICHHEIE
ABTOPOM THIIOTE3bI, BEIBOJBI U POTHO3bI.

CreneHb 000CHOBAaHHOCTH HAYYHBIX MM0JIOXKEHHI, BLIBOJIOB H
peKoMeHJalHi, chopMyTHPOBAHHbIX B AHCCEPTALIHH

HuccepraHToM  angekBaTHO  chOpMyJIHMpOBaHA  LeJb  HCCIIENOBAaHMS,
CIIOCOOCTBYIOIIA ONTUMH3ALUK IUAarHOCTHKM W  OIPEJeNIeHHIO IPOrHo3a
IIOYEYHOH BBDKHMBAeMOCTH IpH u3oiHpoBaHHbIX BAIIMIT u ux coueranuu, a
TaK)Ke IIpH IeHeTH4ecKuX cuHapomax ¢ BAIIMIIL [Ins pelueHus mocTaBlIeHHBIX
LHeJM MW 3a0a4 MCIOJIb30BaHbl COBpPEMEHHbIE MeTOIbl 00CiIenoBaHUS |
CTaTUCTHYECKON 00paboTKHU MONyYeHHBIX AaHHBIX. HayuHble MOI0XKEeHHs, BEIBO/IBI
U NPaKTHYECKHEe PEeKOMEHJAlMH, COPMYIHPOBaHHbIE B JHUCCEPTALUH, OCHOBAHEI
Ha JOCTAaTOYHOM KOJIMYECTBE AHAJIM3UPYEMOI0 Marepuaia, HeoOXOZUMOro s
TIIOJYyYeHHUsI CTAaTHCTHYECKH 3HAYMMBIX PE3yJNbTaTOB U OOOCHOBAHHBIX BBIBOIOB.
ABTOpOM mnpocnekTUBHO obcnenoano 127 nmereit ¢ BAIIMIIL, cpenu Hux 14 ¢
FeHETHYECKUMH CHHIPOMaMH.

YcranoBnennsle Kytoipno WM. 3. 3aKOHOMEPHOCTH COMNOCTABHMBI C
pe3ynbpTaTaMy MCCIEA0BaHUM pa3IMYHbIX aBTOPOB U CBUIIETELCTBYIOT O BEICOKOH
HAYYHOM M INPAaKTHYECKOH 3HAYMMOCTH PabOThHl sl NMeJUaTpHH U He(DPOJIOTHH.
PazpaboranHble aBTOPOM IIpaKTHYeCKHE pPEKOMEHJAlMH II0 JHAarHOCTHKE,
HaOIIOACHHUIO M IPOrHO3MPOBAHHUIO IOYEYHOH BBDKHBaeMocTH mnpu BAIIMII B
NeAUaTPUIECKOH TOMYISLUUHU SBISAIOTCS 10Ka3aTeIbHEIMA U 000CHOBAaHHBIMH.

3HaYyuMOCTb ISl HAYKH H IPAKTHKH Pe3y/JIbTATOB IHCCEPTALHH,
BO3MOKHbIe KOHKPeTHbIe MYTH HX HCNO/Ib30BaHHUSA
Hayuno-uccnenoBatensckast pabora Kyteipno M. D. uMeerT BBICOKYIO
3HaYMMOCTb JJI HayKH M INPaKTUYECKOro 3jpaBooxpaHeHus. [lomydyeHHBIE ero
pe3y/bTaThl IO3BOJISIOT OOBEKTUBHO OLEHHMTh 4HacTOTy pa3nudHbiXx BATIMII y
JeTed, KaK M30JMPOBAHHBIX, TAK U COYETAHHBIX. BrIsiBNeHHbIe QEHOTHITHYECKHUE



ocobenHoct y gered ¢ BAIIMII HeCOMHEHHO ONTHMH3HUPYIOT AMArHOCTHKY, a
JlaHHble 110 nporpeccupoBanuio XbII n onpeneneHu0 MoYe4HOH BBIKHBAEMOCTH
II03BOJIAT 3aMEJIUTh Pa3BUTHE MIOYEHYHON HEJ0CTATOYHOCTH.

YrnyGneHHoe H3y4eHHE CTPYKTYphl, OCOOeHHOCTel (eHOTHNa M TIeHOTHIIa,
NOo4e4yHOH (QYHKIHMH M INPOTHO3UPYEMOH IOYEHHOH BBDKMBAEMOCTH y JAETeH ¢
H30/IMPOBAaHHBIMH U aCCOLIMMPOBAaHHBIMHU C OpdaHHbIMH cuHApoMamu BATIMIT
paclIMpseT TEOpeTHYEeCKHe 3HaHWS O MaToreHe3e, CTENEHHU IPOrpecCHpOBaHHUsA
HaHHOM marosiorud. [Ipu cpaBHHUTEIBRHOM HccleqOBaHHUU B cTpykType BAIIMII
MOKa3aHO IpeoOjalaHue aHOMAIMH IO4YeK, IMy3bIPHO-MOYETOYHHKOBOTO
pedirokca, pexxe IpyruX aHoMaliui. PesynbraTel paboThl MIHPOKO 0OCYKIATUCEH
Ha HAy4YHO-TIPAKTHUYECKMX KOH(EpeHIMSIX pa3lIudHOIO YPOBHS, BKIHOYAs
MEXIYHapOIHBIH.

