OT3bIB

opHIHAIBLHOI0 ONIOHEHTA JOKTOPAa MeAHIHHCKHX HAYK, 1OLEeHTa, IIaBHOI0
HAYYHOT0 COTPYAHHKA HEBPOJIOrH4€eCKOro OTae/ia rocyapcTBeHHOro
yupexaenus «Pecny61HKaHCKHi HAyYHO-NIPAKTHYECKUN HEHTP HEBPOJIOrHH
u Herpoxupyprum» Kyaukosoii Cernanbl JIeoHHI0BHBI
Ha aucceprauuio 3o6ukoBoi Onbru JleoHn10BHBI
«BposaeHHble MOPOKH Pa3BUTHS KOHEYHOI0 M0O3ra: roJionpossuuedanmusi,
areHe3usi MO30JIMCTOrO TeJia (KIHHHYecKas, FTeHeTHYeCKas XapaKTepuCTHKa,
MeANKO-TreHeTHYecKoe KOHCY /ILbTHPOBaHHe)», npeacTaBaennyio B Coser mo
sammure auccepranuii /1 03.16.03 Ha coucKkaHMe y4eHOH CTeNeHH KaHAHIATA
MeJMIHHCKUX HayK no cnennajbHocTH 03.02.07 — reneruka
(MeaAHUHHCKHE HAYKH)

1. CooTBeTCTBHE JHCCEPTALHH CNIENHATBHOCTH H OTPAC/IM HAYKH

Juccepranponnas padora 306ukoBoii O.J1. o conepkaHuIO, MOCTABIEHHOM
€M, HAy4yHBIM TIOJIOKEHMSIM, BBIBOJAM U IIPAaKTHYECKMM pPEKOMEHIAIHMSIM
TIONHOCTBIO cooTBeTcTBYeT crienuansroctd 03.02.07 — renetnka (MeIMUMHCKHE
HayKH) U oTpaciu « MeauLMHCKUE HAYKn».

2. AKTYyaJIbHOCTb TeMbl JHCCEPTALHH

Bposk/ieHHbIe MOPOKH pa3BUTHs LieHTpanbHON HepBHO# cucTemsl (LTHC)
3aHMMAIOT JIMAMpPYIOIIME [O3ULMHM B CTPYKType HeTCKOH 3a00j1eBaeMOCTH,
WHBAIMIHOCTH ¥ cMepTHOCTU. Cpeau HUX 0coboe MeCTO 3aHMMAIOT IOPOKU
KOHEYHOT0 MO3ra — Tojionpo3sHuedanus M areHe3us MO30JHUCTOro Teja.
['eTepOreHHOCTh  3THUOJIOTHYECKUX  (PAKTOpoB  (XPOMOCOMHBIE  aHOMAJIHH,
MOHOI€HHblE MYTAalllh, O3K30T€HHBle IPUYMHBI), CJIOXHOCTH IIpPEHATalbHOM
JIMarHOCTUKHM JIETKUX ()OpM, a Takke BbICOKas BapHaOENIbHOCTH KIMHWUYECKUX
MPOSIBJIEHHI ¥ MPOTHO3a AENarT 3Ty MpobiieMy OfHOM W3 Hamboliee CIOXKHBIX B
COBpPEMEHHO MepUHATOJIOTHH U MEIUIIMHCKON FeHETHKE.

B Pecnybnuke bemapych A0 HacTosimero Mcciel0BaHUS OTCYTCTBOBaU
JIaHHBIE O MOMYJIAIHOHHON 4acTOTe JaHHBIX NOPOKOB, HE OBLI ONpENeNeH CIIEKTP
HaClle/ICTBEHHBIX MPUYXH, He pa3paboTaHbl aIropUTMBl AU GepeHIUPOBaHHOIO
IOAX0Aa K AWAarHOCTHKE M MeIUKO-TeHeTHdeckoMy KoHcynbTHpoBaHuio (MI'K).
Takum obOpazom, Tema [AucCepTallMM SBIAETCS aKTyalbHOH M COOTBETCTBYET
IPUOPUTETHBIM  HANPaBlIEHUSIM  HAayYHO-TEXHUYECKOH W  HHHOBAllMOHHOM



NeATEeNbHOCTA Ha 2021-2025 ropsl, yTBe]ﬁMﬂeHHMM Vkazom [lpesunenra
Pecry6nuku benapych Ne 156 ot 07.05.2020.

3. CreleHb HOBH3HBI Pe3JbTATOB AHCCEPTANMH H HAYHHBIX
[10JI0JKeHHii, BLIHOCHMBbIX HA 32ALIUTY

HayuHas HOBH3Ha pabOTBI HE BBI3BIBACT COMHEHHI ¥ OIpENeNseTCs
ClIe AYIOLLUM:

B 3IIHIEMUOJIOTAYECKOM 9acTy paboThI BIIEPBbIC Ha TEPPUTOPHH Pecrybnuku
Benapych chopMUpOBaHa peNpe3eHTaTHBHAN BeIGOpKa, oxBaThiBarolnas 989 634
HOBOPOXIEHHBIX 3a 10-neTHU# NEpUOL. Ha »ToM Marepuajge pacCYHTaHBI
MOy IALMOHHbIE YaCTOTHI ABYX HO30JIOTM4ECKAX dopM: JUTs TOIOMPO3dHIEdATAH
5TOT MoKasaTeTs coctasun 2,3 cny4as Ha 10 000, s aHOMAaJIMi MO30JIUCTOTO Tella
— 5.1 1a 10 000. JIOnOMHUATENEHO OMpe/IesieHa 101 KaXXA0To ¥3 TIOPOKOB B 001Ie#
CTPYKType BPOXKIEHHBIX TIOPOKOB Pa3sBUTH [THC;

