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3AK/TIOMEHUE
MOJIeKYNAPHO-ULUTOreHeTU4YeCKoro ncciegoBaHuma
(XpOMOCOMHbIVI MMKpOManM‘-IHbIVI aHanu3 TKaHei ns3 apxusHoro Ma'repuana)
Homep porosopa: Aarta 3a60pa maTtepuana:
MauuneHT: JaTta n Bpema noctynneHna matepmana B
[arta poxaeHus: na60pa‘ropmo:
Bupg, 6Moma'repuana: [AaTa nccnepoBaHus:

KnuHunueckuii anarHos:

PE3Y/IbTATbl UCCNEAOBAHUNA
MonekynsapHbin KapuoTtun (B cootsetctBmm ¢ ISCN 2020): arr(21)x3 [0.33],(22)x3 [0.2]
1. AHeynaououu:

O6HapyrKeHa Tpucomusa xpomocombl 21. MoszanuHaa dopma. YposBeHb mo3anumnsma ~33%.

O6HapyrKeHa Tpucomusa xpomocombl 22. MoszanuHaa dopma. YposBeHb mo3anumnsma ~20%.

2. Bapuayuu yucaa Konuti 2eHos (CNV):
He obHapyeHo.

3. Yuacmku nomepu eemepo3u2o0mHocmu, codepmau(ue 2eHbl, (CBA30GHHbIE C dJEHOMEHOM
umrnpuHmuHeaa:

He obHapyKeHoO.

4. Obwuli pasmep npomsxceHHbIx (>3 000 000 n.H.) yYyacmkKoe nomepu 2emepo3u20mHOCMU — Hem
(0bwenonynayuoHHs.ili yposeHs).

CurHan OT NONOBbIX XPOMOCOM He Mno3BosAeT AnddepeHuMpoBaTb UX aHOMANUWU C KOHTAMUHaLMEN
MaTEPUHCKMUM MATEPUASIOM.

PEKOMeHAYETCﬂ KOHCY/IbTalunA BpavYa-reHeTukKa
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XPOMOCOMHBI MUKPOMATPUYHBIN AHAJIN3
uHpopmanusi 00 uccjaeT0BAHUN

XPOMOCOMHBIN MUKpOMaTpU4HbIN aHann3 (XMA, MonekynspHo-LMTOreHeTMu4eckoe uccrneoBaHne, MonekynsapHoe
KapuoTUNMPOBaHNE) — 3TO TECT NS OnpefernieHns CTPYKTYpPHbIX mameHeHun [OHK npu KoTopbix npoucxogut
N3MeHeHNEe KonmyecTBa reHeTMYEeCKoro MaTepmana - geneumm n aynnukauumu.

XpOMOCOMHbIVI MVIKpOManVI‘-IHbIVI aHann3 daBndeTca pekoMeHOOoOBaHHbIM CcOo0O0LLEeCTBOM MEOMLMHCKUX FEHETUMKOB
TECTOM nepBoﬁ JMHUN Oana AnarHoCTUKM NpUYMH BPOXAEHHbIX MOPOKOB pa3BUTUA, yMCTBeHHOIZ OTCTarocTu,
anunencun n aytusma, a Takke MmkpoaeneumnoHHbIX 1 MUKpoaynIMKauMOHHbIX CUHOPOMOB.

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

MuKpoaynnuKkauMoHHble CUHOPOMbI - reHeTudyeckne 3abonesaHusl, Bbi3blBaeMble Hanuynem OOMNOMHUTENbHbBIX
KOMWiA y4aCTKOB XPOMOCOM, HE BUAVMbIX B CBETOBOIN MUKPOCKON (MUKPOZYNINKALMSIMM).

Bo3moxHocTUn XPOMOCOMHOIro MUKpoMaTpu4yHOro aHanusa

PacLUMpeHHbI XPOMOCOMHbBIA MUKPOMAaTPUYHBIA aHanu3 BbISBMSET CTPYKTYPHbIE M3MEHEHUs Ha YPOBHE 3K30HOB
(KOAMPYIOLLMX YHACTKOB reHOB), FEHOB UMM Y4aCTKOB XPOMOCOM C U3BECTHOMN KIMHNYECKON 3HAYMMOCTbIO.

