HanmeHoBaHue MpeHaTanbHas NOHOreHOMHaA ANAarHOCTMKA MUKPOAENELMOHHbIX /

ycayrm MWKPOAYNANKALMOHHbBIX CUHAPOMOB M XPOMOCOMHbIX aHOMannin Ha JHK-muKkpoumnax
Koa ycnyru A 27.30.237

KpaTkasn K cTaHZapTHbIM NOKaszaHMAM AN1A NPOBeAeHUA NpeHaTaIbHOM NOJIHOFEHOMHOM
nHbopmauma o OVNArHOCTUKN XPOMOCOMHbIX aHOManuit Ha AHK-MMKpoumMnax OTHOCAT: BO3PaCT KeHLLMH
3abonesaHum ctapuwe 35 neT; poxaeHue npegbiayuero pebeHka c XxpOMOCOMHOW naTosiormei;

poxkaeHue npegblaywero pebeHka ¢ MHOXKeCTBEHHbIMW NOPOKAMU Pa3BUTUA; CEMENHOoe
HOCUTE/IbCTBO XPOMOCOMHbIX NEPecTpPoeK; Hannyme 3a60/1eBaHNN B CEMbE C Pa3/IUYHbIM
TUNOM Hac/eA0BaHWA; HAa/IMYME YbTPA3BYKOBbIX MapKePOB XPOMOCOMHOM NaTo/iorMm
Nni04a; OTK/IOHEHME CbIBOPOTOYHbIX MapKepoB KpoBu (a-peTonpoTemHa, XOPUOHUYECKOTo
roHaZoTpPONMHa) OT HOPMbI.

NHbopmaumsa o
MmeToze.

MoNHOreHoOMHas AMarHoCTMKa MUKPOAEneUMoHHbIX / MUKPOAYNANKALMOHHbIX CUHAPOMOB
N XPOMOCOMHbIX aHOManuii Ha AIHK-mukpoumnax (array comparative genomic
hybridization, aCGH) — coBpeMeHHbI MeTog, MONEKYNAPHO-TEHETUYECKOM AUArHOCTUKH,
No3BOIAOLWMA HAXOANUTb HeCcbanaHCUPOBaAHHbIE MUKPOCTPYKTYPHbIE XPOMOCOMHbIE
NepecTpomnKM, KOTOPbIE HE MOTYT BbITb BbIABAEHbI CTAaHAAPTHLIMW METO4aMM CBETOBOM
MUKPOCKOMUU.

CyTb MeTO4a MaTPUYHOWN CPaBHUTENIbHOM rEHOMHOM rMBpuaM3aLMM 3aK04aETCA B TOM,
4YTO AR aHA/IM3a UCNOJIb3YHOT PaBHble KonMyecTsa onbiTHOM AHK, nonyyeHHoOM oT
NauneHTa, U CTaHAAPTHOM KoHTposbHOM [AHK. OnbiTHas 1 KoHTpoabHaa AHK meTtatca
pa3HbIMKN GNOOPECLEHTHLIMU KPAaCUTENAMM, NOC/E YEro UX CMELLNBAOT meKay cobon u
HAHOCAT HA MMKPOYUN — CMELNANbHOE CTEKNO, K KOTOPOMY KOBANIEHTHO MPULLNTBI
Hebonblme nocnegosatenbHocTn AHK (AHK-30HAbI), ¢ KOTOpbIMUK TMBpUAansyeTca AHK
OMbITHOM M KOHTPO/IbHOM Npo6. [lJanee MUKPOUMN CKAHUPYIOT Ha Gp0OPECLEHTHOM
CKaHepe AN NoAYyYeHUA KOIMYECTBEHHOM OLEHKM CUrHaNa GtoopecLLeHLUN,
cootBeTcTByloWEeN Konnyectsy JJHK. CooTHoleHMe aByx G1100podopoB B KaXKa0M TOUKE
4Ynna CBMAETENbCTBYET O HAZIMYME UN OTCYTCTBMMU XPOMOCOMHOM MyTaUUKM B JAaHHOM
XPOMOCOMHOM JIOKYCE.

TexHonorua aCGH obnagaet 60nee BbICOKOM paspeluatoLei cnocobHoCTbIo No
CPABHEHUIO CO CTaHAAPTHbLIM KAaPUOTUNMPOBAHNEM. TeM HE MeHee, OHa He NO3BOAIAET
Bpayy-nabopaTopHOMY reHeTMKY ANMArHOCTUPOBATb FEHHble MyTaLMn, cbanaHCMpPOBaHHbIE
XPOMOCOMHbIe abeppaunn (MHBepcumr, cbanaHCMpPOBaHHbIE TPAHCNOKALMN, TEHOMHbIE
MyTauMm), a TaKxKe He cnocobHa AeTeKTMPOoBaTh HU3KOYPOBHEBLIM MO3anLM3M (MeHee
30%).

TpeboBaHue K
maTtepuany

[ns BbINOHEHWA aHaM3a UCMO/Ib3yeTCs BUONOTMYECKUII MaTepura, NoayYaemblii Npu
npoBeAeHUM TakKUX MHBA3UBHbIX NpoLeayp, Kak aMHUOLLEHTe3 (aMHUOTUYECKas
KMAKOCTb), XOpnoH6Moncua (BOpCHHbI XOPUOHa), NiaLeHToueHTes (bnoncus nnaueHTbl) U
KopAoLeHTe3 (NynoBUHHAA KPOBb).

CpOK BbIMO/THEHUA

15 paboumnx gHet




