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OT3bIB

eyl opranusaiuu OejepanbHOro rocy[apCTBEHHOIO OIO/UKETHOIO
06pa3oBaTENBHOTO YUPESHKACHIS JIOMOTHATEIBHOIO IPOdECCHOHATIBHOIO oOpazoBaHUs
«Poccuiickas METUIMHCKAS aKaJIleMHUsI HEPEPBIBHOIO IPO(ECCHOHAIBHOTO
oGpasoBaHus» MUHICTEPCTBA 3ApaBooXpaHenus Poceniickoi deeparuu o HayHo-
IpaKTHYEeCKol 3HaummocTy auccepramuu Genorosa JiMurpus AHIpeeBHya: «Cnexrp
CNV y HaIuenToB ¢ paccTpoicTBaMK HEHPOIICUXIYECKOT0 Pa3BUTHS 1 MX aCCOIUALMA
C aHOMAJTHSIM¥ YMOPHOTEHE3a», IIPE/ICTABICHHOI Ha COMCKAHNE YICHOH CTEIICHN
KaLIaTa MeJUIUHCKIX HayK 110 crienuaibHocTy 1.5.7. ['eHernka
(METUIMHCKUE HAYKH)

AKTyaJIbHOCTb T€MBbI BBIIOJIHEHHOH paboThI

Uccnenoparensckas pabora @emoroBa Jmurpus AHIpECBHYd IOCBAIICHA
M3ydCHHIO OONIMX IeHETHYECKHX HPHUMH MEXKIY POXKICHHEM JCTeH ¢ 3aJICPIKKON
Pa3BUTHUSL U CITy94asMU PEIIPOIYKTUBHBIX IIOTEPh B OXHHUX U TEX JKE CEMbsX. Oba cobbITus
IpeCTaBIAOT COOON aKTyalbHYIO IPOOJIEMYy COBPEMEHHOM meauiuael. 110 JlaHHBIM
JIUTEpaTyphI HAPYIIEHHS TICHXOMOTOPHOIO PA3BHUTHS BCTpedatoTest Oosiee ueM y 3% nereit
110 BceMy Mupy. Cpejin Bcex paclo3HaBaeMbIX OEpEeMEHHOCTEN Ha JI0JII0 PETPOyKTUBHBIX
noreps mpuxomurest 10-15% cirydaes. Omy6iukoBaHsl paboTEl, B KOTOPBIX aBTOPBI
JEMOHCTPHPYIOT ACCOIMALMIO MEXKJY CIydasMM CHOHTAHHBIX abOpTOB Y JKCHIMHBI 1
POYJICHIEM Y Hee AeTell ¢ 3a/IepsKKoi passuTis. aHHas CBA3b MOXKCT OOBSICHITHCS, B TOM
yucse, OOMUMN TeHETHICCKUMHI (aKTOpaMy, O CYIIECTBOBAHMU KOTOPBLIX BBIIBUIACTCSA
npenookenue PeaoToBbIM JI.A. B KOHTEKCTE JaHHOU JMCCEPTanUoOHHON paboTel. B
KayeCcTBE OCHOBHOI THIIOTE3BI JUCCEPTAIIMOHHOIO MCCIICIOBAHUS IIPEIIONAraeTes, uTo B
OCHOBE OOOMX IMATOJOIMYECKUX COCTOSHHMI MOIYT JISKAaTh BapHaluM Yucia KOIHH
yuactkoB JIHK (Copy number variation, CNV). B jiureparype Onicano MHOKECTBO CNV,

O6YCHOB.HI/IB3IOHII/IX MUKPOJICICIINOHHBIC n  MUKPOAYIUIMKaITMOHHBIC CHUHAPOMBI,



IPOABIAIONIAECS], B TOM YHCIE, 3a/(CPKKOH  PasBUTHL Omny6JIuKOBaHO  OOIBIIOE
KONMYecTBO pabor mo omucanuio crnekrpa CNV B Marepuaie aboptycoB. B pamkax
HaCTOSIIEH pabOThHI aBTOP BIIEPBBIE BRIIBUTACT, IIPOBEPACT M JIOKA3BIBACT TMIIOTE3Y O TOM,
gyro MoryT cymecrsoBarh CNV, KOTOpbIC MOIYT IPHUBOJUTE K POKICHHIO JeTeit ¢
HAPYIIEHUAME WHTCIICKTYalbHOIO pPasBATHS B OJHMX Clydasx M K aHOMAJMiIM
sMOpuroOreHesa B JIpyrux.
CreleHb 000CHOBAHHOCTH, JOCTOBEPHOCTH U HOBH3HA HAYYHBIX MOJIOKeHUH
H BBIBOJAOB, ¢(pOpMY/JTHPOBAHHBIX B HCCEPTALHH