XpOMOCOMHbIVI MVIKpOManVI'-IHbIVI aHanms, Takke Kak un aHanni Kapumotumna, no3BOJIAE€T BbIABNATbL aHeyniongnn —
HanuMune OOMONHUTENbHON UK OTCyTCTBUE Kakon-nnbo XpOMOCOMbI, HO B OTnM4Me OT CTaHOapTHOro
nccnenoBaHua Kapunotuna nospondeTt C BbICOKON TOYHOCTBbKO  AMarHoCcTupoBaTb BCe M3BECTHbIE
MUKpoaeneunmoHHble U MUKPOAYMITUKAUNOHHBbIE CUHOPOMbI, @ TakXe apyrme KnmHn4eckn sHa4Mmble NSMEeHEHUA.

XPOMOCOMHBIAI MUKPOMATPUYHbBIA aHanmn3 no3BosisieT BbISIBUTb Y4aCTKM C NOTEPEN reTepo3nroTHOCTU, YTO UMeEeT
KNnHMYeckoe 3HadeHue npu 6nm3kopoacTBEHHOM Bpake unu npu ogHOPOAUTENBLCKUMX AMCOMUAX (AMarHocTuka
bonesHen MMNpUHTUHra). MIHTepnpeTaumsi 4aHHbIX XPOMOCOMHOIO MMKPOMAaTPUYHOrO aHanmsa ocCyLLeCTBSIeTCS C
NCNonb30BaHMEM CNeLnanm3anpoBaHHbiX reHeTndecknx 6a3 gaHHbix OMIM, ISCA, DECIPHER, DGV v gp. Ecnu B
pe3yfibTaTeé XPOMOCOMHON0O MMKPOMATPUYHOrO aHanu3 oOOHapyXeHbl MNaToOreHHble U3MeHEeHUSs,
HeoOXxoAQMMa KOHCynbTauusi Bpaya-reHeTUKa, KOTopbiA MOXET NMpPaBUNIbHO MUX UHTEpNnpeTupoBaTb, AaTb
npaBuUiibHbIE peKOMeHAauMu U caenaTtb NPOrHos.

OrpaHM‘-leHVIﬂ XPOMOCOMHOIo MMKpomMaTpu4yHOro aHanusa.

XpOMOCOMHBIi MUKPOMAaTPUYHBIA aHanm3 He BbisBNsieT cOanaHCMpoBaHHbIE U3MEHEHWs], Takue Kak peLunpoKHble
TpaHcnokaumn, poGepTCOHOBCKME TpaHCMOKaUMKW, WHBEPCUMWM, Mo3auuusm MeHee 15%, TO4YKOBble MyTaLWK,
MUKpOAENeLMU/ MUKPOAYNIMKALMKN, pasMep KOTOPbIX HaxoAWTCs 3a npedeniaMu paspelialoller crnocoGHOCTU
MeTo/a, a TaKKe 3KCMaHCUI0 TPMHYKINEOTMAHbIX NOBTOPOB.

OTCyTCTBME KIIMHUYECKM 3HAUYMMbIX CTPYKTYPHbLIX MEepPecTPpoek XPOMOCOM He MUCKIo4YaeT reHeTU4Yeckomn
npupoabl 3a6oneBaHus, B YaCTHOCTU MyTaUUi, KOTOpble ABMASAIOTCA NPUYMHONA ayTOCOMHO-PELLECCUBHbIX U
ayTOCOMHO-AOMMHAHTbIX HAcleACTBEHHbIX 3a60yieBaHUN U KOTOpble€ MOTYT ObITb BbISABIIEHbI METOAOM
KITMHUYECKOro CeKBEHUPOBaHUSA 3K30Ma NMG0 TapreHTHbIM CEKBEeHUpPOBaHUEM.

PaclwiMpeHHbI XPOMOCOMHbIN MWMKPOMaTPUYHbLIA aHanu3 BbIMOJIHAETCA Ha reHeTMYecKoM aHamusartope
FEHOCKAH 3000 ¢c ucnonb3oBaHueM MMKpOMaTPUL, BLICOKOrO pa3peLUueHus.

PesucmpayuoHHoe ydocmoegepeHue edeparnibHOU cryxbbl Mo Had3opy 8 cghepe 30pagooxpaHeHuUss U
coyuarnbHozo paszsumus Ne®@CP 2010/08511
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