JlaHHBIE [HCCEpTALlMM HCIOJB3YIOTCS B INpPaKTHUYeCKOd pabore, a Takke B
ydyeOHOM mpouecce Ha Kadexnpe ¢akynbpreTckoii mneguatpun PIBOY BO
CII6ITIMY M3 PO.

Pe3synpratel  guccepTalMOHHOM  paboThl MOTYT  HCIOJB30BAThCS B
aMOynaTOPHO-NIOJUKIMHHYECKOM M CTAlMOHAPHOM  3BeHe  IeJuaTpaMu,
HEOHATOJIOraMH, He()posloramM, a TaKxe Ipu 00y4YeHHUU CTYyAEHTOB, OPIUHATOPOB,
acClIMpaHTOB, Bpaueil B MeAULUMHCKUX BY3ax.

Ounenka coaep:kaHusl AHCCEPTALHH

Hucceprauys NOCTpO€Ha MO TPAagULMOHHOMY IPHHLMIY M COCTOHT M3
BBEICHHs, 0030pa JIHMTepaTypsl, MaTepuansa U METOIOB HCCIEIOBaHHUA, 3 TJaB
COOCTBEHHBIX MCCIIEIOBaHUH, 0OCYKIEHUS Pe3yNIbTaTOB, BEIBOJOB, PAKTHYECKUX
pekomeHganuii U Oubnmorpaduveckoro ykaszaTens, BKIIOYAKOLEro 65
OTE4YECTBEHHBIX U 186 3apyOexHBIX MCTOUYHUKOB. Pabora wimoctpupoBana 21
Tabnuuen U 32 pUCyHKaMH.

Bo BBeneHHH OTpaykeHa aKTyallbHOCTH IPOo0JIeMbl, HOPMYJIUpPYeTCs LEelb
3a7a4yd HCCIIeJOBaHMs, OOOCHOBBIBAETCS HOBHU3HA M IIpaKTHYeCKass 3HAUYHMOCThb
NOJY4YEHHBIX pe3yJbTaTOB, a Takke C(HOpPMYITHPOBAaHBEI OCHOBHEIE ITOJIOKEHHUS,
BBIHOCHUMBIE Ha 3aLIUTY.

B 0630pe nurepatyps! npencrasiens! gaHHeie 0 BAIIMIT 1 renetnueckux
CHHApOMax ¢ mnopaxeHueM Iouek. CyMMHpPOBaHbl JaHHble 00 HCCIIeIOBaHHUU
¢Gyskuuu nodek. Onwucana knaccudukanus XBII, ompenenenue ee crammid.
Beinenensl umeromuecs mnpoGenbl B 3HAaHMM IO JaHHBIM pasgenam. OG3op
JUTEPATyphl ABISAETCA COLEPIKATEIbHBIM H OTpa)kaeT COBPEMEHHOE COCTOSHHE
poOIeMBI.

B rnase «Matepuansl 1 METOABI UCCIIENOBAHUA» MOAPOOHO MpenCTaBiIeH
IW3adH  MCCIIEOBaHMsA: YCJIOBUS IPOBEJEHHMsS HCCIENOBAHUS, KPHUTEPHH
BKIIIOYEHHs M HCKIIOYEHHs AeTed, NIPUHUMABLIMX y4acTUe B HCCIIECIOBAHHUH Ha
BCEX OJTamnax, J1aboparopHble U BHU3YaIH3HPYIOUIHE METOMAbl JHArHOCTHKH,
KPUTEpUH IIOCTAHOBKM  JMarHo3a, a TaKXe CTAaTUCTHYECKHe  METOJEI,
HCIIOJIb3YEMBIE aBTOPOM.



B Tperbelf — maroilf rmaBax coGcTBEeHHBIX UCCJICIOBAHUN TIPeICTaBIIEHbI
Pe3yNbTaThl MOAPOOHOrO aHanM3a aHAMHECTHYECKHX [aHHBIX, KJIMHHYECKOTO,
71a00paTOpPHOro, HMHCTPYMEHTAIBHOIO UCCJIEIOBAHUS, & TakKkKe MOJIEKYIIPHO-
TEHETHYECKOro obcnenoBanus 127 pereii ¢ BATIMII (M30TMpPOBaHHBIMH,
COYETAHHBIMA M IPH TEHETHYECKUX CHHIpOMax). OMUCaHbI eHOTHITEI BCex
BBIIICYKA3aHHBIX BapHaHTOB BATIMIT. [Ipoananu3upoBansl  pesynbraTsl
HCCIeIOBAHHS II0YEYHON (YHKIIMH U POTHOCTHYECKAs! BBIKHBAEMOCTE 10 METOIY
E. Kaplan — P. Meier.

