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AK’I‘yaJILIIOCTb TEMbI HCCJICJOBAHMN

PaccrpoiicrBa Heliponcuxmyeckoro passutus (PHIIP) — obmupuas rpymma
3a00J1CBanK i, RBI3BIBAIONIUX IOBEIEHYCCKHIE M KOTHHTHBHLIC HapyLICHUs, KOTOPBIE
ABJIAIOTCS aKTyalbHOU MeIUKO-COLMaIbHOM npobnemoit. o 3% nereit cTpagaer
38/IEPKKOH IICHXOMOTOPHOIO DPAa3BHUTHS, YTO 9acTO CBS3aHO C IeHETUYECKHMM
HApYIIEHUAMHA W BPOXIECHHBIMYU aHOMAIUSIMUA pasBuThsMU. B dactu cemeit ¢
OONBHBIMM ~ NETHMH y  MaTepeil OTMEYAloT — OTSTOIICHHLI AKyLIepPCKO-
PMHEKONIOrNYCCKUl  aHamues  (Geciiofiue, HeBBIHAIIMBAHHE OCPEMEHHOCTH,
BPOXKICHHBIE TIOPOKK DPA3BHTUS, MEPTBOPOMKIENHE), YTO YKAa3bIBAET HA CBS3b
AQHHBIX HAPYNICHWH, OOIMHOCTD WX JTHONOTMYCCKHX M  IATOreHETHUECKUX
dakropos. HesblHammpanue GepeMeHHOCTH SBISCTCS ONHOH U3 aKTYaJbHBIX
COBPEMEHHBIX ~ ME/IMIMHCKUX  TIpobieM. CaMOIPOU3BOIBHBIM — IPephIBAHUCM,
Haubonee 4YaCTO NpPOUCXOAAIMM B | TpHUMECTpe, 3akaHuMBaercs 10 15%
KIIMHUYCCKH  3aperUCTPUPOBAHHBIX  OepemeHHOCTeH.  IloBropHble  ciryuan
HCBBIHAIIMBAHUS OCPEeMEHHOCTH, oTMewaeMmble y 1-2%  cympykKecKux nap,
OK43bIBAIOT ~ HEraTMBHOE  BO3JACHCTBME  Ha  3J0POBBE  JKCHIIMHBI U
IICHXOMONMOHATBHOC COCTOSIHE B CeMbe. ITHOJIOIMS CAMOTIPOU3ROILHRIX T10Teph
OepeMeHHOCTH MHOrOOOpasHa M BKIIOYAET PasiMuHbe IPHYMHBl M TIATOI'eHHBIC
(haKTOphI, BIMSIONEE KaK CO CTOPOHBI CAMOTO 5MOpHOHA/TUTONE, TaKk M C
MATEPUHCKOK cTOponbl. B GonbmmucTse (50-60%) cnygaes IIOTEPH OepeMEHHOCTH
BBI3BAHEL XPOMOCOMHBIMU aHOMAIIMAMY (aHEYIUIOMIHCH U HechalaHCUPOBAHHBIMH
CTPYKTYPHRIMH aHOMATHAMH XPOMOCOM, IIATOICHHBIMH BapHAMSIMU YHCIIa KO
FEHETHHECKHX NPUIAH HAPYIICHHUS (PU3MYECKOI0 H HEHPOIICUXIYECKOTO PA3BUTHS,
ormedaemble 'y 7-40% mnanmentor ¢ PHIIP. MmeroTcs JJAHHBIC O HEraTHUBHBIX
3(dexTax HEKOTOPBIX BAPUAHTOB HHCIA KOMMI KakK Ha SMOPHOHANBHOE pa3BUTHE
HEPBHOH CHCTEMBI W JIPYTHX OpraHoB. BBIABICHHE ONMHAKOBBIX M CXOWKHX
XPOMOCOMHBIX BApUaHTOB M CNV B 01HMX U TeX ke 00IacTsaX reHoMa y NaldeHToR



¢ PHIIP u crioHTaHHEIX aGopTycos YKa3pIBacT Ha TO, YTO OHHU MOIYT SIBJISTHCS
OITHOH M3 NPHYUH, NPUBO/UIIINX K HAPYIICHUAM PaHHEro I1pe- U NOCTHATAILHOTO
PasBUTHA, HapymeHuto pepTrmibHocTH. OIHAKO CBY3L IAHHBIX HAPYIICHUH, POJIb
CNV 1 comep)anuxcs B HUX renax B UX THONOIHH HENOCTATOYHO M3YIEHA.

