AO «CEBEPO-3AMNAOHbIA LLIEHTP AOKA3ATE/IbHOW MEOULINHbI» E
' r. CankTt-lNeTepbypr, MNynkoBckoe L., a. 28A Ten.: +7 (812) 600-42-00

J1047-01149-47/00590347 ot 26.12.2020 r. KOMUTET MO 3[PABOOXPAHEHWIO JIEHUHIPALCKOW OBJ/IACTU
191124, r. CankT-leTepbypr, yn. JladboHckasq, a. 6A. Ten.: +7 (812) 717-65-01

Kop B peecTtpe MeXxayHapoAHOro KOHTpons Kayectsa EQAS 9126. Kop, B peecTpe BHeELWHero KoHTpons kayectea ®CBOK 10914

3AK/TIOMEHUE
MOJIEKYNAPHO-LLUTOreHeTUUECKOro uccnenoBaHus
(XpOMOCOMHbBIM MUKPOMATPUUHDIN aHANN3 IK30HHOTO YPOBHS)

MauywmenT: NMNPUMEP Aarta poxkaeHua: 01.01.2021

KnuHuueckuin gnarHos: ObcnenoBaHue

Martepuan: Kposb EDTA

[ata noctrynneHusa obpasua: 23.03.2023 [Aarta uccneposanma: 19.04.2023
PE3Y/IbTATbl UCCNEOQOBAHUA

MonekynapHbii kKapnoTtun (8 cootsetctaum ¢ ISCN 2020): arr(X,1-22)x2

1. AHeynnououu:

He o6Hapy»keHo.

2. Bapuayuu yucna Konutli eeHos (CNV):

He o6Hapy»keHo.

3. Yyacmku nomepu 2emepo3ucomHocmu codepmauwe 2eHbl, (CBA30HHbIE C d)(?HOME‘HOM
umripuHmuHea:

He o6HapyKeHo.
4. O6bwuli pasmep npomsaxceHHbix (>3 000 000 n.H.) y4acmkKo8 nomepu 2emepo3ucomHOCMU — Hem

(obwenonynayuoHHs.Ili yposeHs).

MaToreHHOro XPOMOCOMHOro AucbanaHca He 0bHapyKeHoO.

19.04.2023 r. Bpau — naGopatopHbIii FEHETUK Kanmmaa HM.
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XPOMOCOMHBIA MUKPOMATPUUHDBIN AHAJIN3
uHopmanus 00 UccjaeI0BAHUM

XPOMOCOMHBbIN MUKpOMaTpU4HbIn aHann3 (XMA, MonekynspHo-LMToreHeTu4eckoe uccreoBaHe, MonekynapHoe
KapuoTUNMPOBaHNE) — 3TO TECT NS OnpefernieHns CTPYKTYpPHbIX mameHeHun [OHK npu KoTopbix npoucxogut
N3MEeHeHNEe KonmyecTBa reHeTUYeCKoro MaTepmana - geneumm u aynnukawmu.

XpOMOCOMHbIVI MVIKpOManVI'—IHbIVI aHann3 daBndeTca pekoMeHOOBaHHbIM COo00LLECTBOM MEOMLMHCKUX FEHETUMKOB
TECTOM nepBoﬁ JMHUN Oana AnarHoCTUKM NpUYMH BPOXAEHHbIX MOPOKOB pa3BUTUA, yMCTBeHHOIZ OTCTarocTn,
anunencun n aytusma, a Takke MmkpoaeneunoHHbIX 1 MUKpoaynJIMKauMOHHbIX CUHOPOMOB.

MukpoaeneumoHHble CUHAPOMbI — TreHeTu4eckne 3abofieBaHusl, Bbl3blBaEMble OTCYTCTBMEM HEOOMblUMX, He
BMOMMbIX B MUKPOCKON, Y4aCTKOB XPOMOCOM (MUKPOZENeunsamm).

MukpoaynnukaumoHHble CUHBPOMbI - reHeTudYeckne 3aboneBaHus, Bbi3blBaEMble Hanu4nem OOMNONHUTENbHbIX
KOMWiA Y4aCTKOB XPOMOCOM, HE BUAVMbIX B CBETOBOIN MMKPOCKON (MUKPOLYMIUKALIMSIMM).

BO3MOXXHOCTN XPOMOCOMHOFO MUKPOMaTPUYHOrO aHanusa

PacLUMpeHHbI XPOMOCOMHbBIA MUKPOMAaTPUYHBIA aHann3 BbISBMSET CTPYKTYPHbIE M3MEHEHWs Ha YPOBHE 3K30HOB
(KOAMPYIOLMX YHACTKOB FreHOB), FEHOB WM Y4aCcTKOB XPOMOCOM C M3BECTHOMN KIIMHNYECKON 3HaYMMOCTbIO.

