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Mon: XKen

Bo3pacr: 44 ropga

NH3: 999999999

[ata B3sTMa obpasua: 18.09.2024 07:00

[aTa noctynneHus obpasua: 19.09.2024 14:15

Bpau: 19.09.2024 14:22

[aTa neyaTtu pesynbTara: 19.09.2024

WccnenosaHme PesynbTat EanHunupl PedepeHcHble 3HaueHus!
XMA npeHaTasnbHblii CM.KOMM.

WcnonnuTens MBaHoB WU.W., Bpay - nabopaTopHbI reHeTrK

KoMMeHTapun K 3asiBKe:
Jlokanuzauunsa: AMHMOTUYECKAs KUAKOCTb

BHuMaHue! B aneKTpoHHOM aK3eMnnspe 6naHka Ha3BaHWE UCCNEeA0BaHMS COAEPXKMUT CCbIIKY Ha CTPaHWLY CaiiTa C Or1CaHMeM

ncecneaoBaHns. www.invitro.ru
Pe3yanaTbI MCCﬂeﬂ,OBaHMVI HE ABNAKTCA ANAarHO30M, HeOGXOLI,I/IMa KOHCYNbTauua cneunaancra.

M.M. / Noanuck Bpaya

cTp.1m3l


http://www.invitro.ru/

INVITRO

3AK/TKOYEHUE
MOIEKYNIAPHO-LUTOreHEeTUYECKOro uccnesoBaHus
(XpomMOoCOMHbBIN MUKPOMATPUUHbDI aHANU3 NPEHATA/bHbI)

MauyueHT:

KnuHuuecknii gnarHos: Het

Matepuan: AMHMOTUYECKAA KNAKOCTb/AMHUOLLEHTES Aarta poxaeHua: 01.01.2001
Darta uccneposanusn: 15.03.2024 MH3: 999999999

PE3Y/ZIbTATbI UCCNNEOOBAHUA
MoneKynapHbiit Kapmnotun (B cootBetcTBum ¢ ISCN 2020): arr(X,Y)x1,(1-22)x2
Mon nnopa: mycKo
1. AHeynaouduu:
He obHapyrKeHo.
2. Bapuayuu 4ucna konuli 2eHos (CNV):
He obHapy:xeHo.

3. Yyacmku nomepu 2emepo3uzomHoCcmu, cO0epHaujue 2eHbl, C83aHHbIE C heHOMEHOM
UMMPUHMUH2Q:

He obHapy:keHo.

4. O6bwuti pasmep npomsaxceHHsix (>3 000 000 n.H.) y4acmkos nomepu ecemeposueomHocmu - 0,11%
(obwenonynAayuoHHsIl yposeHs)

MaToreHHOro XPpOMOCOMHOTO ,CI,MC6aﬂaHC8 He 06Hapy>KeHo
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INVITRO

XPOMOCOMHbIA MUKPOMATPUYHbIA AHATTU3
WHcpopmaumsa o6 nccrnegoBaHUmU

XPOMOCOMHbIN MUKpOMaTPUYHbIN aHanu3 (XMA, MONeKynsipHO-LMTOreHeTu4eckoe uccrnenoBaHne, MonekynsipHoe
KapuoTUNuUpoBaHue) — 3To TECT ANd onpeaeneHnsa CTpyKTypHbIX nuameHeHnn OHK, npu KoTopbix nponcxogut
U3MEHEHVE KONMMYecTBa reHeTMYeCKoro matepuvana - geneuun n aynnukauum.

XpOMOCOMHbIVI MVIKpOMﬂTpVI‘-IHbII?I aHanm3 AaBnAaeTcA pekomMmeHgoBaHHbIM C006LI.|,eCTBOM MeONLUNHCKNX reHeTUKOB
TECTOM I'IepBOI7I nMnHUN Aana ANarHOCTUKMU nNpu4vnH BPOXAEHHbLIX MOPOKOB Pa3BUTUA, yMCTBeHHOVI OTCTaJ10CTH,
anunencnn n aytmama, a Takxe MMmkKpoaeneynoHHbIX 1 MUKpOoOYNINKaUNOHHbIX CAHOPOMOB.

MukpoaeneunoHHble CUHAPOMbBI — FeHeTUu4Yeckne 3abosieBaHNs], Bbi3biIBAaEMble OTCYTCTBMEM HEGONbLUMX, HE
BMOMMbIX B MUKPOCKOI, Y4aCTKOB XpOMOCOM (MUKpPOAENeLUsmMm).

MukpoaynnukaumoHHble CUHAPOMBI - reHeTuyeckne 3aboneBaHusi, Bbi3biIBaeMble HaMynMeM OOMOSTHUTENbHbIX
KOMWIA y4aCTKOB XPOMOCOM, He BUAMMbIX B CBETOBOW MUKPOCKON (MUKPOAYNMKaLMAMN).