Juccepranmonnoe ucenenopanne JLA. demorosa IIOCBSIIEHO H3YYEHUIO
BapuaHToB 4ncia xomuit (CNV) y HanmeHToB HapyeHHsMu TICHXOMOTOPHOI'O
PasBUTHS, BLIABICHHIO IIATOICHHBIX BAPHAHTOB, KOTOPHIE CMOTYT OBIThH CBA3AHBI C
PHIIP, napymennem sMOprOHambHOTO passBuTHs U BEIHAITABAHHEM OepeMenHoCTH,
IIOOTOMY aKTyaJbHOCTh TEMBI UCCAETOBAHMS HE BRI3BLIBAET COMHEHS.

Hayunasi nosusua

B muccepranmmonnom wuccnenosanmu JILA. degorosa IIOJIy4eHbl HOBBIE
HayHHBIC JaHHBIC O YaCTOTe, CIeKTpe U XapakTepucTike CNV B CeMbBAX C IETBMU C
PHIIP B 3aBHCUMOCTH OT HCXOIOB HpeapIymux OepeMeHHOCTEN (HaTWuus Wi
OTCYTCTBUA HEBBIHAIIMBAHKA OCpPeMEHHOCTH y Marepeit). BrepBrie onexena
BeTpedaemocts PHIIP, cBs3aHHBIMU ¢ laTOreHHBIMH, BEPOATHO TIATOTeHHBIMU
CNV wunm Bapuanrtamu c HeompejeleHHON KIMHHYIECKOl 3HAYMMOCTBIO, B
3aBUCHMOCTH OT HaJlM4us CIOHTAHHBIX a0OpTOB B aHAMHE3e MarepH, OLeHEHa
qactora U ciektp CNV. BuIsSBIeHB OTIHYHS 110 4acTOTe U cuexkrpy CNV y
namuenToB ¢ PHIIP m3 ceMell co croydasMd HEBBIHAIIMBAHUS U Ge3
3a(UKCHPOBAHHBIX  CaMOIIPOU3BOIBHBIX norepr OepemenHoctd. OO6HapysKeHa
Oosiee BbIcOKas gacToTa MUKpOIenen il y nanuenton ¢ PHITP w3 CeMeH, B KOTOPBIX
Y Mareped OTMEHeHb! Clly4ad HEBBIHANIMBANMA OEPEMEHHOCTH, 110 CPaBHEHHUIO C
laIHEeHTaMI 3 CEMEH, HE MMEIOIIMX CIOHTAHHEIX MOTeph Oepemennocti (19%
npotuB 11%). Y 4% nanuentos ¢ PHIIP o6HapyeHbl naToreHHbIe CNV, B Tom
aucie, Mukponeneuun 22q11.21, acconunposanusie ¢ cuaapomom Jn Jxopmxu,
BEJIOKAp/IMO(alMaIbHEIM CHHAPOMOM, MUKDPOJIENCIHH 15q11.2 u 16pl11.2-p12.2.
Brnepsbie ommcan psin HecunppomansHeix CNV (B permonax 2q23.1, 3q29,
16pl1.2), oborameHusx reHamu, aCCOLIMMPOBAHHBIMU € HAPYIIEHUSMH
aMOpuUoTeres3a, aHOMAIMSIMU CePIeTHO-COCYIUCTOMN 1 UMMYHHOM CHCTEM, KOTOPBIE
MOI'YT OBITH NATOI€HETHYECKH 3HAYMMBIMHA KaK B OTHOIICHHU Pa3BUTHSI HEPBHOK
CHCTEMBL M IICHXOMOTOPHOI'O PA3BUTHS, TaK U CaMOIPOU3BOJILHOTO IIPepbIBAHHS
OepeMeHHOCTH. Y cTaHOBICHO, 4T0 MoHOTeHHbe CNV 3HagmMO yae BCTPEYAOTCS
cpeau perer ¢ PHIIP u3 cemelt co crioHTaHHBIME aBopTamy, 110 CPaBHEHHIO C
CeMbsiMKM 0€3 HEBBIHAIIMBANUS GEepeMEeHHOCTH (9% nporus 3%). Bouisiaen psn
reHoB (AGBL4, MBDS, DTNB, SPOCK3, CDKALI, AUTS?, IMMP2L, CDK]I3,
CEP128, UNCI3C, MACROD?, TSPAN7), W3MEHEHUS KOIMHAHOCTH KOTOPBIX