XpOMOCOMHbIVI MVIKpOManVILIHbIVI aHanmi, Takke Kak n aHalnni Kapmnotuna, no3BOoJIAE€T BbIABNATbL aHeyniongnn —
HanuMune OOMONHUTENbHON UK OTCyTCTBUE Kakon-nnbo XpOMOCOMbI, HO B OTIM4Me OT CTaHOapTHOro
nccnenoBaHua Kapunotuna nospondeTt C BbICOKON TOYHOCTBbKO  AMarHoCcTupoBaTb BCe M3BECTHbIE
MUKpoaeneunmoHHble U MUKPOAYNJTMKAUNOHHbIE CUHOPOMbI, @ TakXe Apyrme KnmHn4eckn sHa4Mmble NSMEeHEHUA.

XpPOMOCOMHbBIA MUKPOMAaTPUYHbIA aHanu3 No3BOMSIeT BbISBUTb Y4aCTKU C MOTEPEN reTepo3nroTHOCTU, YTO UMEET
KMMHUYECKoe 3HayeHue npu OnmM3KopoACTBEHHOM Opake MUNu nNpu OOHOPOAUTENBCKUX OAUCOMUSIX (OMarHocTuka
GonesHen MMNPUHTUHTA). VIHTepnpeTaums AaHHbIX XpOMOCOMHOIO MUKPOMATPUYHOIO aHarnmsa OCyLLecTBNSETCs C
NCNONb30BaHNEM CMeLMann3MpoBaHHbIX reHeTndecknx 6as ganHeix OMIM, ISCA, DECIPHER, DGV n gp. Ecnn B
pesynbTaTe XpPOMOCOMHONO MMWKPOMaTPU4YHOrO aHanu3 oOHapyXeHbl NaToreHHble W3MeHeHUs,
HeoOXoAMMa KOHCYIbTauusi Bpava-reHeTuKa, KOTOpPbIA MOXeT NMpaBUIIbHO UX WHTepnpeTMpoBaTb, AaTb
npaBuibHble peKoMeHO4auuu n caenaTb NPOrHos.

OrpaHu4eHnsi XPOMOCOMHOIO MMKPOMaTPU4YHOrO aHanumsa.

XpOMOCOMHbIVi MUKPOMAaTPUYHBIA aHanm3 He BbisiBNsieT cGanaHCMpoBaHHbIE M3MEHEHWs], Takue Kak peLunpoKHble
TpaHcnokaumn, poGepTCOHOBCKME TpaHCMoKauMW, WHBEPCUMW, Mo3auuusm MeHee 15%, TO4YKOBble MyTaLuUM,
MUKpOAENeLMU/ MUKPOAYNIIMKaLMKN, pasMep KOTOPbIX HaxoaWTCs 3a npedenaMu paspellalollent crnocoGHOCTU
MeTo/a, a TaKKe 3KCMaHCUI0 TPUHYKIEOTMAHbIX NOBTOPOB.

OTCyTCTBME KINMHMYECKUM 3HAYMMbIX CTPYKTYPHbLIX MepecTpoek XPOMOCOM He MCKIo4YaeT reHeTU4YecKomn
npupoAabl 3a6oneBaHusA, B YaCTHOCTU MyTaLUi, KOTOpPbIie ABMASAIOTCA NPUUYMHOW ayTOCOMHO-PELLECCUBHbIX U
ayTOCOMHO-AOMMHAHTLIX HacreACTBeHHbIX 3a6oyieBaHUN U KOTOpble MOTYT ObiTb BbISIBIIeHbI METOOOM
KITMHUYECKOro CeKBEHUPOBAHUA 3K30Ma NIMGO TapreHTHbIM CEKBeHMpPOBaHMEM.

PaclwumMpeHHbIi XPOMOCOMHbI MWKPOMaTPUYHbIA aHanu3 BbIMONIHAETCA Ha reHeTU4YeCKOM aHanusaTope
FEHOCKAH 3000 ¢ ucnonb3oBaHMeM MUKPOMATPUL, BLICOKOrO pa3peLUueHus.

PeaucmpayuoHHoe ydocmoeepeHue edepanbHolU cnyxbbl no Had3opy 6 cgepe 30pagooxpaHeHus U
coyuarnbHo2o pazsumusi Ne@CP 2010/08511
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