HanmeHoBaHue MoNHOreHoMHaA AMarHOCTUKA MUKPOAENELMOHHbIX / MUKPOAYNANKALMOHHbIX CUHAPOMOB
ycayrm N XPOMOCOMHbIX aHOManuni Ha HK-muKkpoumnnax

Koa ycnyru A 27.30.240

KpaTkasn K OCHOBHbIM MOKa3aHWAM A5 NPoBeAeHMA NOJHOFEHOMHOM ANArHOCTUKM XPOMOCOMHbIX
nHpopmauma o aHomanuit Ha AHK-munKpoumnnax oTHOCAT 3a4ePKKY GPU3NYECKOro, MCUXOMOTOPHOTO,
3aboneBaHun peyeBoro U MHTENNEKTYaA/IbHOFO Pa3BUTMA, Hannune y pebeHKa MHOKEeCTBEHHbIX

BPOXKAEHHbIX MOPOKOB Pa3BUTUSA, MOAO3PEHNE HA XPOMOCOMHYHO 60/1€3Hb MO
KJIMHUYECKOW CUMNTOMaTKKe (M3MeHeHne popmbl U pa3mepoB Yepena; U3MeHeHne BUaa
/ML 1 ero NponopLmii; aHOManun KOHPUrypaumm nu pacnonoxKeHus nba; aHomanum rnas,
noaobopoaKa, HOCa, YLWHbIX PAKOBUH, YENHOCTU; BHELLUHUX FEHUTANNIA; USMEHEHUA NaNbLEB.;
N3MEHEHMA KOXKM N KOMKHbIX NPUAATKOB U Ap.), HaAMYMe HEBPOIOTMYECKON CUMNTOMATUKK
(rMNOTOHMM, 3NNNENTUYECKUX MPUCTYNOB, HUCTArma 4.p.), HapyweHue penpoayKTUBHOM
OYHKUMN HEACHOTO reHesa y MY»KUYMH U KEHLLMH.

NHbopmaumsa o
MeToze.

MoNHOreHoMHaA AMarHoCTUKAa MUKPOAENELMOHHbIX / MUKPOAYNMKALMOHHBIX CUHAPOMOB
N XPOMOCOMHbIX aHOManui Ha AHK-munkpoumnax (array comparative genomic
hybridization, aCGH) — coBpeMeHHbI MeTo4 MONEKYNAAPHO-TEHETUYECKOW ANArHOCTUKM,
NO3BO/IAIOWMIA HAXOANUTb HECOaNaHCMPOBAHHbBIE MUKPOCTPYKTYPHbIE XPOMOCOMHbIE
NepecTpPomnKK, KOTopble He MOryT 6biTb BbiIBAEHbI CTAHAAPTHBIMW METO4AMUN CBETOBOW
MWKPOCKOMUM.

CyTb METO43 MaTPUYHOWM CPaBHUTENbHOM FrEHOMHOM rMBpPUAN3aLMM 3aKIOHAETCS B TOM,
YTO A4NA aHaNM3a UCNONb3YIOT PaBHble KoanyecTsa onbiTHOM AHK, nonyyeHHon ot
NauueHTa, U CTaHAAPTHOM KoHTponbHoM [HK. OnbiTHan v KOHTpoabHaA AHK meTtaTca
pasHbIMKU GAOOPECLEHTHBIMU KPAacUTENAMM, NOC/E YEFO UX CMELLIMBALOT MeXay coboi 1
HAHOCAT HA MUKPOYUN — CNeLNaNbHOE CTEK/O, K KOTOPOMY KOBaJIEHTHO NPULINTBI
Hebonbwwne nocnegosatenbHocTn AHK (AHK-30HAbI), ¢ KOTOpbIMU TMBpUansyeTca AHK
OMbITHOM M KOHTPO/IbHOM Npob6. [Janee MUKPOUMN CKAHUPYIOT Ha GpAt0OpPECLLEHTHOM
CKaHepe AN NOAYYEHUA KOIMYECTBEHHOM OLEHKM CUrHaANa GtoopecLLeHLUN,
cooTBeTcTBYIOLWEN Konndectsy JHK. CooTHoweHme asyx $pat0opodopoB B KaxKa0M TOUKE
4Ynna CBMAETENBCTBYET O HAZIMYME UM OTCYTCTBMM XPOMOCOMHOMN MyTaLUK B JAaHHOM
XPOMOCOMHOM JIOKYCE.

TexHonorua aCGH obnagaet 60n1ee BbICOKOM paspeluatoLei CnocobHOCTbIo No
CPABHEHUIO CO CTaHAAPTHLIM KapMOTUNMPOBAHNEM. Tem He MeHee, OHa He N03BOAAET
Bpayy-nabopaTopHOMY reHeTMKY ANArHOCTUPOBATb FeHHble MyTaLMn, cbanaHCMpoBaHHbIEe
XPOMOCOMHbIe abeppaunn (MHBepcumr, cbanaHCMpPOBaHHbIE TPAHCNOKALMN, TEHOMHbIE
MyTaummn), a TaKxKe He cnocobHa AeTeKTUPOBaTb HU3KOYPOBHEBLIN MO3auLM3M (MeHee
30%).

TpeboBaHue K
martepuany

[N BbINONHEHMA aHaM3a UCNOJ/Ib3YETCA KPOBb, B3ATAsA M3 JIOKTEBOW BEHbI B NPOBUPKY C
3/ATA B Konuyectse 4 mn. KpoBb 6epeTca HE3aBUCMMO OT Npuema NuLM.

CpOK BbIMO/THEHUA

15 paboumnx gHet




