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XPOMOCOMHBIA MUKPOMATPUYHBIN AHAJIN3
uH@opmauus 00 UccIe0BAHUU

XpPOMOCOMHBI MUKpOMaTpU4HbIN aHanua (XMA, MonekynsipHO-LMTOreHeTMYeCKoe 1ccrefoBaHne, MONeKynsipHoe
KapuoTUNMpoBaHUe) — 3TO TecT ANS OnpeaeneHus CTPYKTYpHbIX uameHeHuid OHK npu KoTopbix npoucxoauT
N3MeHEeHWe KonnyecTBa reHeTMYecKkoro Matepvana - Aeneuuv u gynnvkauum.

XpOMOCOMHbIVI MI/IKpOManI/I‘-IHbIIZ aHann3 dABndeTcAa pekoMeHaO0BaHHbIM Cco0OLLEeCTBOM MEAULMHCKUX FEHETUKOB
TECTOM I'IepBOI7I NMHN Ona AWarHOCTUKU TMPUYNH BPOXAOEHHbLIX MOPOKOB pPa3BUTUA, yMCTBeHHOIZ OTCTalocCTH,
anunencun n aytmama, a Takke MmKkpoaeneuynoHHbIX 1 MUKpoaAyniTMKauMOHHbIX CUHOPOMOB.

MukpoaeneunoHHble CUHOPOMbI — reHeTu4Yeckne 3aboneBaHus, Bbi3blBAaEMble OTCYTCTBMEM HebonbLuvx, He
BMOUMbIX B MUKPOCKOM, Y4aCTKOB XPOMOCOM (MUKPOAENELUsMM).

MuKkpoaynnmkaunoHHble CUMHAPOMBI - TEHETUYECKME 3a00neBaHnsl, Bbi3biIBaEMble HaNMMYMEM AOMONHUTENbHbLIX
KOMMWI y4aCTKOB XPOMOCOM, HE BUAUMBIX B CBETOBOW MUKPOCKON (MUKPOAYNIMKALUSIMA).

Bo3mMoxHoCcTH XPOMOCOMHOIro MMKpomMaTpnu4yHoOro aHanunsa

PaCIJJI/IpeHHbIﬂ XpOMOCOMHbIl7| MMKpOManMHHbIVI adHanna3 BbIABNAET CTPYKTYPHblE USMEHEHUA Ha YPOBHE 3K30HOB
(KOLI,VIpy}OLLI,VIX y4acTKoB FeHOB), reHOB 1IN y4acCTKOB XpOMOCOM C N3BECTHOM KIMMHNYECKOWN 3HAYMMOCTbLIO.

XpOMOCOMHbIVI MI/IKpOManM‘-IHbIIZ aHanna, TakkKe Kak 1 aHanm3 Kapmortuna, no3BondeT BbIABIATbL aHeynnonamm —
HanuyMe OONOMHUTENbHOW WK OTCyTCTBMUE Kakon-nnéo XpOMOCOMbI, HO B OTIn4YMe OT CTaHOapTHOro
nccnegoBaHna Kapuotuna no3BONAET C BbICOKOW TOYHOCTbLIO anarHoctmnpoBaTb BCe W3BECTHbIE
MUKpoaeneunoHHble 1 MUKpoayninkauMoHHbIE CUHOPOMbI, a TakKe apyrme KnmHn4eckn sHa4ynmble USMEeHEeHUA.

XPOMOCOMHBIA MUKPOMATPUYHLIA aHanv3 No3BOMSET BbIABUTb y4acTKM C MOTEPEN reTepo3nroTHOCTU, YTO MMeeT
KNMMHU4YeCcKoe 3HadeHue npu 6ﬂM3KOpO,ElCTBeHHOM 6pa|<e mnnn npn ogHopoAUTENbCKMX ANCOMUAX (,EI,I/IaFHOCTI/IKa
GonesHe MMNPUHTUHIA). VIHTepnpeTauus A4aHHbIX XpOMOCOMHOFO MUKPOMAaTPUYHOIO aHanmsa OCYyLLECTBISETCS C
NCNonNb30BaHMEM CreLmanmM3MpoBaHHbIX reHeTnyecknx 6a3 ganHeix OMIM, ISCA, DECIPHER, DGV u gp. Ecnu B
pe3ynbTaTte XpOMOCOMHOI0O MMKPOMaTPUYHOIO aHanu3 o6HapyXeHbl NaToreHHble U3MeHeHUs, Heobxoanuma
KOHCYNbTauua Bpaya-reHeTUKa, KOTOpbIA MOXeT NpaBUMIbHO UX WHTepnpeTUpoBaTb, AaTb NpaBUSIbHble
pekomMeHAaAUMU U caenaTb NPOrHo3.

OrpaHM‘-IEHMﬂ XPOMOCOMHOIro MMKpomMmaTpmuiHoro aHanun3aa.

XPOMOCOMHbIN MUKPOMATPUYHBIN aHann3 He BbisiBNAET cbanaHCcMpoBaHHbIE U3MEHEHUS, TaKMe Kak peLmnpoKHble
TpaHcrnokaumm, pobepTCOHOBCKME TpaHCMOKauuMu, WHBEpcun, mo3amumam meHee 15%, TOdkOBble MyTaLumu,
MUKpoAeneumMm/Mnkpogynnmkauumn, pasMep KOTOpbIX HaxoguTca 3a npegenamu paspeluarollen crnocobHOCTU
MEeTOAa, a Takke 3KCMaHCUI0 TPUHYKNEOTUAHbIX NOBTOPOB.

OTCcyTCTBME KIIMHWYECKM 3HAYMMbIX CTPYKTYPHbLIX MEPecTPoeK XPOMOCOM He WCKII4YaeT reHeTU4YecKou
npupoAabl 3ab6oneBaHusi, B YaCTHOCTU MyTauUUi, KOTOpble ABMAIOTCA NPUYNHON ayTOCOMHO-PELIECCUBHbBIX U
ayTOCOMHO-AOMMWHAHTbLIX HacneAcTBEeHHbIX 3aboneBaHUN U KOTOpble MOTyT ObiTb BbISIBNIEHbI METOAOM
KITMHUYEeCKOro CEKBeHMPOBaHUs 3K30Ma NMG0 TapreHTHbIM CEKBEHMPOBaHMeEM.

PaclwuMpeHHbIi XPOMOCOMHbIA MUKPOMAaTPU4HbIA aHanu3 BbINONIHAETCS Ha reHeTU4YecKoOM aHanusaTope
F’EHOCKAH 3000 ¢ ncnonb3oBaHUeM MUKPOMAaTPUL, BLICOKOrO pa3peLleHust.

PeaucmpayuoHHoe ydocmosepeHue edepanbHol cryxbbl no Had3opy 8 cepe 30pasooxpaHeHuss Uu
coyuarnbHozo passumusi Ne®CP 2010/08511

Ctp. 213 2.