MOI'YT OBITH BOBJICYEHBI KaK B HTHOIOIHIO PHIIP, Tax W HesbIHammBaHus
OepemMeHHOCTH.

ennocTs 11 HAYKH B IPAKTHKH Pe3yJbTATOR padoThI

B pabore JI.A. ®emorosa monyyeHbl HOBbIC JaHHBIC, CBHJIETEILCTBYIONIHE O
TOM, 1TO B CEMBAX, UMCIOIMX JIETeH ¢ HapyIIeHHEM TICHXOMOTOPHOTO PA3BUTHS C
HATOTCHHBIMA HIIM BEPOATHO raToreHHbMi CN'V, B TOM YnCIle yHACTE[0BAHHBIMY,
[TOBBIIIIEHA BEPOATHOCTE CAMOIIPOU3BOIILHBIX II0TEPE GepeMeHHOCTH. Y cTanosiena,
4To Oonbiuas gacts (68%) Muxpomenenuit u MUKPOIYIIMKALWHA y TIAIHEHTOB C
PHIIP ymacie/i0Bamsl 0T yCIOBHO 3MOpOBBIX pojuTeNeit, IIPEUMYIIECTBEHHO OT
matepeit. OOHapyKeHHblE BApUMAHTLI YHCHA  KOIIHI OXapaKTepHU30BaHbl 11O
XapaKTepy HM3MEHEHHS KONUHHOCTH, pasMepy, IPOHCXOKACHMIO M TEeHHOMY
cocrapy. OmmcanHble B paboTe KIMHUYeCKHe CIIyqau C YHACIEMOBAHHLIMHA OT
POAWTEeNIe  BApMAHTAMM,  HAIM4UEM  HEBBIHAIMMBAHMS,  OCOGEHHO  ©
COOTBETCTBYIOIMMMHU [IATOreHUBIME CNV y abopTycoB, HArMsSgHO JEMOHCTPHPYIOT
AKTYaJIbHOCTE W NPAKTUYECKYIO0 3HAYUMOCTE ucciaenoBaHus CNV B ceMbsix
neremu ¢ PHITP u ¢ napymenuem depransaocTi.

ITomyduennsle 3HAHUA MOIYT OBITH HCHOJNB3OBANbI [IpM  HHTEpIpeTaluu
PE3YILTATOB  XpOMOCOMHOIO MHKpomarpudnoro amnanmsa (aCGH) B xome
IPCHATAIIBHOTO  I'CHETHYCCKOTO  TECTUPOBAHUS, IIPH  MEAUKO-TEHETHUYECKOM
KOHCYILTUPOBAHWA M BEIAECHUM CYIPYKECKHX 11ap, UMerouX pebenka ¢ PHIIP, a
TAKIKe Iap ¢ HEBBIHAUIMBAHNEM OepeMEHHOCTH B aHAMHE3E.,

B xome wccnenoBanus paspaboTaHsl M BHEADEHBI B IPaKTUKy JIBC
MEJIUIIMHCKUE TEXHOJIOTHH 10 MOJIEKYIAPHO-IIUTONCHETHUYECKOH JIMarHOCTHKE
MoHorennsX CNV # CIpyKTYPHBIX XPOMOCOMHBIX BAPHAHTOB HA xpoMocome X y
[alUenToB ¢ HeAU(QQEpEeHIMPOBAHHEIMU (HOPMAMKE YMCTBEHHOH OTCTATIOCTH.
Ilonyyennsie B HaHHBIE TaK)Ke MOTYT OBITh HCIIONB3IOBAHEL UPH  CO3JIaHHH
JICKIMONHBIX KypCOB, BKIIIOYEHEI B IIPOrpaMMy 0Oy4YeHHMsI CTYNEHTOR, acIIHPAHTOB
MEIUIMHCKIX ¥ OMOTOrHYeCKiX (aKyIbTeTOR, KyPCOB OBBIIICHHS KBaJlIUpUKAIUK
JULsL BpadeH, a Takoke B IPOrpaMMy OBYyYeHus Op/IMHATOPOB 110 CIIeIMAbHOCTSIM
«I'eneruka» u «Jlaboparopnas reaeTikay.