B oGcyxnenun comepxutcss WTOr M aHAIM3 IIOJIyYE€HHBIX PEe3YyJbTAaTOB, C
AKIEHTaMH Ha Haubollee BaXHBIE CTOPOHBI MOTY4YEHHOro  (haKTHYEeCKOro
MaTepuaiia.

Ilo Teme muccepranuonHoi paGoTs! ory6innuKoBaHO 14 Hay4HEIX pabot, u3
HUX 4 B )XypHaJaX, peKOMEHIOBaHHBIX Bricieii aTTECTAllMOHHON KOMHCCHEN Ipu
MunucrepeTBe Hayku u  BbiCLIEro oOpaszoBanus Poccuiickoii Qenepanuu U
BXOZIIIMX B 0a3y NaHHBIX Scopus.

B omy6auKoBaHHBIX paboTax MOTHOCTBIO M3I0KEHb] NOJIyYEHHbIe Hay4HbIE
Pe3yIbTATBI, IIOJIOKEHUS U BBIBOABI JUCCEPTALIHH.

IlpuHUMOMANBHEIX  3aMeYaHWil 1o CONCPKAHHIO M OGOPMIIEHHUIO
JIUCCEPTALIUH HET.

B nnane nuckyccuu xorenocs 651 3a1aTh AUCCEPTAaHTY BOIPOC:

1. Iloyemy wu3 MHoOrux Gopmyn mo ouenke CKOPOCTH KIIyOOYKOBOM

unbTpanuy Bel BeIGpanu dopmyny G.J. Schwartz 1976 roaa?

CooTsercTBHE CcOnepskaHus aBTOpedepaTa OCHOBHBLIM MOJIOKEHHSIM H
BBIBOJAaM AHCCEPTALHH
ABTOpedepar MOTHOCTEHIO COOTBETCTBYET COHNEPIKAHHMIO MHUCCEPTALHU |
OTPaXaeT €€ OCHOBHbIC IIOJOXKEHHS, Pe3yJIbTaThl M BBHIBOIBI, HAST MOJNHOE
NpeacTaBiieHue o padore.

3aK/Il0YeHHe 0 COOTBETCTBHH AHccepTauuu Kputepusm «IlonokeHus o
NPHCY/KIEHHUH Y4YeHbIX CTeneHeii»

Takum obpasom, auccepraunonnas pabora Kyteipiio Mpunsr dnyaprosusl Ha
TeMy: «OcoGeHHOCTH —(eHOTHIA H30JIMPOBAHHBIX M  ACCOLMHPOBAHHBIX C
OpQaHHBIMH CHHIPOMAaMH BPOXKAECHHBIX AHOMATHH MOYEK U MOYEBBIBOISIIHX
MyTeH, MOYeYHOH (YHKUHM M BBDKHBAEMOCTH Y TeIHaTPUYECKHX MALHEHTOBY,
BBIIIOJIHEHHAs. IIOA PYKOBOACTBOM [OKTOpPa MENHLHHCKHX HayK, mpodeccopa
CasenkoBoit Hanex sl JIMHTPUEBHBI, NPEACTABICHHOW HA COMCKAHHE y4E€HOU
CTCIICHU KaHAWAATa MeIHLHMHCKMX HayK IO CIeHHalbHOCTH 3.1.21. Ilenuarpus
SBIACTCA  3aBEPLICHHOH HayYHO-KBAIM(QHMKALHOHHOM pabotoif, B KoTOpOIL
COACPKHUTCA HOBOE DpEICHHE AaKTyalbHOM HAyyHOH 3amaqu — OTITHMH3ALIHS
JIMarHOCTHKH M NPOQUIAKTHKH IIPOrPECCHPOBAHMUS XPOHUYECKOH 00Je3HH MoYek
Y A€Tel C BPOXKIACHHBIMH aHOMATHAMH TTOYeK 1 MOYEeBBIBOIAIIMX ITyTEM.



Ilo akryampHOCTH, HayuHOI HOBHM3HE, TMPaKTHYECKOH 3HAYUMOCTH H
JTOCTOBEPHOCTH TMOMy9€HHBIX  pE3yNbTaTOB  NWCCEPTALHOHHAS paboTa
Kyteipno HMpunsr DnyapnosHsi COOTBETCTBYET TpeboBaHuAM I1. 9 «[TomoxkeHus o
NPUCYXACHUH  Y4€HBIX  CTeNeHel»,  YTBepXKHEHHOTO  IIOCTAHOBICHHEM
IlpaButensctBa P® ot 24.09.2013 r. No 842 (B Tekymel penakuuu),
MIpEABABIACMBIM K KaHIAHMAATCKMM JUCCEPTALlHAM, a ee aBTOp 3aCiIy)KHBaeT
[IPUCYIKACHHS YIEHOH CTEIIeH! KaHIUIaTa MeJUUMHCKHX HAyK [0 CIeNHaIbHOCTH
3.1.21 - INeauaTpus.
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