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OT13bIB Ha aBTOpedepaT AuccepTALUHN
®enoroBa /IMutTpuss AHApeeBHYA
“CIEKTP CNV Y IAIIMEHTOB C PACCTPOMCTBAMU
HEWMPOIICUXUYECKOI'O PA3BBUTHSA U UX ACCOLIUALIUS C
AHOMAJIUSAMU SMBPUOTEHE3A”, npeacTaB/IeHHOM HA COMCKaHHUe
YUYeHO# cTeneHUd KaAaHAUAATAa MeIUIUHCKUX HAaYK MO0 cnenuajbHocTH 1.5.7
I'eneruka

Jmutpuii AHIpeeBUY B CBOei paboTe BBIIBUTAaeT HHTEPECHYIO THIIOTE3Y - O
TOM, 4TO aHoManuu komuiHocTH JIHK, BbI3bIBaOIIME YMCTBEHHYK) OTCTAJIOCTh,
TaK)ke SBISIOTCS (akKTOpOM pPHUCKa HEBBIHALIMBAHWSA. YUUTHIBAs IUIEMOTPOIHOE
NEeWCTBUE MHOIMX I€HOB, a TaK)XXe TO, YTO HapyILUEHHUs IICUXOPEUYEBOrO Pa3sBUTHUS
SIBJISIIOTCSL KpalHE TeTepOreHHON HO30JI0THEMN, aCCOLMUPOBAHHOM C ThICAYaMU
pa3HbIX TE€HOB, TaKOE TMPEAIONOKEHUE SBISETCS JIOTMUHBIM. IIpoBepka 3ToMH
TUIIOTE3bl Ba)KHA HE TOJIBKO IUISL TOHUMAaHUsl 0a30BbIX T'€HETUUECKUX (DEHOMEHOB -
TaKMX, Kak YK€ YINOMsHYTas BbIlIE [UIEHOTPONHOCTb, a TaKXXe HEeNoJIHas
NIEHETPAHTHOCTH (BeIb €CJIM TUIIOTe3a BepHA, B KAKUX-TO CIy4asX OIHHU U Te Ke
CNV BbBI3BIBAIOT BHYTPUYTPOOHYIO JIETAJIBHOCTh, @ B KaKUX-TO - HET), HO U C
[IPaKTUYECKON TOUKHU 3peHus. Kak BepHO yTBEpXKAaeT aBTOp, 3HAHNWE B3aUMOCBS3eH
MEXy Pa3IMUHbIMU KIMHUYECKUMU (PEHOTUIIaMU IToMOraeT 60Jiee TOUHO OLEHUTH
PUCKH TOM UJIM UHOM PENPOIYKTUBHON CTPATErUU.

Pabora BrImonHEHa Ha MPEKpPacHOM KIMHWYECKOM MaTepuaje U, MOMHMO
Hay4HOU LIEHHOCTH, SIBIISIETCSI BAKHOU C TOUKU 3pEHUS pellleHus 3a7a4 MeIULIUHbI
U 3IpaBOOXPAaHEHUs] - B paMKax paboThl ObUIM AETAJbHO PacCMOTPEHbI COTHHU
KOHKPETHBIX KIMHUYECKUX CIydaeB, 3a KaKIbIM M3 KOTOPBIX CTOSIT MalUEHTHI,
IIOJIyYUBILKE KaUECTBEHHYIO KOHCYJIBTALIUIO.

B OejaoM, pa60Ta INPOU3BOAUT XOpOoIIe€ BICYATICHHUCE. OpnHako cienyerT
OTMETHUTH ABa HEAOCTATKaA.

1. Ha crp. 11 yxazano 3maueHue p = 0,03, HO He yKa3aHO, KaKOM
CTaTUCTUYECKUH TECT IMPOBOAMJICA M  BBINOJHSJIACH JIM TOMNpaBKa Ha
MHOYKECTBEHHOE TECTUpPOBAaHUE. XOTs 3TU [E€TAIH, BEPOSITHO, OMKCAHbl B MOJHOMU



BEPCHH OMCCEPTAIMY, BHIHECEHHBIN pe3ynbTaT - KIKYEBOH s BCeH paboThl H,
YUNUTHIBas MOTPAaHWYHOE 3HAYEHHE P, METOAMYECKHE NETald B JaHHOM Cjydyae
Jydllle yKa3aTh U B aBTOpedepare.

2. B pabore yKa3zaHO HECKOJbKO JAPYIMX ‘“OLEHOYHBbIX’ TE3HCOB, HE
MOATBEPXKACHHBIX cTaructudyeckd. Hanpumep, Ha crp. 10: “Yame Bcero
BCTpeuanuch Mukpozeneuun 22q11.21 (7/1417), accourupoBaHHbIE C CUHIPOMOM
Jn xopmx (OMIM 188400) u BenokapauodanuaibHbM cuHapomom (OMIM
192430), mukpomeneruu 15ql11.2 (6/1417) (OMIM: 615656), Muxkpoxeaeuuu
16p11.2-p12.2 (4/1417) (OMIM: 613604).” - xaxercsi, 4To Ha BblOOpKe u3 1417
BcTpedaeMocThb 7 u3 1417, 4 u3 1417 nnu 1 u3 1417 MoXeT HUYEM HE OTJIUYAThLCs
cratactidecku. @opManabHO, TE3UC O TOM, YTO 3TH HAPyLUEHUsI BCTPEYAIUCDH Yallle
OpyrMX B JaHHOW KOHKPETHOM KOropTe€ KOPPEKTHBIM, HO B IPHUBEIEHHOH
GopMyJTUPOBKE y UUTATENSI MOXKET BOZHUKHYThH BIIEUATIIEHHE, YTO 3TH HAPYyLIECHHUs
yalle BO3HUKAIOT (WJIM BCTpPEUalOTCs) B LEJIOM. AHAJOTHYHO 4MTaeTcsi (pasza
“boapmyr vyacth CNV cocraBuid MUKpomymdkanmuu — 261 uz 498 (52%);
MUKPOJIENEeIUH BCTpedanch pexe — 208 u3 498 (42%).” - eciiu aBTOp CUMTAET, YTO
3TO oO0mas 3aKOHOMEPHOCTh (YTO MHUKPOAYIUIMKALMM BCTPEYarOTCs Yalle B
MOMYJISILIMKM) - JIydllle 3TO MOATBEPAUTH CTATUCTUYECKH, a €CIM peyb HIET O
Clly4aliHOM paclpeleseHuy U AJis JaJIbHEeHIero aHairu3a 3T0 He BAXKHO - HYXKHO JIU
aKLIEeHTUPOBaTh BHUMaHUe?