ocTOBEPHOCTH Pe3yILTATOR JUCCEPTALHN

Bricoxas cTenens 10CTOBEPHOCTH TAHHBIX, TOIYYEHHBIX B MHCCEePTALMOHHON
pabore J[.A. ®enorosa, obecrieunBaeTcs PEIPE3EHTATHRBHOCTHIO HCCTIeJ0BAaHHOMN
BbIOOPKK (1417 MamMeHToOB ¢ paccTpoifcTBAMM HEMPOTICUXMYECKOr0 PasBHTHsA),
UCHOIBE30BAHUEM  KOMIUICKCA COBPCMEHHBIX MOJEKYLIPHO-IMTOICHETHYECKUX,



MOIICKYIAPHO-TCHCTHIECKUX ~ METOJOB  MCCHEOBAHUS, B  TOM  “HCIC
BRICOKOPA3PEIIAIONINX  T€HOMHIBIX METOAOB (XPOMOCOMHBIH MHKPOMATPHYHBIN
anamm3, aCGH), Bepudwkammell momyYeHHBIX pe3yJIbTaTOR, TIPHBJIEYEHUEM
VH(OPMAIMU U3 OTKPBITEIX HCTOYHUKOB [JIs MHTEPIPETALMH HOTYYCHHBIX JAHHBIX,
4 TAKXKE MPUMCHEHUEM a/IEKBATHBIX MECTOOB CTATHCTUYECKOTO AHATH3A.

Crenennb 060CHOBAHHOCTH HAY4HbIX I0JIOKCHHI U BHIBO/IOB,
C(hopMYyTHPOBAHHEIX B IUCCEPTANMH

Jluccepranvonnoe mccnenosanue J[.A. ®emoroBa OCHOBbIBAETCS HA
aZICKBATHOM ~ METO/IOJIOTUMECKOM TMOZIXO/Ie K IUIAHUPOBAHUIO U IIPOBEIEHHIO
uccienosanus. B csoelt pabore asrop mocrtaBmi derkyro KOHKPETHYIO 1Ie]Ib H
chopmynuposar COOTBETCTBYIOIHE €l 3aia4u. TeopeTHYeCcKUue U METOMHYECKHe
ACIIEKTLI MCCIIeIOBaHMSI OCHOBAHBI Ha ITIyOOKOM aHaIM3e HayIHBIX paboT B 06acTH
JTHOJIOIMHA W I'CHETUKH PACCTPOHUCTB HEMPOIICHXMYECKOTO PasBHTHS, HAPYIICHHH
SMOPMOHAIBHOTO PA3BUTHS M HEBEIHAIIMBAHIS OepeMEeHHOCTH, BapMalHit Yucia
xoruit (CNV) Kak NpUYHHBI UX Pa3BATHA. [Tony4yeHnsle aBTOpOM pesyiLTarThl
CBUACTCIILCTBYIOT O BBIUIONHEHMM BCEX IIOCTABIEHHBIX 3a/1a4, YMO3AKIIOUEHHS B
IIONIHOM Mepe NOOKPEIUICHEl YOCIUTeIbHBIMA OKCIICPUMEHTAIBHBIMU JTAHHBLIMU.
[TosnosxeHUs 1 BBIBOMBI, H3IOKEHHEIE B JAMCCepTaluy, NPEACTaBISIOT COO0H HAYIHO
000CHOBAHHBIE M apryMEHTHPOBAHHEIE YTBEPXKIICHUsI, KOTOPBIC Oa3HpyloTcsi Ha
OPUIMHAIIBHBIX PE3YNbTaraX M IMOATBEPKAAIOTCS MAHHBIMHM CTATHCTHYECKOTO
aHanuza. Pesynsrarbl MCCIeMOBaHMs MITIOCTPHPOBAHBI GONBITUM KOIAUECTROM
PUCYHKOB U TabNIuII.