5  uacTH  OTHOJNOTMYECKOH TETEPOreHHOCTH — aBTOPOM  BBINOJIHCHA
KOMUeCTBEHHAs OIeHKa BKIaaa HACIEeNCTBEHHBbIX (aKTOpOB: yCTAHOBJICHO, HTO
OHM JIeaT B OCHOBe 46,5% CiydaeB TOJIOTPO3JHIEQAIUA 1 38,1% cay4aes
qrege3dy MO30JHMCTOro Tena. Brepsbeie UL 0enopyccKOM  TMOMyJIALNH
0XapaKTepPU30BaH CIEKTP XPOMOCOMHBIX HapyLIEHWH: Cpeld HUX MpeodrajaioT
TpricoMust 13 u CprKTyprie nepecTpoiiku xpomocom. llokazano, 410 B 14,3—
50,0% wHabmMOAeHHH CTPYKTYpPHBIX XPOMOCOMHBI/ [ucOanaHc HacHexyercs OT
KITHHMYECKH 30POBBIX POIUTENEH, SBISIOIMAXCS HOCHTEAMA cOalaHCUpOBaHHBIX
TPaHCIOKALKH, YTO UMEET NPSAMOE 3HAUCHHUE JUTS PENpOAyKTHBHOTO [POTrHO33;

B OOGmAacTH MOJEKYJISpHOW TeHeTMKH C TPUMCHEHHEM — METOJIOB
CEeKBEHMPOBAHUs HOBOTO IIOKOJICHUA (NGS) ompeaeneH BKiIaJ MOHOTCHHBIX
MPUYXH: IS HECUHIPOMabHOM roJIonpo3dHLedani OH COCTABHI 7,0%, nns
AreHe3uy MO30oHcToro tena — 13,8%. BeisBiIeHbI NaTOreHHBIC BAPUAHTDI B reHax
SHH, ZIC2, TUBB3, POMTI w psne Apyrux. [TpUHLMITHATBEHBIM PE3yJIbTaTOM,
MMEIONIMM TPAaKTHYecKoe 3HaueHwe, CTal BBIBOA O TOM, HTO BBICOKAas
nuarsocTudeckast 3GGexTHBHOCTD NGS-nccnenoBaHyii MOATBEPXKAAETCA TOIBKO
[IPX CHCTEMHBIX ¥ MHOXKECTBEHHBIX OPOKAX pasBUTH; MTPH M30NMPOBaHHOM hopme
AreHe3ny MO30JIMCTOro Tenla, IpoTeKaromei 6e3 HEBPOJIOTHYECKOH CHMIITOMATHKHY,
MpUMEHEHHE JaHHOTO METO/Ia HE MMeeT JI0Ka3aHHON IMarHOCTHUECKOH IEHHOCTH,

B pa3jielie 9K30TeHHbIX (PaKTOPOB PHCKa BIIEPBLIE B OTEUYEeCTBEHHOM ITPAaKTUKE
BLIMOIHEHA KOJMYECTBEHHAs OIEHKAa BIHMSAHUS BHEMIHECPEIOBBIX BO3/ICMCTBUN.
Jlokasano, uto runeprepmus (38°C u BbilLe, TPOIOJDKUTENBHOCTBIO HE MEHEe 2
CyTOK) B KPUTHYECKHE TEPUOJIBI yMOproreHe3a sBJISAETCsS 3HAIMMBIM dbaxTopoM:
Ul TOJOTIPO39HIehamui KPUTHYECKAM TpU3HaH CpOK 4-6 wenens (dactora
Bo3zeiicTBusg — 21,7%), A7 areHe3ud MO30JTUCTOTO TeJld — 7-12 nenens (23,8%).



Taike TNOATBEPXKIAEHA pOJb XPOHUYECKOH AJIKOTOJIbHOM MHTOKCHUKALWHK H
JeKOMITEHCALIMM caxapHoro auabera 1-ro THIIa;

B JQWarHocTdueckoM  Oioke  MPOBEICH CpaBHUTENBHBIA  AHANU3
>Q(GEKTUBHOCTH NPeHATaIbHON yJIbTPa3ByKOBOM JMArHOCTHKY B 3aBHCHMOCTH OT
THTA TIOpOKa. YCTaHOBIEHO, 4TO aobapHas dopma rosonpo3sHIehaIIH
spisBisiercs B 100,0% HabmoeHuid, cemunodapHas — B 73,3%, nobapHas — JIMIIb
B 24,0%. [Ipy areHe3ur MO30IMCTOTO TeJla 4yBCTBUTEIBHOCTD METOAA 3HAUYUTEJIBHO
BBILLE IPH MOJHOM hopme (60,3%) 1o cpaBHEHHUIO C yactuunoi (24,0%);

B KIMHWYECKOH wacT HA JOCTATOMHOM OOBbeMe TpPOCTCKTUBHBIX
HAGIIONE N OXapaKTEepU30BaHbl CIIEKTP COYETAHHOM MATOJIOTHH, BUTAJIbHBIA H
HeBpOJIOrMUeckuii Tporxos. IlokxasaHo, HTO W30JTMpOBaHHasl (opMa TOIHOH
arere3un Mozonucroro tena B 81,0% ciaydaeB accouMMpoBaHa € O1arompUATHEIM
HCXOMOM, TOTJAa KaKk 4YacTHYHas areHesus B M[OJaBJIAIOLIEM OOJIBIIUHCTBE
naGmomenuit  (96,5%)  CONpPOBOXKIAETCA ~ CHCTEMHBIMHM  IOpOKamp M
HEBPOJIOTMYECKUMY HAPYIIEHHSMH, YTO ONPENENseT NPUHIHIHATIEHO pa3HbIi
IIPOTHO3 ISL STUX ABYX GOPM IOPOKA.