B xome muccepranmonHoi paborsl ®emoros JILA. MPEICTaBHI PE3YILTATHL U
chopMyIMpOBal HayIHBIE IOJOKCHUS M BBIBOJBI, OCHOBAHHBIC HAa aHAJIM3C KPYITHOM
BBIOOPKHM ITAIMEHTOB ¢ HAPYLICHUSMU IICUXOMOTOPHOIO PasBUTHL. B uccenoBaniu ObUI
IIpUMEHEH KOMIUIEKC COBPEMEHHBIX MeT0j(0B. JUId BBIABJICHUS MHUKPOJICJIELUNA U
MUKDOJYIUIMKAIAA Y TalMeHTOB KCIOJNB30BAH ~MHUKPOMATPHYHBIA — aHajus. Pan
oGHapykeHHbX CNV GBUIM HOATBEPIKIEHBI € TIOMOLIBIO KOIMYECTBEHHON [P B pexxume
peabHOIo BPEMEHH ¢ HHAUBHIYaIbHBIM I10400pOM IIPaiiMepOB. Knaccudukanus CNV 1o
KIMHIYECKOM 3HAYMMOCTH IIPOBOAMIACH HA OCHOBE COBPEMEHHBIX MEXKITYHAPO/IHBIX M
POCCHICKAX ~KIMHAYECKHX peKoMeHjaruid. /[ MHTepUpeTanuy  JaHHBIX OBLI
3aieiicTBOBAH psfi COBPEMEHHBIX OMOMH(POPMAIMOHHBIX pecypcos. IIpoBesenHbi
CTATUCTHICCKIM aHANHU3 OATBEPAMI BEICOKYIO JJOCTOBEPHOCTD IOIYYEHHBIX PE3YIIETaTOB
o pusgHuy psaga CNV Kak Ha IpeHaTaIbHOE, TaK ¥ Ha IIOCTHATAJIBHOE Pa3BUTHUC HHANBU/IA.

Hayunast HOBH3HA

JTuccepranuonnas padora Pegorosa Jmurpust AHApPeeBHYA IPEICTABISCT co0oi
KPYIIHOE HCCIIEI0BAHKE CIIEKTPA MHUKPOJENENii 1 MUKPOIYIUIMKAIMA Y IALUCHTOB C
3a/IepKKOM pasBUTHsL. BIlepBEle Takue NEpPeCTPOMKH pacCMATPUBAIOTCA KaK IIPUYHHA
ACCOIHMAIIIN MEKLY POXKICHUEM JIeTell ¢ 3aePiKKOi pa3BUTHA ¥ CIIOHTAHHBIMU abopraMu
B OJHUX U TeX JXe CeMbsiX. B pabore BIEpBbIC NPOBOJUTCA CPaBHCHHE CIICKTpa
MUKPOJIEIICINHA 1 MEKPOIYILTUKAIIMA MEKIY CEMbAMU € OOJNBLHBIM PEOCHKOM U HAJIUIHEM
¥ OTCYTCTBHEM 3aMepliell 0epeMEHHOCTH y MaTEpH.