B nenom, 3Tv He3HAUUTENbHBIE CTUIMCTUYECKHE 3aMEUaHusl HE BIUSIOT Ha
oOiee BocmpusiTue padoThl, KOTOpasi, Oe3yCIOBHO, BBIMIOJIHEHA HA BBICOKOM
METOJMYECKOM YpPOBHE M COOTBETCTBYET KpPUTEPHUSM, TPEAbsBISEMbIM K
JMCCepTAlMOHHBIM paboTaMm.

Taxkum obpaszom, aucceprauusi PenoroBa [Amutpusi AHIpeeBUuYa Ha TEMY
«Cnextp CNV y naureHToB ¢ pacCTpOMCTBAMU HEHPOIICUXUUECKOTO Pa3BUTHS U UX
acconMalnusi C aHOMaIMUsIMU SMOpHOreHe3ay, IMPEACTaBlI€HHAass Ha COHCKaHUe
YYEHOH CTENEHU KaHauaaTa MEIUIIMHCKUX HayK 110 clielMalbHOCTH 1.5.7 I'eneTuka,
SIBJISIETCSl 3aBEPIIEHHONW Hay4YHO-KBaJIU(PUKAIIMOHHON paboToil, B KOTOpOH Ha
OCHOBAaHMM BBINOJHEHHBIX aBTOPOM HCCJENOBaHUM COHNEPIKUTCS peLIeHUe
aKTyaJbHOM  Hay4yHOM  3aJadd  BBIABJIEHHH  XPOMOCOMHBIX  PErMOHOB,
BapuabenbHOCTh B YHCNIE KOMHM KOTOPBIX B CEMbE AacCOLIMUpOBAHA C



paccTpoiicTBaMU HEUPOINCUXUYECKOTO pPa3BUTHUSI Yy peOeHKa W CIOHTAHHBIMU
abopTaMy B aHAMHE3€ MaTEpHU.

HucceprauuonHass pabora ®enoroBa JMutpusi AHApeeBHYa IO CBOEH
aKTYaJIbHOCTH, HAYy4YHOW HOBHU3HE, CTENEHU 0OOOCHOBAHHOCTU C(HOPMYJTHPOBAHHBIX
B JMCCEpTalMi Hay4HBbIX MOJIOXKEHHH W BBIBOJOB, MPAKTUUECKOH 3HAYHMOCTH,
JOCTOBEPHOCTH IOJyYEHHBIX PE3YJIbTAaTOB, IIOJIHOTE U3JI0KEHUsI U 000CHOBAaHHOCTH
BBIBOJIOB COOTBETCTBYeT TpeOoBaHMsM 1. 9-14 [lonoxkeHHs O MPHUCYKIACHHH
YYeHBIX CcTemneHel, yreepxiaeHHoro IlocranoBnenuem IlpaButensctBa P® ot
24.09.2013 N 842 (pemn. ot 16.10.2024), mpenbsBisieMbIM K KaHIWIATCKHM
nicceprauusaM. CunTaro, 4To AUccepTalys 3aciy’)KUBaeT CaMOW BbICOKOM OLIEHKH, a
aBTOp — IIPUCYXIECHHUS YUYEHOW CTENEeHW KaHIW[AaTa MEIUWLUHCKUX HayK 10
cneunanbHocT 1.5.7 ['eneruxa.

S, ®umman Benmamun CeMeHOBHY, A0 COIJIacMe HA BKIFOYEHUE CBOUX
IIEPCOHAJIBHBIX [AaHHBIX B JOKYMEHTBI, CBSI3aHHbIE C pabOTOU IHCCEepTallMOHHOIO
coera 24.1.215.03 Ha 6aze ®enepallbHOr0 TOCYIAPCTBEHHOTO OFOIKETHOTO
Hay4yHOro  yypexzaeHuss «TOMCKHA  HalMOHAIBHBIA  MCCIEI0BATENIbCKUM
MEIUMUMHCKUM NeHTp Poccuiickoit akaneMun Hayk», H UX JaTbHEHIIYI0 00padoTKy.

BENyLIUI HAyUHbIH COTPYIHUK,

3aBENyIOLIUI CEKTOPOM F'€HOMHBIX MEXaHU3MOB OHTOTEeHE3a
Mucrutyra Lutonoruu u 'enetuku CO PAH,

JIOKTOp OHOJIOrHuecKuX HayK

(1.5.22. kneTouHast OMOIOTHS,

1.5.8. maremaTuyeckas Ouosnorus, OuouHhOpMaTHKA)
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