4. OBOCHOBAHHOCTH H JOCTOBEPHOCTH BHIBOJIOB H PEKOMEHIaNMH,
c)OpMYJIHPOBAHHBIX B AHCCEPTAUMH

OGOCHOBAHHOCTh ¥ [OCTOBEPHOCTb HAyYHBIX TOJIOXKEHWH, BBIBOLOB H
NPAKTHYECKUX PEKOMEHIaUui, TpeICTaBICHHbIX B AMCCEpPTAlMOHHOM paboTe
300uKOBOM Oneru JleoHU10BHBI, obecrieyuBarOTCs COBOKYIIHOCTBIO
METONONOTMYECKUK, KIMHUYIECKUX, MHCTPYMCHTaNBHBIX W CTATHCTMEECKHUX
[IOJXO00B, COOTBETCTBYIOILUX COBPEMEHHOMY YPOBHIO J0Ka3aTeTbHOM MEIUIMHBIL.

JIOCTOBEPHOCTh BBIBOJIOB 0Oasupyercs Ha peTpe3eHTaTHBHOR BBIOODKE,
chopMHUpOBaHHOK 34 JUIMTEbHBIA — BpeMeHHOM mepuox. s pacdera
[OM/ISIMOHHOM 4acTOThl MOPOKOB aBTOPOM HCIIONB30BAHBI HAHHBIC O 989 634
HOBOpOXKAEHHBIX B Pecmybnuke benapych 3a 10 ner (2013-2022 ropsl), 4TO
obecrednBaeT BBHICOKYIO OMHIEMUONOTMYECKYIO JOCTOBEPHOCTD MOTYqCHHBIX
rnokaszareneii. [IpocrieKTUBHAs TPyINa UCCIEeN0BAHUS BIUTIOTHIIA 288 mpobaHI0B €
IOPOKAMM KOHEYHOTro Mo3ra (86 — ¢ rostorpossHiedanueit, 202 — ¢ areHesuen
Mo30yMcTOro Teiia). I'pymma cpaBHEHMS CHOPMHPOBaHA METOIOM clryyaiiHOM
BBIOOPKH 1 BKitodaeT 250 map «MaTb—HOBOPOXKACHHBIH» 6€3 BPOXKICHHBIX IOPOKOB
passuTys. Tako#l o0beM KIMHMYECKOTO MaTepuala sBiSeTcs NOCTATOUHBIM JUTi
MpOBeJeHNs] CTaTMCTMYECKOro aHauusa | dopmyaupoBaHusi 00OCHOBaHHBIX
BBIBOJIOB.

HccienoBanye BBINOJHEHO C HCMOJNB30BAHMEM IIMPOKOro  CHEKTPa
B3aMMOIONONHSIOIMNX ~ METONOB, 4TO  obecrme4ynMBaeT  MHOTOYPOBHEBYIO
BepU(UKALMIO TIOJYYEHHBIX PE3YNIbTATOB. KJIMHUKO-TeHEaJIOTHUECKUH METOJ|



IpUMeHeH JUTS aHAJIM3a OTATOLIEHHOCTH CEMEHHOT0 aHaMHe3a. HHCcTpyMeHTalIbHBIE
MeTOIbl  BKJIIOYAIOT IpeHaTajbHOe W  TOCTHATAIbHOE  YJIBTPasByKOBOE
MCCIeOBAHME, a TAKKe MATHMTHO-PE30HAHCHYHO TOMOTpa(UIo TOJIOBHOTO MoO3ra
IJI0Ia ¥ HOBOPOXKIEHHBIX. Moponorudeckoe UCCIeJ0BaHue MMPOBEJICHO BO BCEX
CIydasX IpephiBaHus OepeMEHHOCTH [0 MEIHMIMHCKMM IIOKa3aHWAM, HTO
obecreunsio maroMopdoIoruueckoe MOATBEPIKICHNE MPEHATAbHBIX NHArHO30B.
[liTOreHeTHYECKHE METOBl BKIIOYAIM CTaHIApPTHOE KapHOTHTMPOBAHHE (G-
banding) ¢ paspemenuem 550-800 cermenToB. MoneKynspHO-IUTOrCHETHHECKHIE
metomsl (MLPA, XpOMOCOMHBI MUKPOMATPHYHBIA aHA/W3) MCIOIB30BaHbI I
BBISIBJICHUS MHUKPOTIEPECTPOEK. MoieKysipHO-TeHeTUIEeCKHe METO/IBI
TpeJiCTaBIeHbl TAPIeTHBIM CEKBEHUPOBAHUEM I'€HOB (SHH, ZIC2, SIX3, TGIFI) u
MOJHBIM 3K30MHBIM cekBeHupoBanueM (NGS) c WHTepIIpeTaliell BapUaHTOB
cormacHo pexomenmaumsiM ACMG. Takoe codeTaHWe METONOB TIO3BOIMIIO
IPOBECTH BepU(UKALMIO Pe3ylbTaTOB HA PA3HBIX YPOBHAX, YTO CYIICCTBEHHO
MOBBINIAET JOCTOBEPHOCTD BBIBOJOB.