* 3HAYHMOCTD BBLIBOJOB AMCCEPTANHOHHOTO HCCIIEAOBAHHS
AJIS HAYKH B IPAKTHKH
3HAYMMOCTD PE3Y/IBTATOB 3AKIIOUACTCS B MOTyYeHUH QYHIaMEHTAIbHBIX TaHHBIX O

JTOIIOJIHUTEILHBIX MNAaTOJTOTMYCCKUX IIPOABJICHUAX XPOMOCOMHBIX HEPCCTPOCK. B xoje



paboTHI BriepBbie ObLIA YCTAHOBJICHA MX [OBBIICHHAsA YaCTOTA B CCMBSIX, MMCIOIIHX nerei
C HApYUIEHUSIMU HHTEUIEKTYaJbHOIO pPasBUTHA, Marepd KOTOPBIX HMCIOT Cllydan
CIIOHTAHHBIX a00pToB. [lo/IydeHHbIE JAHHBIC IEMOHCTPUPYIOT BOSMOXKHOCTD IIPOABIICHIS
TIEpECTPOEK B OHOM ¥ TOM K€ PETMOHE Ha PasHBIX dTallaX OHTOTCHE3a, IIPUBO/IA 00 K
POXKJICHHUIO JeTell ¢ paccTpOMCTBAMU HEUPOIICUXUYCCKOTO PasBUTHA, 00 K aHOMaJIUAM
sMmbpuorenesa.  Takum  o0pasoM, — BIEpBbIC — ObUIM UACHTU(PUIMPOBAHbl U
oxapakrepuzoBadbl CNV, MOTEHIMAILHO ACCOLMUPOBAHHBIC C HAPYHICHUAMHI Pa3BUTHA
KAK B IPEHATAIBHOM, TaK ¥ B IOCTHATAILHOM TIEpHOjiax. PesysraTel HACTOSIIICH paboThI
PACIIMPSIOT CIIEKTP IPHYHH PAHEE BHIABICHHON acCOLUAINN MEXKIY POXKIICHACM JeTeit ¢
3aJIePKKON pasBUTHS M CTydasMHu dMOpUOHAIBHOM rudeny B OAHOM m TOH ke cembe. B
XOJle MCCIIeI0BaHms OBLIN pa3paboTaHbl ¥ BHEAPEHBI B paboThl MeIUKO-TeHeTHIECKOIO
nentpa (['eHeTnaeckoll kinHuKy) HayqHo-HCCIIe10BaTEIECKOrO HHCTUTYTA METUIUHCKON
regeTrkd TOMCKOIO HAIMOHAIBLHOIO HCCIEL0BATEIBCKOIO0 MEIUIMHCKOro HCHTpPa JIBC
MEIUIMHCKAE  TEXHOJNOTMM  II0  MOJICKYJISIPHO-I[ATOTCHETUYCCKON  TMAarHOCTHKE
mororennbix CNV # CTPYKTYpHBIX XPOMOCOMHBIX BapHaHTOB Ha Xxpomocome X 'y
[AIMEHTOB ¢ YMCTBEHHOU OTCTAJIOCThIO.
O6mas XapaKTepHCTHKA JUCCEPTANHOHHOM paGoThI

Juccepranus Penorosa J[.A. cocrout u3 177 crpaHull MAIIMHOIMCHOTO TEKCTA,
KOTOPBIE CONPOBOKIAIOTCS 27 Tabnunamu ¥ 26 WLTIOCTPAIUIMU. Crmcok JuTeparypbl
comepxut 280 MCTOUHMKOB, U3 KOTOPEIX 19 oTeuecTBeHHBIX 1 261 3apybexHsiil. Pabora
BKJIIOYAET TPAIUIMOHHbIC Pa3/IeNbl: BBEICHHE, 0030p JIUTCPATYPhI, MaTEPHAIIbl K METOJIBL,
pesyabTaThl U O0CY)KJEHHE, BBIBOABL, 3aKIIOYECHHE, CIIHCOK COKpaIlleHUH, CIUCOK
JINTEPATYPBI ¥ WLTIOCTPATUBHOTO MaTepuaa, IIPUIoKCHHC.

