Or3biB
Ha aBTopedepar quccepranun PonoBoii Enn3asers AekceeBHbI Ha TEeMy
«Mopuduunpyromuii 3¢ pext HHAKTHBAIIK X-XpoMoCoOMBI Ha POSIBJICHHE
HECOANAHCHPOBAHHBIX XPOMOCOMHBIX BADHAHTOB NPH HAPYMIEHHH PENPOIYKIUHH y
HUEI0BEKA, NPEACTABIEHHOI HA COHCKAHME YUEHOI CTeNeHH KAHANAATA METHIHHCKHX

HayK nmo cneunaiabHocTH 1.5.7 — I'enernka

HeBbiHamuBanne GepeMEHHOCTH — OflHA H3 CAMBIX aKTYaJIbHBIX NpoOIeM COBpEeMEHHOMH
PENPOIYKTUBHOH MEIHIUMHBI, OKa3bIBAIOLIAs OTPHIATEIHHOE BIHSIHHE HA YPOBEHb POXKJIAEMOCTH.
YacroTa HeBbIHAIMBAHUA GEPeMEHHOCTH COCTABISET OT 10 mo 25 % Bcex GepemenHocTei.
[IpuBBIYHOE HeBHIHAIIMBaHHE OEpeMEHHOCTH SIBISETCA ONHMM M3 YacThIX HapyLIeHHH
penponykuun u Habmopmaercs y 1-2% Imap, JKEIarwlUX HMETH JeTei. YCTAHOBJIEHA
TMOJMSTHONIOTHYIHOCTS  NPUBBIYHOIO  HEBBIHAIUHBAHMS — OEPEMEHHOCTH W HapyIIeHHs
OMOPHOH&ILHOTO  Pa3BUTHS, BKIIIOYAIONIAS XPOMOCOMHBIC ~ HApPYUICHHMS, OHAOKPHHHBIE,
ayTOMMMYHHBIC, HH(EKIHOHHBIE 3a6071€BaHIS, AHATOMHUYECKHE HapymeHuss Matku. OjHaxo,
MOYTH B TOJIOBHHE CITyYacB STHOJOTHS HAPYIIEHHs PENPOAYKIMH OCTACTCS HEYCTaHOBJIEHHOIA.
OnHOli M3 BeAylMX NPHYAH HeBHIHAIIMBAHUS OEpeMEHHOCTH PaHHHX CPOKOB SBJISIOTCS
PAa3IMYHBIC  TEHETHYECKHE  (AaKTOPhI, MPHYEM MOMHMO XPOMOCOMHBIX  T€pecTpoeK
HCBBIHAIIMBAHHE OEPEMEHHOCTH MOXET OBITh CBS3aHO C SIHUTCHETHYECKHM CTaTycoM X-
XPOMOCOMBI y JKCHIIMHBL. MeXaHH3Mbl HHAKTHBALMH X-XPOMOCOMBI B OCHOBHOM H3y4aaH Ha
MBIIIMHLIX - MOZICJISX, MOITOMY MHOTHE SITHICHETHYECKHE IpOLECCHI, NPOUCXOAAIINE TIPH
HHAKTHBALMK X-XPOMOCOMBI y HYeJOBEKa, A0 CHX IIOp OCTAalOTCH HEBBIACHEHHBIMH. Takum
o0pasom, aucceprannonHOe HccneaoBanne POHOBOI EnusaBets AnekceeBHbI, mocBsimeHHOE
TIONCKY NpPHYHH HEBbIHAIIMBAHHS OEPEMEHHOCTH M HapyIICeHHS SMOPHOHANIBHOTO PA3BHTHS C
TOUKH 3pEHHMA MOIM(HUUHPYIOmEro >hpeKTa HHAKTHBALHH X-XpOMOCOMBI Ha TpOSBICHHE
HEeCOANaHCHPOBAHHBIX  XPOMOCOMHBIX BApHAaHTOB  NpPH  NPUBBIYHOM  HEBBIHAIIHBAHHH
OepeMeHHOCTH SBISIETCS aKTYaTBHBIM, COBPEMEHHBIM U BOCTPeOOBAHHBIM.

