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IMeuatsn OpraHu3anvu

Baxno! (bOpMaT pe3ylibTaTa NCCICAOBAHUA MOKET OTIINYATHCA B 3aBUCHMOCTH OT I10JI1a, BO3pacTa U pEruOHa BBIITOIHECHHUS.
I/IHTepnpeTaunﬂ PE3yJIbTATOB HE ABJIACTCA JUArHO30M, 3aKJIFOYCHUE I10 pe3ysIbTaTaM JaHHOTO MCCIICIOBAHUS JAaeT JIeqaIuit Bpay.
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. MEMOYHAPOOHAS
CUTUNAb ke | CETh NABOPATOPHH

et CIRELAELFU | SHTRbE. P

3AKNIOYEHUE
MONEKYNAPHO-LUTOreHETUYECKOrO UCC/Ie[0BaHUA
(XpomocomHbIit MMKPOMaTPUUHDIA aHaNIM3 NPeHaTaNbHbI)

Homep porosopa: [ata 3abopa marepmana:

MauuneHT: [ata n Bpemsa noctynneHMa matepuana B
[arta poxaeHus: naboparopwuio:

Bug 6uomarepumana: [arta uccneposaHua:

KnuHuueckuit agnarHos:
PE3Y/IbTATbl UCCNEAOBAHUA
MonekynsapHbin KapuoTtun (B cootsetctBmm ¢ ISCN 2020): arr(X,Y)x1,(1-22)x2
Mon nnopaa: Mmy»KcKom
1. AHeynaououu:
He obHapyeHo.
2. Bapuayuu yucaa konuti 2eHos (CNV):
He obHapyeHo.

3. Yuyacmku nomepu 2emepo3uzomHoCMU, CcoOepxawue 2eHbl, CB8A3AHHbIe C (heHOMeHOM
UMMAPUHMUH2QA:

He obHapy»KeHoO.
4. O6bwuli pasmep npomsaxceHHbix (>3 000 000 n.H.) yyuacmKos nomepu 2emepo3uecomHocmu — 0,11%

(obwenonynayuoHHsIli yposeHs).

MaToreHHOro XpoOMOCOMHOro AncbanaHca He 0bHapyKeHo.
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XPOMOCOMHBI MUKPOMATPUYHBIN AHAJIN3
uHdopmanusi 00 uccjaeJ0OBAaHUMN

XPOMOCOMHBIV MUKpOMaTpU4HbIn aHanns (XMA, MonekynspHo-LMToreHeTM4eckoe uccnenoBaHne, MosekynsapHoe
KapuoTUNMPOBAHNE) — 3TO TECT NS OnpeferieHust CTPYKTYpPHbIX mameHeHun [OHK npu KoTopbix mpoucxogut
N3MEeHeHNEe KonmyecTBa reHeTUYEeCKoro MmaTepmana - geneumm n aynnukawmu.

XpOMOCOMHbIVI MVIKpOManVI‘-IHbIVI aHann3 dasndeTca pekoMmeHOoBaHHbIM COOOLLIECTBOM MEOULMNHCKUX TEHETUKOB
TECTOM nepBoﬁ JMHMN ana ANarHoCTUKU NpUYnH BPOXOEHHbLIX MOPOKOB pa3BUTUA, yMCTBeHHOVI OTCTarocTn,
anunencun n aytusma, a Takke MnkpoaeneumoHHbIX 1 MUKpoaynTIMKauMOHHbIX CUHOPOMOB.

MukpoaeneumMoHHble CUHAPOMbI — reHeTudeckne 3aborieBaHusl, Bbl3blBaEMble OTCYTCTBMEM HEOOMbLUMX, He
BMOMMbIX B MUKPOCKOT, Y4aCTKOB XPOMOCOM (MUKPOAENneunsmu).

MukpoaynnuKauMoHHble CUHOPOMbI - reHeTudYeckme 3abonesaHus, Bbi3blBaeMble Hannynem OOMNoNHUTENbHbIX
KOMWiA y4aCTKOB XPOMOCOM, HE BUAVMbIX B CBETOBOM MUKPOCKON (MUKPOOYMINKALMSIMM).

Bo3moxHocTUn XPOMOCOMHOIo MUKpoOMaTpuU4yHOro aHanusa

PacLUMpeHHbI XPOMOCOMHbBIN MUKPOMAaTPUYHBIA aHanu3 BbISBMSET CTPYKTYPHbIE M3MEHEHWs] Ha YPOBHE 3K30HOB
(KOAMPYIOLLMX YHACTKOB reHOB), FEHOB UM Y4aCTKOB XPOMOCOM C U3BECTHOMN KIMMHUYECKON 3HAYMMOCTbIO.