CTaTUCTUYECKHI aHAlIU3 BBINIOJIHEH C HCIIOJIb30BaHMEM JIMLIEH3UOHHOTO
nporpammuoro obecrnedenust STATISTICA 10. KomuuecTseHHBIE IIEPEMEHHBIC
POBEPEHBl HA COOTBETCTBHE HOPMAIBHOMY  PacIpeNe/IeHUIO (xpuTepun
KommoropoBa—Cmuprosa u Illanupo-Ywuika), 49TO IO3BOJUIO 000CHOBaHHO
BHIOpATh ~ METOABI ~ HemapaMeTpudeckod — craTucTdku. IIpu  cpaBHEHHH
KOJIMYECTBEHHBIX TIOKa3aTesell Mcronb3osansl U-kputepuit Manna—Yurau U H-
kputepuit Kpackena—Yomnuca. [Ipu conocraBneHUd Ka4eCTBEHHbIX roKasarelieu
npumeHeHs!r kputepuit y* Ilupcona, JIByCTOPOHHWH TOUHBIA KpuTepuit Duiuepa,
pacuer ortHomenus wancoB (OII) wu 95% mOBEpHTENBHONO HMHTEpBAJA.
Kputudeckuii ypoBeHb 3HAYUMOCTH [PHHAT pPaBHBIM P < 0,05, npu
MHOECTBEHHBIX CPABHEHHSIX HCIOJb30BaHa nonpaska bondeppornu (p < 0,01 i

JIOCTOBEPHOCTh ~ TOJNy4EHHBIX  PE3y/lbTaroB  TOATBEpXKIAeTcs WX
BOCITPOM3BOJMMOCTBIO M COIMOCTaBMMOCTBIO C JaHHBIMH —MEKTyHapOIHBIX
peructpos. [Tokazareny MoMmy/sILIUOHHON YaCTOThI rononpo3aunedammu (2,3 Ha 10
000) u areHesuu mozonucroro Tena (5,1 Ha 10 000) cormacyrorcs ¢ pe3ynbraTaMu
EBporneiickoit ceTd 3MUAEMHOTIOTHYECKOr0 Haa30pa 3a BPOXKICHHBIMU MOPOKAMH
pasputusi (EUROCAT). Criektp BBISBICHHBIX XPOMOCOMHBIX HapyleHun
(rpucomust 13, Tpucomus 18, Tpumionaus, CTPYKTYpHBIC IIEpECTPONKH)
COOTBETCTBYET JAHHBIM KPYIIHBIX 3apyOeKHBIX KOTOPTHBIX HCCIICI0BAHHH.

BepuduKkains KIOYEBBIX DPe3yJIbTAaTOB BBINOIHEHA C WCMOIb30BAHHEM
HeCKOIbKHX He3aBHCHMBIX MeTonoB: auarHo3 mopoxa ITHC noxarBepxzieH He
TONBKO aHHbIME mpeHaTtansHoro Y3W, HO u mocTHatansHo MPT imbGo
naToMop®hOIOrMYEeCKUM UCCIIeIOBAHMEM; XPOMOCOMHbIE HapYIIEHHS, BBHISBJIEHHBIE
meromoM G-banding, B wuacTi ciy4aeB BepU(UUMPOBAHBI MOJEKYJISIPHO-
[IATOTeHEeTUUECKMMHU METOIaMH; [TATOreHHbIe BapyaHThl, 00HapyxkeHHbIe Tpi NGS,



MHTEPIPETUPOBAHBl C MCIIOIIB30BAHMEM MEXKIyHAPOIHBIX 6a3 nanHeix (OMIM,
HGMD, gnomAD) i KOMIIBIOTEPHBIX IPEJICKA3ATENBHBIX MPOTPAMM.
JIOCTOBEPHOCTD MPAKTHYECKUX PEKOMEH/IAIlMH TIOATBEPK/ICHA Pe3yTIbTaTaMH
ux ampobanuu. [Ipd CpaBHEHMH [BYX BPEMEHHBIX NEPUOJIOB (2020 rog — nmo
BHEZPEHWs pa3paboTaHHBIX MeTOA0B, 2022 rox — noce BHEJIPEHUS) YCTAHOBJIEHO
CTATHCTHUECKH 3HAYMMOE CHIDKEHHME YKcia POXKIEHWH JeTed ¢ CHUCTEMHBIMU
nopoxkamu LIHC: ¢ 91,7% no 14,3% (¢ = 7,01; p = 0,019). DxoHOMHYIECKAS
3(Q(heKTMBHOCT BHEJPEHHS pAcCuMTaHa B COOTBETCTBMA C yTBEPIKIECHHOM
METOIMKOM, 4TO MPHAAET IOTYISHHBIM JaHHBIM JIOOTHHUTEIBHYIO 10Ka3aTEbHYIO

CHITY.