Pasnen «BBeacHHE» CONEPKUT HHPOPMAILMIO 00 aKTyaJbHOCTH HCCICAOBAHMIL,
CTETICHU Hay4HOM pa3paO0oTaHHOCTH, HAyYHOU HOBU3HE, TEOPETHYECKON U IPAKTUYECKOM
3HAUNMOCTH PaboThL JlaHHblii pasmen BKIOIAeT (GOPMYIMPOBKA NI M 3a/1ad,
[ONOKCHNH, BBIHOCUMBIX Ha 3amury. OmnucaHa METONOJOIMs — UCCICJOBAHUA,
IIpE/ICTABIEHEI METOBI, KOTOPEIE OBLIN MCIIOJIB30BAHbI IPU IPOBCACHUH MCCICIOBAHNA.
IIpencraBieHa CTENeHb JJOCTOBEPHOCTH PE3Y/IbTaTOB, CIIMCOK HayYHBIX MEPOIIPUATHHN, I
OBUTH  apPOOMPOBAHBI PE3Y/IBTAThl  JUCCEPTAIHOHHOIO HCCICAOBAHMA, KOIMICCTBO

TyOIMKaIKif, 8 TaKkKe ONMCAaH JIMYHBIA BKJIAJ aBTOPA.



Pasnen «O630p auTeparypsl» BKIIOYAET MH(POPMAIMIO O YacToTe, NMpUYMHAX U
METOaX TEHETHYECKOM JIMATHOCTUKM  HApyIMICHUH IICHXOMOTOPHOTO  pasBUTIGL.
IIpencrapieHa pacpoCTPaHEHHOCTh M STHOIOTHA CIIOHTAHHbIX abopTOB, METO/IbI IIOMCKA
reHETMUCCKUX —IIPUUMH  OMOPHOHANBHONW — THOENu. [logpo6Ho omucansl  CNV
(MomeKyIApHBIe dDDEKTHI, IEHETPAHTHOCTD, IKCIPCCCABHOCTD, HPHHITAIILL KITMHAYE CKOU
prTepnperanun). OOCYKIACTCs BIMIHUE IIEPECTPOEK Ha IPEHATAIBHOE H 110 CTHATAIEHOC
pa3BUTHEC UHUBU/IA.

Pasnen «Marepuaisl 1 METOIBI» BKIIOYAeT HOAPOOHOE ONMCAHUE HCCIIE0BAHHOM
BBIOOPKH HalUEHTOB, au3aina paboTEI, MOJICKYJISIPHO-T€HETUICCKHE,
OMOMH(POPMATHIECKHE U CTATHCTUIECKHE METOIBL.

Paznenr «Pe3ynsTarsl 1 00CYXKIEHUE» COCTOUT U3 BOCHMHU II0J(Pa3/eiIoB, KOTOPLIC
BKJTIOYAIOT IIOPOOHOE ONMcaHie 00HapyKEHHOTO CIEKTPa XPOMOCOMHEIX LIEPECTPOCK Y
[AIHEATOB C 3aepKKOM PasBUTHS; CPABHEHHME YAaCTOT CeMeHd, MMEoImX pedeHka ¢
HapylIeHueM pasutus, oOyciaosienHsiMi CNV, B rpylnax ¢ HAIMIHCM 1 OTCYTCTBUCM
CIIOHTAHHBIX A00PTOB Y MaTepy; IPeICTaBlIcHa CpaBHUTEIbHAS XapaKTepUCTHKA CIICKTPa
[IepPeCTPOCK MEK/Ty TPYIIIAMI ¢ HATIINEM M OTCYTCTBHEM 3aMepIIei O6epeMeHHOCTH 110
KIMHAYECKON HMHTEPIIPETAIiy, I[POMCXOKICHNIO, KOIMUUHOCTH, KOJIUYCCTBY I'CHOB,
pasMepy, TEHHOMY COCTaBy; COJEpIKAr [eTalbHOE ONMCAHUE KIMHMYCCKUX CIIy1acs
1Ipo6AHI0B C MATOTCHHBIMH M BEPOATHO [ATOTCHHBIMU BapHaHTaMu, MarepH KOTOPBIX
MMEIOT CJIyJa CIIOHTAHHBIX a00OpPTOB B aHAMHE3C

TekcT JAUCCEpTAlMK 3aKaHIMBAETCA  BBIBOJAMHM, KOTOPBIE — COOTBETCTBYIOT
[IOCTABICHHOM 11€J14, 3a/ja4aM paOoThl ¥ OCHOBEIBAIOTCS Ha MOJIYYEHHBIX PE3Y/IbTaTax.

