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3AKNIOYEHUE
MONEKYNAPHO-UNUTOreHeTu4eCKoro nccnepgosaHuna
(XpOMOCOMHbIﬁ MMKpOManMl-IHbIﬁ dHa/ZIN3 3K30HHOTIo ypOBHﬂ)

Homep Aorosopa: Aarta 3a60pa maTtepuana:
MauyuneHT: Oatau Bpema nocrtynaieHna matepuasna B
Aarta poxaeHua: na60paTopmo:
Bupg, 6MomaTepuana: JlaTta roToBHOCTM Uccnen0BaHUA:

KnuHuuecknii guarHos:

PE3Y/IbTATbl UCCNNEAOBAHUA
MonekynsapHbin KapuoTtun (B cootseTcTBmm ¢ ISCN 2020): arr(X,Y)x1,(1-22)x2
1. AHeynaououu:
He obHapyeHo.
2. Bapuayuu yucaa Konuti 2eHos (CNV):
He obHapyeHo.

3. Yuacmku nomepu cemeposzuecomHocmu, codepmatuue 2eHbl, (CBA30HHbIE C d)EHOMEHOM
umrnpuHmuHeaa:

He obHapy»KeHoO.

4. Obwutli pasmep npomsameHHsix (>3 000 000 n.H.) y4acmkoe nomepu eemepo3u20mHocmu — Hem.
(obwenonynayuoHHsili yposeHs).

MaToreHHOro XxPOMOCOMHOro ancbanaHca He obHapyKeHo.

hata
nognucb
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XPOMOCOMHBI MUKPOMATPUYHBIN AHAJIN3
uHpopmanusi 00 uccjaeT0BAHUN

XPOMOCOMHBI  MUKpOMATPUYHbIA aHanua (XMA, MonekynsipHO-LUMTOreHeTM4eckoe WccreaoBaHne, MoOMeKynsapHoe
KapuoTUNUPOBaHWE) — 3TO TECT ANA ONPeaAeneHnst CTPYKTYPHbIX nameHeHuin OHK npu KoTopbix NpouMcxoauT n3aMeHeHue
KONMYeCTBa reHeTUYECKoro Matepuana - Aeneuun n gynnvkaumm.

XpOMOCOMHbIVI MVIKpOManVILIHbIVI aHalnna ABNAeTCA peKkoMeHOOBaHHbIM CoO06LLECTBOM MEONLIMHCKUX FEHETUKOB TECTOM
nepBon JIMHKN Ona OUWarHOCTUKU MNMPUYNH BPOXAEHHbIX NMOPOKOB pa3BUTUA, yMCTBeHHOVI OTCTanocTn, anunencumn u
ayTm3ama, a Takke MruKkpoaeneuynoHHbIX 1 MUKpOoAYMITMKauMOHHbIX CUHOPOMOB.

MukponeneumoHHble CUHAPOMbBI — FeHeTUYECKME 3a00neBaHUs, Bbi3biIBaeMble OTCYTCTBUEM HEGOMbLUMX, HE BUAUMBIX
B MMKPOCKON, Y4acCTKOB XPOMOCOM (MUKpogeneuusivMu).

MukpoaynnmKauMoHHbIe CUHAPOMbI - reHeTUYecke 3aboneBaHusl, Bbl3biBaeMble HanuumemM AOMOSTHUTENbHBIX KoM
YYaCTKOB XPOMOCOM, HE BUAUMbIX B CBETOBOI MUKPOCKOM (MMUKPOZYNIIMKALMUAMMK).

Bo3moxHocTu XPOMOCOMHOIo MMKpoOMaTpU4HOro aHanusa

PaCU.IVIpeHHbIVI XpOMOCOMHbIVI MVIKpOManVI‘-IHbIVI aHalnna BbIABNAET CTPYKTYPHbl€E U3MEHEHUA Ha YpPOBHE 3K30HOB
(KOD,VIpyIOLLI,VIX y4acTKoB FeHOB), reHOB UJ1N y4aCTKOB XPOMOCOM C N3BECTHOWN KNMNHWYECKON 3HAYMMOCTbHO.