5. Hayumnasi, npaKTH4ecKasi, J)KOHOMUYECKasl H COHAIbHAH
3HAYHMOCTh pe3yJIbTaTOB

HayuHast 3Ha4MMOCTh 3aKJI04aeTCs B IOy Y€HUN HOBBIX (GyHIaMeHTaIbHBIX
3HAHMA O IIOMY/ISAIMOHHON YacTOTe, STUONOTMYECKON CTPYKTYpe, KIMHUYCCKUX
IPOSIBIIEHHSX U [IPOTHO3€ TOJIONPO33HIehATNH 1 areHe3uH MO30JIUCTOrO TeJla, 1T0
pacIuMpsieT TIPeICTaBleHusI O IaTOreHese U 3THOJIOTUYECKONW T'eTepOreHHOCTH
H3y4daeMbIX TIOPOKOB.

[TpakTuueckasi 3HaYMMOCTh ONpPENENIIeTCs pa3paboTKOM ¥ BHEAPEHHUEM B
KIMHAYECKY!O TPAKTUKY Hay4HO OOOCHOBAaHHBIX aJIrOPUTMOB npeHaTaIbHON
muarsoctaky ¥ MK, oopMiIeHHBIX B BHJE TPeX MHCTPYKUHH MO NPUMEHEHHIO,
yTBepIKAeHHBIX MHUHUCTEPCTBOM 3[]paBOOXPaHCHHS PecnyOnuku benapycs:

— «ANTOPUTMBI TIPEHATANbHOM [UArHOCTUKU W MEIUKO-TCHETHIECKOTO
KOHCYJIbTUPOBAHUS TIPH BPOXKIEHHBIX IOPOKaX pa3sBUTHA LIEHTPaJbHOM HEpBHOM
cucteMbl» (Ne 137-1217 ot 16.03.2018);

— «ANrOpUTM TpeHaTalbHOM [JUAarHOCTUKH KHUCTO3HBIX o0pa3oBaHMl |
JHCIUTA3UIA TOTOBHOTO Mo3ra y mrogay (Ne 143-1118 ot 30.1 1.2018);

— «MeTo AMATHOCTHKH HAC/EeACTBEHHBIX 3abofieBaHMH, MPOSBIIAIOIINXCA
aHOMAJIMSAMHU Pa3BUTUSA MO30JIMCTOTO TeJla Yy II0Aa» (Ne 001-0122 ot 28.02.2022).

PaspaGoTaHHble MOAXO/BI MO3BOJAOT ONTHMHU3UPOBATH MaplIpyTH3ALHIO
NAlMEHTOB, TMOBBICUTH 3()(OEKTUBHOCTH IpeHATaIbHONW AUArHOCTUKHU (ocobenno
noGapHOH TONOMPO33HIedANTA U YaCTHIHOM areHe3sMH MO30IHCTOro Tena),
OTIPe/IeITHTh TOYHYKO STHONOTHIO MTOPOKA, OLEHUTH BUTATIBHbIN U HEBPOJIOTUYECKUI
IIPOTHO3, & TAK)XKE PUCK IIOBTOPEHHs 3a007IeBaHNs B CEMBE.

JKOHOMHUYECKas 3HA4YMMOCTh CBfi3aHa C COKpalleHWeM 3arpaT Ha
JMArHOCTHKY, JedeHde U peaCuiuTaimio mnauueHtos ¢ BIIP [THC. Buenpenue
AITOPUTMOB TIO3BOJIMIIO CHHM3WTh YHMCJIO POX/EHHBIX JeTeH ¢ CHCTEMHBIMHU
nopokamu [THC B 6,4 pa3a, 4TO yMEHBIIAET 3KOHOMHYIECKOES OpeMsi Ha CHCTEMY
3/IpaBOOXpaHEHUSI.



CoumasbHas 3HAYMMOCTh 3aKJII0YAeTCs B PCIICHHH BAKHEHMINIEA MEIUKO-
COLMATBHON MPOOIEeMBI — CHIDKEHHE JIETCKOH 3a60516BaEMOCTH, HHBATUIHOCTH U
cmeprioctu ot BITP IIHC. Bo3smoxHOCTR CBOEBPEMEHHOI0 IPeHaTabHOTO
BBISIBJIEHHS TIOPOKOB, TOYHOTO IPOrHO3MPOBAHHMS MCXOIOB H nposeperus MI'K
[103BOJISIET CEMbSM IIPUHAMATH 000CHOBaHHBIE PENPOYKTHBHBIC PELICHHA.

6. Ony0JMKOBAHHOCTD Pe3y/bTaTOB AHCCEpTAUMH B HAY4YHOH ne4yaTH

ITo TeMe AECCEPTALAY OILyOIMKOBAHO 23 HayIHbIE paboTsI 00IIMM 00BEMOM
7,6 aBTOPCKOTO JIUCTa, B TOM uucyie 11 cTaTedt B XypHaIax 1 cOOpHMKaX Hay4HBIX
TPY/IOB, BK/IIOUEHHBIX B MEpeyeHb Hay9HBIX w3nanuil Pecnybmaxu benapyce Amd
TIpeICTABIEHUs Pe3yIbTaTOB AUCCEPTALMOHHBIX HCClIeI0OBaHui, 3 UHCTPYKLIMH 10
PYMEHEHWO, yTBEpXIeHHble MHUHICTEPCTBOM 31paBOOXpaHeHHA PecrryGnuku
Benapych, 1 | palMoHaIM3aTOPCKOE MPELTOKEHHE.