PexoMeHIalHH [0 HCIOJIB30BAHMIO PE3YJIbTATOB U BBIBOA0OB

Pe3ylbraThl JMCCEPTAIMOHHOr0 nccnenosanus Peporosa JIA. 3HAUMMBL Kak €
(yHIAMEHTATBHOM, Tak U C IPAKTHYECKOH ToUKM 3peHus. lIomydeHHBIC CBEICHHSA
IPUMEHUMBI JUIsl KIIMHAYECKOH NPaKTUKU: UHTEPIPETAlys JAaHHbIX MUKPOMATPHIHOIO
aHaIM3a TIPU IPEHATATbHON AHAarHOCTUKE, ICHETHIECKOES KOHCYIBLTHPOBAHUE 1 BEICHUC
ceMeifHbIX Iap, CTONKHYBIIUXCS C 3a/IePiKKOM pasBUTHsL y peOCHKA MM CO CIIOHTaHHBIMU
abopraMu y Marepu. Kpome 5TOro, IpEACTABICHHBIC MaTepHajlbl MOTYT OBITH
HCIIOB30BAHEI B 00Pa30BaTENBHOM IMpoLecce — pa3paboTKe yYEeOHBIX KYypCOB L

CTY1€HTOB, ACITUPAHTOB u OpAUHATOPOB MCIUIHUHCKHX 154 OMOJIOTUYE CKUX



cuenuanpuocTeif. 1lonydeHHbIC J@HHBIE MOIYT OBITH BKIIOYEHBI B IPOrPaMMBbI
IIOBBIIICHIS KBAIH(QUKALIMA Bpaueii-reHeTHKOB U 1a00paTOPHBIX I'€HETHKOB.
ITosiHOTA M3JI05KEHHS MATEPUAJIOB JUCCEPTANHOHHOIO HCCIEI0BAHU

Pe3ylIbTaThl MCCIEOBAHMS OBUIM TIPEICTABIEHBl HAYYHOH OOINECTBEHHOCTH B 23
paborax, cpeiu KOTopbIx 11 crareil omyGnukoBaHEl B JKypHajaX, pEeKOMCHIOBAHHLIX
Bhiciieil aTTecTalMOHHOM Komuccueii MUHKMCTEpCTBA HAYKUM M BBICHIErO 0Opa3oBaHus
Poccuiickoit Dejiepalliy, cpeu HuX 4 CTaTby, HHICKCHPYEMBIC B 0a3aX TaHHBIX Web of
Science/Scopus, 2 MEIMIMHCKHE TEXHOJIOIMH NPOGHUIAKTUKH, JHATHOCTUKH, JICICHHS
3a00J1eBaHui ¥ peabUInTaly TAIIMCHTOB.

CooTtBercTBHE aBTOpedepaTa OCHOBHBLIM MOJIOKEHHAM AHCCEPTANNH

Asropedepar auccepraimu  Pemorosa Jlmurpus  AHIpeeBHYA  IOTHOCTBIO
COOTBETCTBYeT OCHOBHBIM IIOJOKCHHAM Juccepraiud. B aBropedepare OTPa)KCHBI
AKTYaJbHOCTh MCCIICIOBAHMS, CTENEHb Pa3spabOTaHHOCTH TEMBI, L€ U 3a/1a9H, HayHasd
HOBHM3HA, TEOpPETUYCCKas W IPAKTHYECKasds 3HAYUMOCTb MCCIICAOBAHUA, OCHOBHBIC
TOJIOYKEHMUs, BEIHOCUMEIC Ha 3alUTY U II0JYICHHBIC PE3YIbTaThL.

3akiioueHune

Jluccepramua Demorosa Jmurpus Amzppeepnda Ha Temy «CHEKTp CNV y
[AIIHCHTOB C paccTpoicTBaMU HEHPOICHXMYECKOrO pPasBUTHS U MX acconuanus ¢
AHOMAJIVSIME SMOPHOTEHE3a», PEICTABICHHAs Ha COUCKAHNC yICHO! CTCIICHU KaH/u/1aTa
MEMITMHCKIX HayK 110 crerpanbaocty 1.5.7. leneTnka (MEUIMHCKUC HAYKH), SABIACTCA
3aBEPIICHHON HayYHO-KBaJIM(PUKAIIHOHHON paboToi, B KOTOpPOM Ha OCHOBAHMHU
BBITONHEHHBIX ABTOPOM HMCCIEIOBAHUA COICPKHUTCA PEIIEHUE aKTyaJlbHON HaydHOU
3aj1@4y 110 TPOBEPKE TMIIOTE3Bl O TOM, YTO ofHM U Te e CNV MOryT npuBOIUTH K
ATOJIOMMAM HA PasHBIX OTAlaX MHHAMBHIYAJIbHOTO PasBUTUs, HMMEIOIICH OrpOMHOC
3HAYEHUE IS PA3BUTHS MEIUIIMHCKON ICHETHKH.

