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[aTta B34TMs 0bpasua: 07.05.2025 13:48

[Jata noctynnexus obpasua:  08.05.2025 16:05

Bpau: 17.05.2025 22:37

[aTa neyaTtu pesynbTara: 15.09.2025

WccnenosaHme PesynbTar KoMMeHTapwuii

XMA npeHaTanbHbli CM.KOMM Pe3ynbTaT npunaraetcs Ha OTAENLHOM 6raHKe.

WcrnonnuTenb MBaHoB W.U., Bpay - n1abopaTopHbIi reHeTUK

BHuMaHve! B 3n1eKTpoHHOM 3K3eMnispe 61aHKa Ha3BaHWe MccneaoBaHus COAEPXUT CCbIIKY Ha CTpaHuuy caliTa C onMcaHueM

mnccnenoBaHus. www.invitro.ru
Pe3ynbTaThl UCCNEN0OBAHUIN He SABNAIOTCS AMArHO30M, HEOBX0aAMMa KOHCYIbTaLus CreLnanucTa.

M.M. / Noanuck Bpaya
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http://www.invitro.ru/

INVITRO

3AKJTKOYEHUE
MOJIEKYISIPHO-LUTOF€HEeTUYECKOro UccnefoBaHUsA
(XpoMOCOMHBI1 MMKPOMATPUYHbII aHaIU3 NpeHaTasbHbIN)

MayuneHT:
KnnHun4yeckuim guarHos:

Marepuan:
NH3: Jata poxxpeHus:

PE3YJIbTATbl UCCNEAOBAHUA
MonekynsapHblin Kapuotun (B cootBeTctBum ¢ ISCN 2024): arr(X,Y)x1,(1-22)x2

Mon nnopa: My>cKom

XpOMOCOMHbIN auc6anaHc KoMMmeHTapum
Monunaonaum He 0BHapy)KeHo
AHeynaonauu He 06Hapy>XeHo
Bapuauum uncna Kkonuii reHoB He 06Hapy>KeHOo
LHeneunn reHa MECP2 He 0OHapy)KeHo
Neneunun n aynavkaumm reHa DMD He 0bHapy)XeHo
Heneunn reHoB SMN1 n SMN2 He 06Hapy>XeHo
YYacTKu notepu retepo3snroTHOCTU, CoAeprKallue reHbl, He 06Hapy>XeHo
CcBA3aHHble ¢ $eHOMEHOM UMMNPUHTUHIA
061Kt pa3Mep NpoTsHKeHHbIX (>3 000 000 n.H.) 0.39%
Y4YaCTKOB NOTEepU reTepo3snuroTHOCTU

MaToreHHOro XpOMOCOMHOro AucbanaHca He 06HapyXeHO.
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INVITRO

XPOMOCOMHbIN MUKPOMATPUYHbIA AHANN3
MHcpopmauma o6 nccnegoBaHnmn

XPOMOCOMHBbI  MUKPOMATPUUHBIA aHann3 (XMA, MONekynspHo-LUToreHeTuyeckoe wuccneoBaHne, MONeKynspHoe
KapvoTUNMPOBaHUE) — 3TO TECT A5 onpefeneHns CTPYKTYPHbIX n3MeHeHuin AHK npu KOTopbIX NPOUCXOANUT N3MEHEHWE
Ko/myecTBa reHeTUYecKoro Marepuana - geseuun n gynankauum.

XPOMOCOMHBI MUKPOMAaTPUUHBI aHaIn3 ABNSEeTCA PeKOMEHA0BaHHbLIM COO6LLIECTBOM MEAMLIMHCKUX TeHETUKOB TECTOM
nepBoii NMMHUM AN OWArHOCTUKM MPUUMH BPOXAEHHbIX TMOPOKOB Pa3BUTUSi, YMCTBEHHOW OTCTasilocTW, SNWUMencun u
ayT3Ma, a Takke MUKPOAENeLMOHHbIX 1 MUKPOAYN/IMKALMOHHBIX CUHAPOMOB.

MukpogeneLoHHbIe CUHAPOMBI — FeHeTUYeckne 3ab01eBaHus, Bbi3biIBaeMble OTCYTCTBUEM HEBOMbLUMX, HE BUAMMbIX
B MWKPOCKON, Yy4aCTKOB XpOMOCOM (MUKpOAeneunsmmn).

MukpoaynnnkauMoHHble CUHAPOMbBI - TeHeTUyeckune 3a60neBaHus, Bbi3blBaeMble Ha/IMYMEM AOMNOSHUTESbHbIX Konui
y4aCTKOB XPOMOCOM, HE BUOAUMbIX B CBETOBOM MWKpPOCKON (MI/IKpO,CI.yI'II'II/IKaLI,I/IFlMM).