OCHOBHBIE Pe3yNbTaTHl JONOXKEHBI K 00CYXKIEeHbI Ha 14 MeXayHapOIHBIX U
pecry6IMKaHCKUX HayYHBIX KOH(EPEHIUAX, BKIOas 29th Annual Meeting of the
German Society for Human Genetics (MioncTep, I'epmanusi, 2018), III
PecnyOaMKaHCKYIO HayqHO-IIPAKTHIECKYIO KOH(MEPEHIMIO C MEXAyHapOJHBIM
yuacTHeM «[IMarHOCTHKA W JIeYeHHE HACIEICTBEHHBIX HEPBHBIX 3a00NIeBaHUN Y
nereit» (Munck, 2024), a TaikKe HA €XEroIHbIX HAay4HO-TIPaKTHYECKUX
koHdepernusax «CoBpeMeHHble NepUHATANbHBIC MEIUIUHCKHC TEXHOJIIOTHH B
permeHny mpoGieM aeMorpapuiecKon 6esomacuocty (Munck, 2017-2024).

7. CooTBeTcTBHE 0(OPMIIEHHS JHCCEPTAUNH TPeOOBAHUAM BAK

CTpyKkTypa [MCCepTallid JIOTHYHA W BKIIOYACT  BBEICHHE, o0mTyto
XapaKTepUCTHKy paboThI, 0030p JMTEpaTypsl, ONMCaHHE MaTepuand METOJI0B
MCCIENOBAHUs, JBE TJIaBhl C M3JI0XKEHHWEM  pe3yJIbTaToB COOCTBEHHBIX
MCCIeOBAHMMN, 3aKIOueHne, OuOnuorpaduyeckuil CHHCOK U TPUTOXKEHI.
OCHOBHOM TEKCT AMCCEPTALIMM M3JI0XKeH Ha 84 CTpaHUIIaX KOMIIBIOTEPHOrO TEKCTa,
copepxuT 29 Tabnui 1 20 pUCYHKOB. BuGnuorpadudeckuil CriMcok Brmovaer 173
MCTOYHMKA JTUTEpaTyphl ¥ 23 myOiukanuy conckaress. [IpuioxeHus 3aHuMaroT 44
CTpPaHMLBL.

Kaxaplii pasfienl aBrop 3aKIOYaeT KOHKPETHLIMM BBIBONIAMM, JAOMWIAMH
MpeAcTaBieHMe O  Haubonmee  BECOMBIX — pe3yibraTax — MCCICHOBaHMA M
[103BOJISIOIIMMY OLIEHUTH JTOTMYECKOE IOCTPOSHN)E Au3aiiHa. AHAIU3 1 obo0ueHue
B JIaHHOHM paboTe MOMHOCTHIO OTPAXKAIOT PE3yJbTAThl UCCICAOBAHMAL. Pucynku u
TaGIMIB! TPOLYMAHBI ¥ XOPOILO WILTIOCTPUPYIOT TEKCT paboTHl.

AsropedepaT COOTBETCTBYeT COAEPIKAHMIO JMCCEPTAllMH, OTPAKACT
OCHOBHble HaydHBIE TOJIOXEHHUS, BBIBOABI M TIPAKTUYIECKHE DPCKOMEHIAIMH.
OdopmieHue auccepTalud M apropedepara BBITIOJHEHO B COOTBETCTBHM C
YCTaHOBJICHHBIMM TPEOOBaHUSMH, IPEBSBISEMBIMHA BAK Pecny6nuku benapych



8. 3ameuanus no HccepTAMOHHOI padoTe

[Ipu aHanu3e AMCCEPTAlOHHOTO WcclieIOBaHMs BBIBICH P 3aMevaHNH,
KOTOpbIe He CHUXAIOT HAy9HOM 1 PAKTUYIECKOM IEHHOCTH paboTBl, HO MOTYT OBITh
y4YTEHBI aBTOPOM B nanpHelimei Hay HOH AesTeIbHOCTH,

1. B pasnmene «Marepyrall 1 METOIBL? OTCYTCTBYET YETKOE OTMCAHHs KPUTEPHED
BKITIOYEHNS U UCKIIOYEHHUs ISl TPYTITbI CPABHEHUA. B TekcTe yKa3aHo, 4TO Ipymnia
cpaBHeHHs. CGHOPMHpOBaHA METOLAOM cydaifHoit BBIOOpKM W3 ©a3bl JTaHHBIX
aKyILIepCcKOro Gu3HoIorniecKoro otnenerus PHITL] «Mate 1 TUTD) 38 2013-2022
ropl. OfHAKO He yTOYHEHBI KpUTEPHH HCKIIFOUEHH s : MCKIIOYATUCh M XKEHIIUHBL C
OTSTOIIEHHBIM aKyIIEPCKUM aHAMHE30M, € XpOHMYECKHMH 3a0071eBaHIAMA (B TOM
yuclIe caxapHeIM  uabeToM, OXUpeHHeM), ¢ TpUeMOM [IOTEHIIUAIBHO
TepaTOreHHbIX JEKapCTBEHHBIX CPEACTE BO BpeMs OepeMEeHHOCTH. OTO0 MOXKET
BIIHATH HA GACTOTY CPABHEHHS MPY aHATK3€ SK30TCHHBIX (akTOpOB pUCKa.