Jlucceprarmonnas paGora ®emorosa Jmurpus AHApecBHdYa IO cBoei
AKTYalbHOCTH, HAYYHOIl HOBH3HE, CTEINEHU OOOCHOBAHHOCTH chopMynTUpOBaHHBIX B
JUCCEPTAIIMU  HAyYHBIX IIOJIOKCHUHA M BBIBOJIOB, NPAaKTUYECKOH  3HAYUMOCTH,
JIOCTOBEPHOCTH IIOTYYEHHBIX PE3Y/IBTaToOB, IIOJHOTE H3JIOKCHUA U 000CHOBaHHOCTH
BBIBOJIOB COOTBETCTBYeT TpeOoBaHmsM I 9 IlonmoxeHus O MNPUCYKJICHUH yHCHBIX
crereneii, yreepkaennoro ITocranosnenyeM IIpaBurenbCTea P® or 24.09.2013 N 842 (B

pex. or 16.10.2024r. Nel382), mpenbaBisseMbIM K KaHIM/ATCKUM JIACCCPTALMAM, a CC



aBTOP 3aCIIY)KHBACT MPUCYKACHUS yUEHON CTEIIEHN KaHIU1aTa MEAUINHCKIAX HAYK
no cuenuainbHocTy 1.5.7. Ienernka (MEIUITMHCKAE HAYKH).

OT3BIB O Hay4HO-IPAKTUUECKON 3HaummocTd auccepranun demorosa JIMUTpPHS
Aunpeesnya wHa Temy: «Crmexrp CNV y IamMeHTOB ¢ PacCTpOHCTBAMU
HEHPOICHXIIECKOTO PasBUTHS M HUX acCOLMAIlUA C aHOMANUAMH OMOpHOreHe3a»
3aciyman, o0CykKIeH W OfoOpeH Ha 3acelaHuMM KadeJpsl MEAUUUHCKOH I'eHETHKH
delepadbHOrO  TOCYJAapPCTBEHHOIO OIO/PKETHOrO  00pa3oBaTeIBHOIO  YUPEKICHHs
JIONIOJHUTENIBHOIO  IpodeccroHanpHoro obpasoBanus «Poccuiickas MeIUIITHCKAs
akajeMus  HENPEepPLIBHOIO  podeccHoHaTbHOro  oOpazoBanus»  MUHUCTEPCTBA

3paBooxpanenus Poccuiickoit exepanun, nporokosn Ne 7 ot «15.09.2025 r.

IIpodeccop kadeapbl MEAULUHCKON ICHETUKH
®I'BOY JITO PMAHIIO Munsapasa Poccun

JOKTOP MEITUIIMHCKUX HAYK, JIOLIEHT

Yo -
Ak /Jlemukosa Haranus CepreeBHa/

IToamuchk JOKTOpa MEIUIIMHCKIX HayK, fJoneHTa Jlemukosoii H.C. 3aBepstto:
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defiepalbHOE  IOCYIAPCTBEHHOE  OIOKETHOE — 00pasoBaTENbHOE  YUPEHKJICHHC
JOTIOTHATEIBHOTO  NIpodecCHOHATbHOTO  00pazoBanus «Poccuickas —MeJUIUHCKAs
aKajeMus  HEIPEPHIBHOIO  NPO(QECCHOHAILHOrO  00pa3sOBAHUSD) MuHHRCTEpCTBA
3JIpaBOOXpaHCHUs PocCuitcKon deneparnun, 125993 1. Mocksa, yiI. Bappukagunas, 1. 2/1,
crp. 1, Tem: + 7 (499) 252-21-04, DieKTpoHHas 10YTa: rMapo@rmapo.ru