Ioarsepxaenne onyGaHKOBAHAS 0CHOBHBLIX Pe3y/ILTATOB JHCCEPTANUM B
HAYYHOH Ie4YaTH

Marepuans! quccepTauny pe/ICTaBIeHs! B 23 eYaTHbIX paborax couckares,
B TOM vuclie 11 cTaTesax B XypHaTax, peKOMEH/[0BaHHBIX BhICIe aTTecTamoHuoi
JJIs COUCKATEIeH YIEeHOH CTelleH KaHIMIaTa MeTHIIMHCKIX Hayk nepeunst BAK Pd
(M3 HUX 4 CTaThH, HHIEKCUPYEMble B 6azax qanHbix Web of Science/Scopus), u 10
TE3UCAX POCCUMCKHUX M 3apyOeKHBIX KOH(EPeHIIHii.

O6bem n eTpykTypa quccepTanHu

Jluccepramms wsnoxkena na 177 CTpaHHIax MalIMHOIIMCHOIO TEKCTa,
IOCTPOCHA IO TPA/IMIMOHHOMY IUIaHY ¥ CONEPKHUT CISAYIONINE Pa3JielIbl: BBEjIeHHe,
0030p JIHTEpaTypbl, MATCPHAIBl W METOMbI UCCIIE/IOBAHUSL, Pe3yILTaThl U
oOcyx/ienne, BBIBO/BL, 3aKITIOYCHHE, CIIMCOK COKpAIIIeHUH, CIIUCOK JIUTeparypLl U



WJLUIIOCTPATHBHOTO ~ Marepualla, HpriIokeHue. Pabora UIOCTpupoBana 27
TabnmuuamMu 1 26 pHCYHKaMH. bubmorpadus comepxur 280 HCTOTHHKOB
JTHTCPaTyphl, U3 HEX 19 oTevecTBEeHHBIX 1 261 3apyBesKHLIiL.

O630p mureparypsl uatoKeH Ha 39 CTpaHHI[aX U OTPAKAET COBPEMEHHbIC
HAYTHBIC 3HAHMA O PACCTPOHCTBAX HEHPOICUXUYIECKOrO Pa3BUTHS, HAPYIIEHUSX
SMOPHOHAIIBHOTO pa3sBUTHUA M  BBIHAIIHBAHYS OepeMeHHOCTH, MX 4YacToTe,
ITHOIIOTMH 1 MCTOAAX I'CHETHYCCKOH JIMarHOCTHKM, YacTOTE W XapaKTePHUCTHKE
CNV y mammeHTtoB ¢ paccrpoiicrsamu Helpolcuxuyeckoro passutus CNV u
CIIOHTaHHBIX aboprycoB. B o0030pe ocBemaercs BOZMOKHOCTS accoluanum
PacCTPOHCTB HEUPOTICUXMYECKOTO PA3BHTHS ¢ HAPYIICHHEM GepTribHOCTH B 01HOH
CEMBE, MOIICKYJISPHBIC MEXaHU3MBI NAaTOreHHbIX 3hdekros or CNV, cBI3aHHBIX C
HUMH, PaKTOPBI, MOAU(DUIAPYIONITHE KIMHUYECKYIO MaHU(DECTAIMIO [EHETHYE CKHX
BAPHAHTOB, BOIIPOCKHI MX KIMHHUYCCKON MHTEPIPETAIIMH.

B rmase 2 (pasnen Marepuaner u METO/IbI), M3TOKEHHOM Ha 17 CTpaHuIax,
IPUBC/ICHA XapaKTePUCTUKA MCCIIE/IOBAHHELIX BEIOOPOK, NOAPOOHO ONMUCAl AU3aiiH
UCCIICIOBAHNS, HCIIONB30BaHHEIE B paboTe J1abopaTopHble METO/bl, [POTOKOJIBI
HOCTAHOBKHU SKCIICPUMEHTOB, PCaKTHBLI i 000PY/I0BAHIE, MHTEPIPETALIS JIAHHBIX.