B0O3MOXHOCTU XPOMOCOMHOIro MMKPOMaTPUUYHOIO aHain3a

XPOMOCOMHbIA  MUKPOMATPUYUHbIA aHaM3 MO3BONSET BbISBUTb CTPYKTYPHblE W3MEHEHMS Ha YPOBHE 3K30HOB
(kogupyrowmx y4yacTkoB reHoB) anss reHoe DMD u MECP2 npu p[ocTtaToyHOM KavecTBe nNpefocTaB/IEHHOMO
6rnomaTepuana.

XPOMOCOMHBIA MUKPOMATPUYHBLIA aHa/IM3, Takke Kak M aHa/M3 KapuoTuna, MO3BOJISIET BbISABAATbL aHEYNIouann —
Ha/iMuMe AOMNOSHUTENBHOW WKW OTCYTCTBME KAKOWM-IM60 XPOMOCOMbI, HO B OT/IMUYME OT CTaHAAPTHOTO WCC/efoBaHus
KapuoTuna Mo3BOJISIET C  BbICOKOW TOYHOCTbK  [AMArHOCTMPOBATb BCE W3BECTHblE  MUKPOAENELMOHHbIE 1
MUKPO/YN/IMKALIMOHHbIE CUHAPOMbI, @ TaKKe ApYyrue KIMMHUYECKN 3HaYMMbIE U3MEHEHNS.

XPOMOCOMHbIA MWKPOMaTPUYHBIA aHann3 No3BOSSEeT BbISBUTb Y4YacTKM C MOTepeli reTepo3uroTHOCTU, YTO UMeeT
KMHUYecKoe 3HaYeHne nNpu 6/IM3KOPOACTBEHHOM BGpake v Npu 0gHOPOANUTENBCKUX ANCOMUSIX (AMarHOCTUKa 6oe3Hel
UMMNPUHTWHIA).  VIHTepnpeTaums  AaHHbIX  XPOMOCOMHOrO  MWKPOMaTpvyHOro aHanM3a  OcyLlecTBNsieTcsa C
NCMNoONb30BaHWEM Creunann3npoBaHHbIX reHeTudecknx 6a3 gaHHbix OMIM, ISCA, DECIPHER, DGV un gp. Ecnm B
pesynbTare XPOMOCOMHOIO MWKPOMaTPUYHOrO aHa/iM3 OOGHapyXeHbl NnatoreHHble W3MeHeHUsl, Heobxoauma
KOHCYNbTauus Bpa4va-TeHeTUKa, KOTOPbIA MOXeT MNpaBW/IbHO MX WHTEpPNpeTupoBaTb, AaTb MNpaBU/ibHble
pekomeHgauuu n caenartb NPOrHos.

OrpaHquva XPOMOCOMHOIo MUKpoOMaTpuU4HOro aHanunsa.

XPOMOCOMHBIA MUKPOMATPUUHbLIA aHasM3 He BbISIB/ISIET COaNaHCUPOBaHHbIE W3MEHEHWS, TakMe Kak pPeLunpoKHble
TpaHc/oKkauuM, pPoO6epTCOHOBCKME —TpaHCc/MoKauuu, WHBEpCUMM, Mo3auumsm MeHee 15%, TOUKOBble MyTauuu,
MUKpoAeneuMn/MrKpoaynavkaumum, pasmep KoTopbiX HaxoauTca 3a npefenaMu paspeluatollei cnocobHocTn MeToaa, a
TakKe 3KCNaHCUI0 TPUHYKIeOTUAHbIX MOBTOPOB.

OTCYyTCTBME K/IMHUYECKU 3HAUMMbIX CTPYKTYPHbIX MEpPecTpoek XPOMOCOM He WCK/YaeT reHeTUYecKoi
npupoabl 3a60/iIeBaHUsi, B YaCTHOCTW MyTauMii, KOTOpble SIBNAIOTCA MPUYUHON ayTOCOMHO-PEeLeCCUBHbIX U
QyTOCOMHO-AOMUHAHTbIX HAC/eACTBEHHbIX 3a6Go/ieBaHUi U KOTOpble MOryT ObiTb BbIsIB/IEHbl MeETOAOM
K/IMHUYECKOro CEKBEHNPOBaHMUS 9K30Ma JINGO TapreHTHbIM CEKBEHUPOBaHNEM.

XpPOMOCOMHBIi MUKPOMaTPUUHBI/i aHanu3 BbINOJ/IHAETCA Ha reHeTuyeckom aHanusatope MEHOCKAH 3000 c
MCNosib30BaHMEM MUKPOMATPUL, BbICOKOro paspelueHus.

PeaucmpayuoHHoe ydocmosepeHue bedepasibHol Cayx6bl no Had3opy 8 cihepe 30paBooxpaHeHus U coyuasibHo20
paszsumusi Ne®CP 2010/08511
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