Huccepranmonnas pa6ora ®onoBoit Eimzaserst AJIEKCEeBHEI peraer npobieMy nomucka
TIPHYMH  HEBBIHAIIMBAHMA OEPEMEHHOCTH Ha peNpe3eHTATHBHOIM BbIOOpKe 00pasioB TKaHH
abopTHBHOrO MaTepuana, nepudepuyeckoii KPOBH JKE€HIIHH C HEBBIHAIIMBAHHEM GepeMEHHOCTH
H KOHTPOJILHOH IPYIIIBI IPH HCIIONB30BAHHH IIHPOKOTO CIIEKTPa COBPEMEHHBIX MOJIEKYJISPHO-
TCHETHICCKUX H MOJICKYJISIPHO-LIHTOT€HETHYECKHX METOJIOB HCCIICA0BAHMS, TAKHX KaK MACCOBOE
apajlie/ibHOe  CEKBCHMPOBAHWE, MATPHYHAA CpaBHHTEIbHAs TeHOMHAs rubpuaus3anus Ha
MuKkpounnax (array CGH), MynbTuniexcras nurasnas remsas peaknus (MLPA), GucynsdutHoe

CCKBCHHpOBaHHe. TakOH THIATENBHO —CIIAHHPOBAHHBIH i Oe3ynpevyHo  BBINONHEHHBII



METONMYECKHH TMOAX0A MO3BONMJI YCTAHOBHTH, YTO CPEM JKCHIIMH C HEBBIHAUIMBAHHCM
GepeMEeHHOCTH 4acTOTa ACHMMETPHYHON MHAKTHBALHH X-XpOMOCOMBI CTATHCTHYECKH 3HAIUMO
BbIIE, UeM Yy OJKCHIIMH 6e3 mpoGiem ¢ penpoiykuued. Brepsble yCTaHOBICHO, HTO
aCHMMMETpHYHAs MHAKTHBALHA X-XPOMOCOMBI Y JKEHIIMH C HEBRIHAIIHBAHACM GepeMEeHHOCTH B
anamiese B 30% ciydaeB CONPOBOXIAETCS HATMYHEM MHKPOCTPYKTYPHBIX MEPECTPOCK Ha X-
XpOMOCOME, B paioHaX KOTOPBIX JIOKAIH30BAHbI TEHBI, MyTallMH B KOTOPBIX y4acTBYIOT B
dopmupoBanun X-ClEIUTEHHBIX (OPM YMCTBEHHOH OTCTAIOCTH, & TAGKE MOTYT NPHBOJIUTH K
oMGpronanbHO# rHOemi. HecoMHeHHOM 3acimyroi aBTOpa SBIACTCA BICPBBIC MPOBEJACHHOE
TapretHoe ceksenupopanue reHos XIST u XACT, 4TO N03BOJIHIIO NOKA3ATH orcyrcTBHe ddPexra
MePBHYHOrO HAPYLICHHS HHAKTHBAIKH X-XPOMOCOMBI M H3YIHTB CIICKTP SNP B Koropre XeHIIHH
¢ aCHMMETPHYHBIM YPOBHEM HHAKTHBALMH X-XPOMOCOMBL. BriepBbie BBINOJHEHO TapreTHOE
GUCY/IBOHTHOE MACCOBOE MApA/UIENbHOE CEKBEHHPOBAHHE DPErHOHA MMKPOJICTICIHH Xq24 y
JKEHIIMH-HOCUTEIbHHIL c ACHMMETPHYHOH HWHAKTHBaLHEH X-XpOMOCOMBI,
[POJIEMOHCTPHPOBABIIEE HEMETHIHPOBAHHOE COCTOSHIE X-XPOMOCOMBI Oe3 neneuuy.

JIOrHYECKHM 3aBEpLICHHEM W MPAKTHYECKOH LEHHOCTBIO NMPOBEJICHHOTO HCCIENOBAHMA
sBsieTcs paspaboTKa airopuT™Ma JMArHOCTHKH IaTOreHETHYCCKH 3HATHMBIX CNV na X-
XPOMOCOME Y JEHIIMH C HeBhIHAIIMBAHHEM OEPEMECHHOCTH 1 acHMMETPHYHON HHAKTHBaLHeH X-
XPOMOCOMBI, 00ecrednBaronel NpodHIaKTHKY XPOMOCOMHOM TIaTOJIOTHH C HMCIOJIb30BAHHEM
[PEHATATBHOIO HIIH IIPEHMILTAHTALMOHHOTO FeHETHIECKOTO TECTHPOBAHH.