[nasa 3 «Pesymbrarsr u obcyxknenue» wmanoxkena nHa 57 CTpaHullaX U
IPEJICTABISCT COOOH OCHOBHYIO YacTh JAMCCEPTALHOHHOMN paboTsl, ee noapasaens
COOTBCTCTBYIOT MOCTABICHHBIM 3aja4aM. B JlaHHOM pasiene NpeacTaBICHBI U
00CY)KIatOTCA  COOCTBEHHBIE — Pe3yIETATHl  AHANH3A  YaCTOTHI paccTpoMCTB
HEHPOICUXHYECKOTO PA3BUTHS, CBA3aHHEIX ¢ Hamnauem CNV, B CCMbAX, B KOTOPBIX
B aHAaMHE3e MMCIOTCS WJIM OTCYTCTBYIOT CIIOHTaHHbBIE abOpTHI, OLEHKEe YACTOTEL,
CIEKTPa ¥ XapaKkTepucTHke obHapyxenHsx CNV B o6mel BrGopke i IpyImnax 1o
KIMHHYECKOH 3HaYMMOCTH, IIPOMCXOK/IEHUIO, KOTMIUHOCTH H pasMepy, reHHOMY
cocraBy. TaxKe ommcaHbl KIHHWYECKHE CIIy9ad C [IATOTCHHBIMH U BEPOSATHO
narorennpiMe CNV y npodannos ¢ PHIIP, Marepy KOTOPBIX HMeROT clIyvau
CIIOHTaHHBIX a00PTOR B aHAMHE3e.

Texer asropedepara 0CTaroYHO NONHO OTPAKAET OCHOBHMIC 0Ly YCHHEIe
PESYJILTaTEl M TIOJIOKEHHA OMCCCPTAUMOHHOM paboThl, COOTBETCTBYeT ece
COACPIKAHMIO, PACKPBIBACT HAYYHYIO HOBU3HY U 3HAYUMOCTE PabOTEL

o muccepranmonmoit paboTe IPUHIMIHATBHBIX 3aMEYAHMN HET.
Hexoropere mecymecTsennnle 3amedanmis:

B tekcre nucceprarmn u aBropedepara e yKazaHo CKOTBKO TANHEHTOB ¢



PHIIP ne ABIANOCH PONCTBEHHUKAME, & CKOJIBKO cubcamu, a TAKKe 3UTOTHOCTD Y
OJIM3HELOB, €Cilv TaKoBble 6BUTH, ¥ OHA ObLIA yCTanoBIeHA.,

HockonbKy B 001l BEIGOPKE BETPEYANOCh JHOBOMBHO GOMBIIOE KOJTHY€CTRO
IAIIMCHTOB C HACIeICTBEHHBIMU CHHIPOMAMH, OOYCIOBICHHBIMH IIATOreHHBIMU
KOTOpbIE BIMSIIOT Ha OOIYIO CTPYKTYPY OOHAPY)KEHHBIX I'€HETHUSCKIX BapHAHTOR,
MOXHO OBILIO OBl CPAaBHUTH X YACTOTY M CIICKTD MEKJY CEMbSMH C HAJIHMUIHEM U
OTCYTCTBUEM CHOHTaHHBIX OepemMeHHOCTel B anaMuese. TakkKe akTyalLHBIM GBLIO
OBl CPaBHUTH TEHOMHYIO JIOKAIHU3AIUIO obnapyxeHuelx CNV mo  kiaccam
TIATOrCHHOCTH M@Ky TIPYNIIaMH IAIMEHTOB C HATHIAEM M OTCYTCTBHEM
HEBhIHAIUWBAHMS B aHAMHE3e UX Marepeii.

B pesynerarax anammsa npouncxoxaenns CNV (yHacnemoBanubie wim de novo)
TPEACTABICHBL U THIIBI II0 M3MCHCHUIO KOMMHHOCTH, HO HE IIPUBE/IEHB! IAHHBIE O UX
MATOTCHHOCTH, XOTA B pabOTe yKa3aHo, 4TO HEKOTOPhIE NATOreHHEIE BAPUAHTHI OBUTH
yHAC/Ie10BaHbl OT YCIIOBHO 310POBLIX poauTeseil. DeHOTUII pOmHTeIeH ¢ IaHHBIMHU
HE OITHCaH.

Hexotopsle 3nauenns naHHBIX, NI0MyYeHHBIX B pabore, OKPYTIICHBI O LIEJIBIX
IHCCL, HAlIpUMEp, Y9acToTa NallMCHTOB, MMEIOLIUX Pa3HbIE IO MATOTEHHOCTH U THITY
usmenenus xonuiHoctn CNV B obuieil BeiGopke (ykazamo, uto 35 BEPOSTHO
naroreHHbIX W 40 pasnuuaneix komGuHHpoBaHHEX CNV  HMeior OJIMHAKOBYIO
gactory — 3%). CriejioBaiio Gbl IPUBECTH U TOYHEE, YKA3aB J[0 ACCATHIX T0JICH.