2. [lpu aHanM3e KOTHUTHBHBIX MCXOJOB Y JIeTeH C M30JIMPOBAHHOM areHe3uei
MO3OJMCTOTO Tela He YKasaHo, MpOBOIMIOCH AU CTaHJAapTU3UPOBAaHHOE
[ICHXOJIOrMYecKoe TeCTHpOoBaHye (HanpuMep, MIKaJIBI uaTeUIeKTa Bekciepa, TeCThl
Ha KOTHUTWBHBIE (YHKIMH) WM OLCHKA GLila KJIMHAUECKOH. ¢ MCIOIb30BaHHEM
CTaH[APTU3MPOBAHHBIX HHCTPYMEHTOB.

3. B o630pe NuTepaTyphl aBTOP yKa3bBacT, 910 [HoCTOSHHBIA preM (onreBoH
KMCJIOTEl paccMaTpuBaeTCs Kak POTEKTHBHBIA (HaKTOp, CHW)KAIOIUA PHUCK
pa3BUTHSA rosnonpo3sHuedamu. OnHaKO B cobcTBeHHONM paboTe aHanu3 MpUeMa
onMeBOH KUCIOTHI Y KEHIIMH YIB! UCCIIEJOBAaHMA U TPYTITIB] CpaBHEHHUS HE
TIPOBOJIAJICSL, YTO UMEJTIO Obl BaYKHOE MIPAKTHIECKOE 3HAUCHHE.

= OTMedeHO OTCYTCTBHE eqMHOO0Opa3us B yKazaHMH p-3HaueHUH — TPH 3HaKA
ocTe 3arsTol Wi MCTIONb30BAHME CUMBOJIA (<. B HeKOTOpHIX TabIMIaX aBTop
yKa3blBaeT ONHMH-/Ba 3HaKa, B JpyruX TpU 3HaKa I0CIE 3anaTo# (Hampumep,
tabnmua 3.5).

ITpencraBneHHble 3aMedaHud HE cTaBAT TOL coMHeHHe OOOCHOBaHHOCTD
OCHOBHBIX Hay4HBIX [ONOXEHUH, JOCTOBEPHOCTH HONy4eHHBIX DPe3yNbTaToB H
BBICOKYIO IIPAaKTHIECKYIO 3HaUMMOCTR BEITIONIHEHHOTO nccefoBanus. OHAKO yHeT
3THX 3aMeuYaHHil MO3BONMT aBTOpY IOBBICHTE Ka4ecTBO JaIbHEMIINX HAaYIHBIX
Ty OTMKaLMA.

9. CooTBeTCTBHE HAYYHOH kBaJuHKANMH COHCKATEIs y4eHOH
CTeneHH, Ha KOTOPYIO OH NMpeTEeHIyeT

AHanu3 MaTepUasoB 1Mo AnuccepTallii 0.J1.3061K0BOM, B 4aCTHOCTH, LEIH U
3ajay MCCIeJI0BaHUS, [IOTIOXKEHHl, BBIHOCHMBIX Ha 3aIIUTy, a TAKKe HaJIA4He
Hay4qHON HOBU3HBI, TEOpeTHIEeCKOn M MPaKTUYECKOW 3HATUMOCTH, JIOTHYHOM



{HTepIpeTalyy oMy 4eHHbIX pe3ynbTaToB, pa3paboTaHHBIX HOBBIX - METOJIOB
JMArHOCTHKH, BHEIPCHUE pe3ynbpTaToB B TpaKTHIECKoe 3paBOOXPaHEHHUE,
mo3BOJSET chenark BBIBOX O COOTBETCTBUU 3o6uxoBoii Onbra JICOHUIOBHEIL
Hay4HOH kpanbyKaLi COUCKATENA yueHOl CTeIeHH KaHuaaTa MeJIUIUHCKAX
HayK.

3AKJJIOYEHUE

JluccepTraldOHHast pabora 306uKoBsoii Oneru JIeOHUIOBHEI «BpoxXIeHHBIE
TIOpOKY Pa3BUTHs KOHEYHOro MO3ra: rosionpo3aHiedanus, arcHe3us MO30JIUCTOTO
tena (KIMHMYeCKas, TeHETHHECKad XapaKTepUCTHKA, MeIUKO-TeHETUIECKOe
KOHCYJIBTUPOBAHHUE)», mpesicTaBleHHas K 3alluTe Ha COMCKaHWe yJIeHO! CTEICHU
KaHIUIaTa MeIUIMHCKHX HayK [0 CIHEelHaIbHOCTHA 03.02.07— reHeTHKa
(MeAULIMHCKAE HAyKH), SBISETCS 3aKOHYCHHBIM Hay4HBIM HCCIIEIOBAHUEM. Ilo
cBOeH  AKTyalbHOCTH, HOBHU3HE 1 Hayqﬂo-ﬁpalcmqecxoﬁ 3HAYUMOCTH
COOTBETCTBYET TPeOOBAHUAM, peIbABISEMbIM K MCCEPTALIAM, M3JI0)KEHHBIM B
Inase 3 «[TonoxeHus O MPUCYXICHAMN y4eHBIX CTEeNeHeH 1 NIPUCBOEHUY YIEHBIX
spauuii B PecrmyOnuke benapyce», yTBEPIK/IEHHOTO Vkazom llpesuzeHTa
Pecriy6nuku benapyck Ne 560 or 17.11.2004 (B pen. Vkaszos [lpe3uneHra
PecniyOnuku bemapych OT 04.03.2005 Ne 116-[ACIL, oT 24.08.2006 Ne 516, ot
17.12.2007 Ne 655, ot 28.05.2008 Ne 286, ot 17.11.2009 Ne 556, oT 13.08.2010 Ne
422, or 01.12.2011 Ne 561, ot 30.12.2011 Ne 621, ot 16.12.2013 Ne 560, ot
02.06.2022 Ne190, ot 23.06.2023 Ne 180).

