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3AKNTIOMEHUE
MOIEKYNAPHO-LLUTOreHEeTUYECKOro Uccnen0BaHUA
(XpoMOCOMHbBI I MMKPOMATPUUYHbBINM aHA/IN3 NPEHaTa/bHbIN)

Homep porosopa:
MauueHT:

AaTa poXxaeHus:

Bug 6uomarepuana:
KnuHuuyeckui gnarHos:

Jata 3a6opa marepuana:

[aTta u Bpemsa noctynaeHna matepuana B
nabopatopuio:

AaTa uccnepoBaHuA:

PE3Y/IbTATbl UCCIEAOBAHUA

MonekynapHbi Kapuotun (B cooTBeTcTBum ¢ ISCN 2024):

Mon nnopa:

XpomocomHbin aucbanaHc

KommeHTtapui

Monunnonanun

He 06Hapy»KeHo

AHeynnonaum

He obHapy»KeHo

Bapuauum uncna Konuii reHoB

He obHapy»KeHo

Heneyuu 2ceHa MECP2

He obHapy»KeHo

Jleneuuu u dynaukayuu 2eHa DMD

He obHapy»KeHo

LHeneyuu 2eHoe SMIN1 u SMN2

He 06Hapy»KeHo

YyYyacTKu notepu reTepo3uroTHOCTH,
cogepXailjue reHbl, cBA3aHHbIE C d)EHOMEHOM
MMOPUHTUHTA

He 06Hapy»KeHo

0O6wmit pasamep npoTaxKeHHbIX (>3 000 000 n.H.)
Y4YacCTKOB NOTEpPU reTepo3uroTHOCTH

%

MaToreHHOro XPOMOCOMHOro gucbanaHca He 0b6HapyXKeHo.

14.08.2025 .
Bpay-NabopaTopHbIN reHeTUK
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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 BbISABMSET CTPYKTYPHbIE M3MEHEHWs 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 —
HanuMyne gONONHUTENBHOW U OTCyTCTBME Kakon-nnbo XPOMOCOMBbI, HO B OTJ/in4ne OoT CTaHAapTHOro nccrnegoBaHuA
Kapnotuna nospondetr C BbICOKOW TOYHOCTbIO OVnarHoCcTmpoBaTtb BCe W3BECTHble MUKpoAesieuNOoHHble U
MUKpoaynIMKaunOHHbIE CUHOPOMbI, @ TaKXKe apyrne KnMHN4YeCkn 3Ha4ynmMmble N3SMEHEHNA.

XPOMOCOMHBIAI MUKPOMATPUYHbBIA aHanmn3 no3BosisieT BbISIBUTb Y4aCTKM C NOTEPEN reTepo3nroTHOCTU, YTO MMeEeT
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
pe3ysibTaTe XpOMOCOMHOIr0 MMKPOMAaTPUYHOIO aHann3 obHapyXeHbl NaTOreHHble U3MeHEeHUA, Heobxoauma
KOHCYNbTauusa Bpaya-reHeTuka, KOTopbiM MOXeT NnpaBuUiIbHO UX UHTEPNpPeTUpPOBaTb, AaTb MpaBUNbHbIE
peKkomMeHAauun u caenarb NPOrHoa3.

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.

PeaucmpayuoHHoe ydocmosepeHue chedeparibHoU cryx6bi o Had30py e cghepe 30pasooxpaHeHUs U coyuasibHO20
passumusi Ne@CP 2010/08511
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