B Tekcre juccepranum BCTpeualoTes HEKOPPEKTHBIE TEPMUHbBI ¥ BEIPaXKEHMS,
HallpUMep, ~ «MOHOTCHHBIE M  TIOJIMIeHHBIE abepparmmy». @pasa «CNV,
ACCOLMMPOBAHHEBIE KK C PACCTPOHCTBAMH HEHPOIICHXMYECKOTO PA3BUTHS, TAK U C
aHOMANMAMK SMOpHOTeHesa» He BIIONHE TOYHO cOPMYTHpOBaHa, IIOCKOIBKY B
paboTe COOCTBEHHO He OIEHUBAIICH AHOMATHH AMOPHOTeHe34.

He Brnonne xoppexrno yreepsxienme «QueBuano, mig Toro utobnr CNV
IIPUBEJIA ¥ K HAPYIIEHUIO SMOpHOTeHesa, 1 poxjicHuo pebenxa ¢ PHIIP B oxHOl
TOH Xe CeMbe, BapHaHT JOJKEH OBITh YHACIEHOBAH OT OJHOTO H3 poauTenein»
Paccrpoiictsa  HEHpOICHXHYECKOTO pasBUTHS, B TOM YHCIE, BCICICTBHE
TEHETHICCKUX  M3MEHEHMH, MOryT OBITH  CICACTBHEM  HapylleHWid B
OMOPHOHAILHBIN, (ETANBHBIA WIM NOCTHATATIBHBIA IIEPHO pazButus. Tounee
CIIElyeT TOBOPUThL O CaMONUPOM3BONILHON MOTepe OepeMeHHOCTH NPH HAMYHH ¥
ombpuona maroreHHoit CNV, KOTOpas MOXKET ObITH CBSI3AHA KK C HapyleHueM
SMOPHOHANBEHOIO PA3BUTHA H/WIIN BbIHANTMBAHHSA bepemennocty, tak u ¢ PHIIP.

KpOMe TOTO, CICAYET YYUTBIBATh, YTO TTONOOHLIC CIIy4YaW UX COUETAuHs B OJHOU



CEMbC MOI'YT OBITE BBI3BAHEI HAJTHYHEM T'OHAIHOTO MO3anM3Ma vy OTHA WK Marepu
110 COOTBETCTBYIOILIUM ITATOTCHHBIM FCHCTHYCCKHM BapHaHTaM.

B 3akmouennu Heckonsko U3GHITOYHO TIepedrCiIeHie 0CHOBHBIX Pe3ylIbTaToR
C IPUBCICHMEM 3HAYCHUH %0 M yPOBHEH CTaTHCTHYECKOH 3HaYUMOCTH (p).

HpH O3HaKOMIJICHHH C TEKCTOM AUCcepTallii BO3HUKIIH CICOAYIOME BOIIPOCHI:

Hekotopeie monorentsie CNV, o6Hapyxennbe B padoTe, XapaKTepHU30BaIIUCE
HaCTHYHOM Nyrumkanuu reHa. OjHako HECMOTpPS. Ha MOBBIIICHHE KOMHHHOCTH
CIACAYeT yIUTBIBATE, 4TO faHHble CNV MOryT cHUXarh (QDYHKIIAIO FeHa U 110 CBOEMY
spdexty 0BITE OTHecensl K «loss of functiony BapuanTaM. YUMTBIBAJICS JIX 3TOT
(haKT Ipu OIeHKe H3MEHEH s KOTTHIHHOCTH JaHunx CNV?

Ipu cpasnennn gacror CNV ¢ pasHoil 11aTOreHHOCTHIO MeNKJIY TpyIIamMu
IIANMEHTOB, B CEMbSX, B KOTOPBIX OTMEYEHO HATHIHE U OTCYTCTBUE CIIOHTAHHbLIX
abopTOB, HE OGHAPYKEHO CTATUCTHYECKH 3HAYMMBIX OTIHYMH 110 4acTOTe pasHBIX
IIATOCHHBIX W BEPOATHO NATOICHHBIX BAPHAHTOB I[P ITOM OTMEUCHO 3HAYUMOE
pasitiadue 1o qactore MoHoreHHsx CNV. Hem 510 MOKeT 6bITH 00YCIOBICHO?