ABropepepar aMCCEPTALMM OTpakaeT oObeM IMPOBE/ICHHBIX JMArHOCTHYECKHX M
JKCTIEPHMEHTATBHBIX MCCIEI0BAHMIA. BBIBO/IBI 1 OCHOBHBIC T0JI0KEHHSI, BEIHOCHMBIC Ha 3AIHTY,
TIpeJICTABISIOTC 00OCHOBAHHBIMH. Pe3ylbTaThl paGoTBl OMYONMKOBaHbI B PEHEH3MPYEMBIX
HayuHbIX KypHaiax nepedns BAK P®, B ToM ducie, HHACKCHPYEMBIX B 6azax gaHaeix Web of
Science, Scopus, a TaKKe HEOIHOKPATHO OOCYXJIEHBI Ha KOH(EPEeHUAX POCCUHCKOTO H
MEXIYHApPOIHOIO YPOBHSI.

Bce MepeuHCcIeHHOE BBINE CBHJETENBCTBYET O TOM, 4YTO AHCCEpPTALMOHHAS pabota
donosoii Eim3aseTsl AJlekceeBHb! Ha TeMy «Momudumupyromuii spdexT MHAKTHBALHH X-
XPOMOCOMBI Ha IpOsiBIIeHHE HecOalaHCHPOBAHHBIX XPOMOCOMHBIX BAPHAHTOB ITPH HapyIIEHHH
PElIPONYKIMH Yy  4eloBeKa»  SBIAETCS ~ CAMOCTOATENbHBIM, — 3aBCPIICHHBIM, Hay4HO-
KBATH(HUKAIMOHHBIM HCCIIE/IOBAHMEM, HAMpPABJICHHBIM Ha yCTAHOBIICHHE MouduIHpyIomei
pOJIH HHAKTHBAIMH X-XPOMOCOMBI B IIPOSIBIICHHH MHKPOCTPYKTYPHBIX XPOMOCOMHBIX BapHaHTOB
IpY HEBHIHAUIMBAHUM OEepEMEHHOCTH H HapyICHHH MOPHOHATBHOTO Pa3sBUTHS YCIOBEKA H
COBEPIIEHCTBOBAHHE METOAMYECKHX MOJIXOI0B K IIPEKOHLENIHOHHOH H  [PeHaTalbHOH
npoQHIaKTHKe HAC/EICTBEHHBIX 3a0oneBanuii. MccnenoBatne HMeECT BLICOKYIO NPaKTHYECKYIO

IEHHOCT, @ €ro pe3yJbTaTbl MOrYT OBITh PEKOMEHJOBAaHBI K NPHMCHEHHIO B TPAKTHKE



11ab0paTOpHOi IeHETHKH M B MEMKO-TeHETHYECKOM KOHCYJITHPOBaHHH. PaboTa MOTHOCTHIO
COOTBETCTBYET TPeGOBaHHSM, PEAbABISEMBIM K JUCCEPTALMAM HA COMCKAHHE YYCHOH CTENECHH
KaHauJara Hayk, B cooTBeTcTBHH ¢ 1. 9-14 «llonoxenus o mopsaxke NpPHCYKIACHHSA YYCHBIX
cteneneit», yreepxaentoro Iocranosnennem [Ipasutensctsa PO ot 24.09.2013 Ne 842, a ee
aBTop — ®onopa Enu3aBera AJlekceeBHA, HECOMHEHHO, 3aCITy)KHBAET IPHCYXKACHUSA HCKOMOMH

YUEHOH CTENeHH KaH/[uaTa MeIHIIMHCKHX HayK 10 CIIEMaIbHOCTH 1.5.7 — reHeTHKa.

Cornacua Ha cbop, 00paboTKy, XpaHeHHe H Iepeiady MOMX IE€PCOHAIBHBIX JAHHBIX B
pabore nuccepramonHoro coeera 24.1.215.03 Ha Oase @emepanbHOro rocyAapcTBEHHOIO
OIOMKETHOr0  HaydHoro yupexaeHuss «TOMCKHI  HAaUHMOHAIBHBIH  MCCIIENIOBATENLCKHH

MeIHIMHCKHHN 1eHTp Poccuiickoli akaieMHH HayK».
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