XpOMOCOMHbIVI MVIKpOManVILIHbIVI aHalnnga, TakKke KakK WU aHalnn3 Kapuotuna, no3BOoSideT BbliABJIIATbL aHeynioungnm —
Hanuune OOMNOMHUTENbHOW UK oTCcyTCTBUE Kakon-nnbo XPOMOCOMbI, HO B OTIiin4Mne OT CTaHOApPTHOro mccrnegoBsaHusA
Kapunotuna no3pondeTr C BbICOKOMW  TOYHOCTbIO AnarHocTtmpoBatb BCE€ UN3BECTHble  MUKpOAENeuMOHHblIe U
MUKpoayninkaunoHHble CUHOPOMbI, a TakXe apyrme KrnmHn4eckn saHavymmble USMeHeHu4.

XPOMOCOMHbI MUKPOMAaTPUYHbIA aHanu3 Mo3BONSET BbIABUTb Y4YACTKM C MOTEPEN reTepOo3UroTHOCTU, YTO WUMeEET
KNMHMYECKOE 3HayYeHne npu GrM3KoOpOL4CTBEHHOM Gpake nnn nNpyv O4HOPOAMTENBCKUX OUCOMUAX (OMarHoCTUka bonesHemn
UMNPUHTUHrA). WHTepnpetauuss  gaHHbIX  XPOMOCOMHOIO  MWKPOMATPUYHOTO  aHamu3a  OCyLlecTBfsieTca C
MCnonb3oBaHMeM chneunanuanpoBaHHbIX reHeTudecknx 6a3 gaHHelix OMIM, ISCA, DECIPHER, DGV u agp. Ecnu B
pe3ynbTate XpPOMOCOMHOIrO MWMKPOMaTPUYHOrO aHarM3 OOHapy)XeHbl NaToreHHble U3MeHeHUA, Heobxoauma
KOHCYNbTauMUA Bpava-reHeTUKa, KOTOPbIA MOXeT NpaBUNIbHO WX WHTeprnpeTUpoBaTb, AaTb MNpaBUiibHble
pekomeHAaUMU U caenatb NPOrHos3.

OrpaHquva XPOMOCOMHOINo MMKpomMaTpn4HOro aHanusa.

XpOMOCOMHbIIZ MI/IKpOManI/NHbIIZ aHann3 He BbiaBNAeT C6aﬂaHCI/IpOBaHHbIe N3MEHEHUA, TaKunme KakK peuunpoKHble
TpaHcnokauunu, pO6epTCOHOBCKMe TpaHcnokauunnu, wuWHBEpcun, MoO3anmunam mMeHee 15%, TO4YKOBbIE MyTauum,
MI/IKpO,D,eJ'IeLI,I/WI/MVIKpO,EI,yI'IJ'IMKaLI,I/II/I, pa3mMep KOTOpbIX HAaxoAuTCcA 3a npegenamm paapeLuarou.leﬂ cnocobHocTM MeToaa, a
TaKXXe 3KCNaHCUIKO TPUHYKINEOTUAHbIX NMOBTOPOB.

OTCYTCTBVIe KITIMHNUYeCKMN 3Ha4YUMbIX CTPYKTYPHbIX TMepecTpoek XpOMOCOM He WCKI4aeTt reHeTu4ecKkom
npupoAabl 3aboneBaHusi, B 4aCTHOCTMU MYTaLI,MVI, KOTOpble ABNAKTCA I'IpVI‘-IVIHOﬁ aAyTOCOMHO-peLeCCUBHbLIX U
AYTOCOMHO-AOMMWHAHTbLIX HacneaACTBeHHbIX 3aboneBaHun U KOTOpbleé MOryT ObITb BbIsIBIIEHbl METOAOM
KITMHU4YeCKOro ceKkBeHMpoBaHuUsA 3K3oma nn6o TapreHTHbIM CeKBeHUpoBaHuUeM.

PacwunpeHHbIn XPOMOCOMHbLIA MWKPOMaTPUYHbIA aHanu3 BbIMNOJIHAETCA Ha reHeTMYeCKOM aHanusaTtope
FEHOCKAH 3000 c ncnonb3oBaHuemM MUKPOMaTpPUL, BbICOKOrO pa3peLueHus.

PeeucmpauuoHHoe ydocmosepeHue ¢hedeparnbHol crnyxbbi no Had30py 6 cghepe 30pasooxpaHeHUsT U coyuaribHO20
pazsumusi Ne@CP 2010/08511
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