Vyenas CTENEHb KaHIuIaTa Me TULHHCKUX HayK 110 crenuaJbHOCTH 03.02.07
— reHeTHKa (MeIMLHCKHC HayK#) MOXeT ObITh NMPUCYXACHA 306uKoBo#t Onbre
JIeoHUIOBHE 3a:

1. [TomytueHne HOBBIX SMUAEMHUOJIOTAYECKHUX NaHHBIX, 2 WMEHHO: BIIEpBBIE Ha
penpe3eHTaTuBHOH IOy IS L{AOHHON BHIOOpKE YCTAHOBJICHBI Oy ISILIAOHHAsA
4acTOTA FOJIOTPO33HIEhaATNH (2,3 ma 10 000) u areHe3un MozojmcToro Tena (5,1 Ha
10 000), a Take Onpe/eneHa ux 1074 B CTPYKTYpe BpOXKAEHHbIX TIOPOKOB pa3BUTUA
[[HC, dro wuMeeT hyHIaMEeHTaNbHOe 3HAYCHHME AUIIA OpraHu3ali MeJIMKO-
reHeTHYecKoi CIy)KOBI ¥ IUIAHUPOBAHMA MpO(UIAKTHIECKHUX MepOIpUATHH B
Pecny6iuke benapychb.

2. BrisBieHde CIeKTpa —HaclIeICTBEHHBIX M 3K30reHHBIX  (AKTOPOB,
OTpeNeNsIOUX ~ ITHOIOrHIeCKyto reTeporeHHOCTh  M3y4aeMBbIX [IOPOKOB.
JloxazaHo, HYTO HACJIEACTBEHHA STUOJIOTUSL JIEXKUT B OCHOBE 46,5% ciy4acB
rojionposdHIehanun 1 38,1% ciy4yaeB  arcHE3MH MO30JIUCTOrO  Tea.
OxapaKkTepu30BaH CIIEKTP XPOMOCOMHBIX HapylIeHW# ¥ MOHOTEHHBIX MPUIHH.
[TomyueHHBIE Pe3yIBTaThl JIETIH B OCHOBY Hay4HO OOOCHOBAHHBIX IOJXOZOB K
NpOQUIAKTHKE U Me IHKO-TeHETHIECKOMY KOHCYBTHPOBAHHIO.



3. OnpesiefieHde  KIMHUYECKMX  OCOOCHHOCTEH,  CIeKTpa COYETaHHOU
IIaTOJIOTHH, BUTAJBHOIO ¥ HEBPOJOIMYECKOr0 MPOrHO3a B 3aBUCHMOCTH OT THUIIA
nopoka u ero 3tronorun. [lokasano, 4To H301MpOBaHHAS (dhopMa MONHOM areHe3un
MosommcToro Tena B 81,0% ciydaeB mMeeT OIaronpusTHBIA MPOrHO3, TOT/A Kak
yacTWYHAs areHe3us mpakTudecku Beerna (96,5%) accolmupoBaHa ¢ CUCTEMHBIMU
MOPOKAMH M HEBPOJOTMYECKMMM HapylIeHHsMH. OTH JaHHbIE obecneunnu
BO3MOXHOCTh TpoBejieHuss  IudbepeHIUPOBAHHOTO — MEIUKO-TEHETHIECKOTo
KOHCYJIbTHPOBaHMsl, BBIOOpAa ONTUMAIBHOW  PENPOMYKTHBHOW — TAaKTUKH M

HIPOrHO3UPOBaHMs HCXO10B OJ1s1 TIOTOMCTBA.

4,  Paspaborky, HayyHoe OOOCHOBaHME U BHEIPEHHE B TIPAKTHIECKOE
3JpaBOOXpAHEHHEe TPeX MHCTPYKUMA MO  MPUMEHEHHIO,  YTBEPXKACHHBIX
MuHHCTEPCTBOM  37ipaBooxpaHeHus Pecrmybnuku benapych, 3 dexTUBHOCTE
BHEJIPEHHMsI KOTOPBIX MOATBEPIKAEHA CTATUCTHIECKH 3HAYMMBIM CHIDKEHHEM HHCIIa
POXAECHUM JIeTEN C CUCTEMHBIMU TIOPOKAMMU LIEHTpaJbHON HEPBHOW CUCTEMEI B 6,4
pasa, 4TO UMEeeT BaXKHOE COLMANBHO-OKOHOMUIECKOE 3HAYCHHE.

OduunanbHbIH ONMOHEHT:

JOKTOP MEAULMHCKUX HAYK, TOIEHT,

[JIaBHBIM HAYYHBIA COTPYAHUK HEBPOJIOTMUECKOT0 OTALIA
roCyapCTBEHHOIO YUPEKICHUs

«PecrryOnmMKaHCKUH Hay4YHO-TIPAKTHYECKUH LIEHTP HEBPOJIOIHH U
HEUPOXUPYPIHUM»

éA/ C.JI. Kynukosa
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