XpOMOCOMHbIVI MVIKpOManVI'-IHbIVI aHanms, Takke Kak n aHanni Kapmnmotuna, no3BOoJIAE€T BbIABNATL aHeynionamn —
HanuMune OOMONHUTENbHON UK OTCyTCTBUE Kakon-nnbo XpOMOCOMbI, HO B OTnM4yMe OT CTaHgapTHOro
nccnenoBaHua Kapunotuna nosposdeTt C BbICOKOWN TOYHOCTbKO  AMarHoCTupoBaTb BCe n3BeCTHble
MUKpoaeneunmoHHble U MUKPOAYMITUKALUNOHHbIE CUHOPOMbI, @ TakXe gpyrme KnmHn4eCckmn 3Ha4nMmble N3SMEHEHUA.

XPOMOCOMHBIAI MUKPOMATPUYHbBIA aHanmn3 no3BoNisieT BbISIBUTb Y4aCTKM C NOTEPEN reTepo3nroTHOCTU, YTO MMeeT
KNnHUYeckoe 3HadeHve npu 6nm3kopoACcTBEHHOM 6pake unu npuv OgHOPOAUTENBCKUX AUCOMUNAX (OMarHOCTMKa
bonesHen MMNpUHTUHra). MIHTepnpeTaumsi 4aHHbIX XPOMOCOMHOIO MUKPOMAaTPUYHOrO aHanmsa OcCyLLEeCTBIISeTCSA C
NCNonb30BaHMEM CMNeLnanm3anpoBaHHbIX reHeTndeckmx 6a3 gaHHbix OMIM, ISCA, DECIPHER, DGV v gp. Ecnu B
pe3ynibTaTe XPOMOCOMHONO MMKPOMATPUYHOrNO aHanu3 oOOHapyXeHbl MNaToreHHble U3MeHEeHUSs,
HeoOXxoAQMMa KOHCynbTauusi Bpaya-reHeTUKa, KOToOpbiA MOXET NMpPaBUNIbLHO MUX MHTEpPNpeTupoBaTb, AaTb
npaBuUiibHbIE peKOMeHAaLuMu U caenaTtb NPOrHos.

OrpaHM‘-leHVIﬂ XPOMOCOMHOIo MMKpomMaTpu4HOro aHanusa.

XpOMOCOMHBIi MUKPOMATPUYHBIA aHanM3 He BbisiBRsieT cGanaHCcMpoBaHHbIE U3MEHEHWs, Takme Kak peLunpoKHble
TpaHcrnokaumn, poGepTCOHOBCKME TpaHCMOKaUMKW, WHBEPCUMM, Mo3auuusm MeHee 15%, TOYKOBble MyTaLWM,
MUKpOAENEeLMU/ MUKPOAYMNIIMKALMKN, pasMep KOTOPbIX HaxoAWTCs 3a npedeniaMu paspeluatolleit crnocoGHOCTM
MeTo/a, a TaKKe 3KCMaHCUI0 TPMHYKIEOTMAHbIX NOBTOPOB.

OTCyTCTBME KIIMHMYECKM 3HAUYMMbIX CTPYKTYPHbIX NMEpPecTPpoek XPOMOCOM He MCKIo4YaeT reHeTu4Yeckomn
npupoabl 3a6oneBaHus, B YaCTHOCTU MyTaUUi, KOTOpble ABMASAIOTCA NPUYMHONA ayTOCOMHO-PELLECCUBHbIX U
ayTOCOMHO-AOMMHAHTbIX HACcleACTBEHHbIX 3a60yieBaHUN U KOTOpbleé MOTYT ObITb BbIABIIEHbI METOAOM
KITMHUYECKOro CeKBEHUPOBaHUSA 3K30Ma NMGOo TapreHTHbIM CEKBeHUpPOBaHUEM.

PaclwMpeHHbI XPOMOCOMHbLIN MWKPOMaTPUYHbLIA aHanu3 BbIMOJIHAETCA Ha reHeTUM4ecKoM aHamusartope
FEHOCKAH 3000 ¢ ucnonb3oBaHueM MMKpOMaTpPUL, BLICOKOrO pa3peLUueHus.

PesucmpauyuoHHoe ydocmoeepeHue edeparnbHOU cyxbbl Mo Had3opy 8 cghepe 30pagooxpaHeHuUs U
coyuarnibHozo paszsumus Ne@CP 2010/08511
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