OnHako crnemyeT NONYEPKHYTh, YTO YKA3AHHBIE HENOYETHI HE SIBJSIOTCS
IIpHHIHITHATBHBIMY, KacaloTcst oopmiieHns paboThl U He CHIKAIOT ee obieil
BBICOKOH IIEHHOCTH, & BOIPOCEI HOCAT JIUCKYCCHOHHEI MU PEKOMCHIATebHDIH
Xapakrep M JHMMIb IOAYCPKHBAIOT HHTEPEC K JaHHOMY IHCCEPTAIHOHHOMY
HCCIIeTOBAHUIO.

3aknrouenue

Huccepramuonnoe ucenenopanue Oenotosa Jmutpus AnzipeeBuua nHa Temy
«Cnexkrp CNV y nanmenros ¢ PaccTpOHCTBAMM HEMPOIICUXMIECKOTO PA3BUTHS U UX
accoumanyst ¢ aHOMAIMAMH 9MOpHOrenesa» sBIACTCH 3aKOHYSHHON HaydHO-
KBaTM(UKALMOBHOH paGoTOl, B KOTOPOH COJIepsKUTCs PEeLICHHE HAYYHOU 3a/a4H,
KacalOMEeHCsl PONM TIEeHeTHIECKUX (AKTOPOB, CBSI3AHHBIX KaK C HapylIeHUueM
HEHPOIICUXHUYECKOIO Pa3BUTHS, TAK M PEPOLYKTHBHBIMMU MIOTEPSIMU B OJIHOM W TOH
KE CEMBEC, UTO UMEET CYIIECTBCHIIOE 3HAYCHHE KaK JUIsl PA3BUTHs MeHETHKH, TaK U
METUIIHHBL.

Huccepraiuonnas pabora MegotoBa JMuTpHS AnjipeeBHua 10 CBOEH
aKTyallbHOCTH, HAy4YHOH HOBH3HE U IPAKTUYECKOH 3HAYHUMOCTH, MTOJIHOTE
H3JIOXKCHUS ¥ TOCTOBEPHOCTH ITOJLYYCHHBIX PE3YITATOB, CTEIICHH 000CHOBAHHOCTH
COOPMYJMPOBAHHEIX B JIMCCEPTALMM HAYYHBIX IONOKEHHH u BBIBOJIOB,
COOTBETCTBYET TpeboBanmsiM 1. 9-14 «IloNOXKEHHS O HPHCYNKIACHUN YYEHBIX
crenenei» ([locranosnenue INpasutenscrra PO ot 24.09.2013 1. No 842 (B pen. or



16.10.2024 r.)), npeapapnsemMbiM K TUCCEPTALMSIM Ha COMCKaHHE YUEHOMH CTeleHn
KatAniara Hayk, a ce aprop — denoros JIMHTpmii AHjpeeBHd, 3aciyiupaer
PUCYXICHUS. YHEHOH CTEIICHH KaHIHIAaTa MeUIMHCKUX HAYK [10 CHeIHaTbHOCTH
1.5.7. l'enernxa (Menunuuckue Haykn).

O¢uunaabsHb onnoxenT

3aBenyromuit nabopaTopueit reHeTHKH HapyIIeHUH PENPOIYKITHN

DejlepanbHOIO TOCY IapCTBEHHOTO GIOIKETHOO HAYYHOT'O YUPEKJIeHUS
«Menuko-reseTnuecKuii HAYYIHBIH LIEHTP UMEHH akajiemuka H.IT. boukosay,
AOKTOP MEIHUIMHCKHUX HAYK

10 CHENHUATIBHOCTH

1.5.7 —'eneruxa (MeuImMHCKEE HAYKH) n_ Yepnbix Bagecnas Bopucorud

DenepanbHOe TOCYIAPCTBEHHOE GIOIKETHOS Hay4HOe yupeKIeHne
«Menuko-reHe THIeCKI Hay IHbIIT LEHTP

umeny axanemuka H.IT. Boukosa» (OI'BHY «MIHI»)

115522, Mockga, yi1. Mockropeuse, 1. 1

8-499-324-13-20 (pab.)

chernykh{@med-gen.ru
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