Bo3mMoxHoCTH XPOMOCOMHOIoO MUKpOMaTpU4vHOIro aHarnusa

PacLumMpeHHbI XpOMOCOMHBI MUKPOMATPUYHBIA aHann3 BbISBSIET CTPYKTYPHbIE M3MEHEHUSI Ha YPOBHE SK30HOB
(kOOMPYIOLLMX YHACTKOB reHOB), FEHOB WU Y4aCTKOB XPOMOCOM C U3BECTHOWN KIMHUYECKON 3HAYNMOCThHO.

XpOMOCOMHbII7I MMKpOManMHHbIVI aHanns, Takxe, Kak U aHanm3 Kapmnotuna, No3BOJIAET BbIABNATbL aHeynnoungnun —
HannMyume JonoSTHUTENBHOW UK OTCyTCTBME Kakowm-nmbo XPOMOCOMbI, HO B OTlin4Mne OT CTaHOapTHOro nccnenoBaHnA
Kapuotuna no3BondeTr C BbICOKOW TOYHOCTbHO AOnarHoCctmpoBaTtb BCe W3BECTHble MUKpPOAESIEUNOHHbIE U
MuUKpoaynnnkauuoHHble CUHAOPOMDbI, @ TakKXe Aapyrme KnmHn4eCckKn 3Ha4nmbie N3MEeHEeHUA.

XPOMOCOMHbIA MUKPOMAaTPUYHBIA aHann3 no3BOMSET BbIABUTb YY4ACTKU C NOTEPEN reTepo3nroTHOCTU, YTO NMeeT
KIMHNYeckoe 3HayeHne npu 6nM3KopoACcTBEHHOM Gpake unvM Npu OAHOPOAUTENLCKUX OUCOMUAX (AMarHOCTMKa
6onesHen MMMNpUHTUHIA). HTepnpeTauusa AaHHbIX XPOMOCOMHOIO MUKPOMATPUYHOIO aHanM3a OCYLLECTBAETCS C
MCMonb30BaHMEM CreLManmM3npoBaHHbIX reHeTuyecknx 6a3 gaHHbix OMIM, ISCA, DECIPHER, DGV u ap. Ecnu B
pe3yfnbTaTe XpOMOCOMHOIro MMKPOMAaTPUYHOrO aHanu3 ooHapyXXeHbl NaToreHHble U3MeHeHusi, Heobxoauma
KOHCYNbTalUuA Bpaya-reHeTuKa, KOTOpbIA MOXEeT NpaBUIIbHO UX UHTEpPNpeTUPOBaTb, AaTb NMpPaBUNIbHbIE
peKkoMeHZauun u caenartb NPOrHos.

OrpaHM‘-IEHMﬂ XPOMOCOMHOIo MMKpomMmaTpu4iHoOro aHanusa.

XpOMOCOMHbI MUKPOMaTPUYHbIN aHanu3 He BbiSIBNSeT cGanaHCMpoBaHHble U3MEHeHWs, Takne Kak peLunpoKHble
TpaHcnokauuu, poGepTCOHOBCKUE TPaHCMOKaLUuM, WHBEPCUMM, Mo3auum3m MeHee 15%, TOUKOBblE MyTaLuW,
MUKpoZeneuun/MUKpoaynnukauum, pa3mep KOTOPbIX HaxoAuTcA 3a npepenamy paspeluaroleri crnocobHoCTU
MeTOoAa, a TakXe 9KCNaHCUI0 TPUHYKIIEOTUAHbIX MOBTOPOB.

OTCyTCTBUE KITMHMYECKU 3HAYMMbIX CTPYKTYPHbIX MEpPecTPoeK XPOMOCOM He MUCKIHYaeT reHeTu4eckom
npupoAbl 3a6oneBaHUA, B YaCTHOCTU MyTaLUK, KOTopble SIBMSAIKOTCS NPUYUHON ayTOCOMHO-PELIeCCUBHbIX U
ayTOCOMHO-AOMUHAHTLIX HacneAcTBeHHbIX 3abofieBaHUM U KOTOpble MOryT ObiTb BbisiBNEeHbl MeTOAOM
KIMUHMYECKOro CEKBEHUPOBaHUA 3K30Ma JIM6O TapreHTHbIM CEKBEHUPOBaHUEM.

PacluMpeHHbIA XPOMOCOMHbI MUKPOMaTPUYHbIA aHanu3 BbINOJIHAETCSA Ha FeHeTUYeckoM aHanusaTope
FT’EHOCKAH 3000 ¢ ncnonb3oBaHueM MUKpPOMATpPUL, BbICOKOrO pa3peLlueHus.

PeaucmpayuoHHoe ydocmoegepeHue chedeparnsHol criyxbbi no Had3opy 8 cehepe 30pasooxpaHeHuUs U coyuanbHOo20
paszsumusi Ne®@CP 2010/08511
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