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Mon: XeH

Bospacr: 40 net

NH3: 999999999

[ata B3aTus obpa3ua: 10.02.2022

[ata noctynnenus obpasua:  10.02.2022

Bpau: 25.02.2022

[aTa neyatu pesynbTaTa: 25.02.2022
WccnepoBaHue PesynbTat KoMMeHTapwuii
XPOMOCOMHBI MUKPOMATPUYHBIN . PesynbTaT npunaraeTcs Ha OTAeNbHOM b6naHke.
aHanus

BHuMaHne! B 3neKTpOHHOM aK3eMnnsipe 6/1aHKa Ha3BaHWe UCCeA0BaHNs COAEPXKMT CChIIKY Ha CTpaHuUUy canTta
http://www.invitro.ru/ c onncaHnem mccneaoBaHus.

PesynbTaTbl NCCNenoBaHniA He SBMSOTCS AMarHo3om, Heobxoamma KOHCY/bTauuda cneunanncra.
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INVITRO
3AKJTOYEHVE

No pesynbTaTaM MOJIEKY/IIPHOTO KapMOTUMMPOBAHWS

(XpOMOCOMHbIM MUKPOMATPUYHbIN aHann3)

MauuneHT: Koa naumenrTa:
[OaTa poxxaeHus:

KnuHuueckui amarHos:

Marepwman: KpoBb (BeHO3Has)

[arta nocrynneHus matepuana:

AaTta nccnepoBaHus:

Pe3ynbTaTbl UCCNefOBaHUA:
MonekynsapHbin kapuotun (B cootBeTcTBUM € ISCN 2016): arr(1-22)x2,(X,Y)x1

Mpu cTaHaapTHOM pa3pelueHnn (0T 400 kb B KNIMHWYECKM 3HAUMMbIX permoHax) NaToreHHbIX Bapuaumin yncna
konuii AHK (CNV) He oGHapyxeHo.

Mpw BbICOKOM pa3pelueHnn (0T 100 kb B KIIMHUYECKM 3HAUUMBIX PErMOHAX) NMaTOreHHbIX BapuaLumin Yncia Konui
OHK (CNV) He oGHapy»keHoO.

YyacTku OTCYTCTBUS FETEPO3UrOTHOCTU COAEPIKALLME FeHbl, CBS3aHHbIE C (DEHOMEHOM UMMPUHTUHIA —
OTCYTCTBYIOT.

MpOTSXXEHHbIE Y4aCcTKM NOTEPU reTepo3nroTHocTy (>3 000 000 n.H.) — HeT (06LIenonyNSALUNOHHBIA YPOBEHD).

3akntoueHue: MaTOreHHoro XxpOMOCOMHOro AncbanaHca He 0bHapy>eHo.
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INVITRO

XPOMOCOMHbIA MUKPOMATPUYHbIW AHANTN3
nHdopmaumsa 06 nccnegoBaHnm

XPOMOCOMHBIN MUKPOMAaTPUYHbIN aHanu3 (XMA, MoneKkynspHO-LUUTOrEHETUYECKOE UCCIe0BaHNE, MONEKYISIpHOE
KapuvoTUMNMPOBAHWE) — 3TO TECT A/l ONPeAENeHNs CTPYKTYPHbIX M3MeHeHu HK npu KOTopbIx nponcxoamT
W3MEHEHME KONMYEeCTBa reHETMYECKOro MaTepyana - geneuum n aynivkaumm.

XPOMOCOMHBbIV MUKPOMaTPUYHbIV aHann3 SIBNSIETCS PEKOMEHA0BAaHHbLIM COOBLLECTBOM MEANLIMHCKUX TEHETUKOB
TECTOM MepBON IMHUM AN AUArHOCTMKM NMPUYMH BPOXKAEHHbIX MOPOKOB Pa3BUTWSI, YMCTBEHHOW OTCTaNIOCTH,
3NWNENCHUM 1 ayTU3Ma, A TaKXKe€ MUKPOAENELMOHHBIX Y MUKPOAYMIMKALUMOHHbBIX CUHAPOMOB.
MukpoaeneumoHHble CUHAPOMBI — reHeTUYeckIe 3a60/1eBaHus, Bbi3blBaeMble OTCYTCTBUEM HEGOMbLUKX, He
BUAMMbIX B MUKPOCKOM, Y4aCTKOB XPOMOCOM (MUKpOAENELMsSMN).

MukpoaynnuKkauMoHHbIe CUHAPOMbI - FeHETUYecKre 3a60/1eBaHMs, BbI3bIBAEMbIE HA/IMUMEM AOMOSHUTENbHbIX
KOMUIA y4aCTKOB XPOMOCOM, HE BUAMMbIX B CBETOBOM MUKPOCKON (MUKPOAYMNAMKALUSMK).

Bo3moxHocTH XPOMOCOMHOIo MUKpomMmaTpu4yHOro aHanum3ia

XPOMOCOMHBI MUKPOMAaTPUYHBIM aHaNn3 BbISIBAISIET CTPYKTYPHbIE M3MEHEHUS HA YPOBHE 3K30HOB (KOAMPYHOLLMX
YYacTKOB F€HOB), MTEHOB WM Y4aCTKOB XPOMOCOM C U3BECTHOM KMHUYECKOM 3HAYMMOCTHIO.

XPOMOCOMHBIN MUKPOMaTPUYHbIN aHanus, Takxke, Kak 1 aHaIM3 KapuoTuna, NMO3BOSIET BbISBATb aHEYNIoMaMN —
Ha/IM4mne JOMONHUTENBHOW MM OTCYTCTBME KAKOW-NIMGO XPOMOCOMBI, HO B OT/IMYME OT CTaHAAPTHOMO
UCCNeaoBaHMsl KapyroTUNa No3BOJISIET C BbICOKOM TOYHOCTBIO AMAarHOCTMPOBaTb BCE M3BECTHbIE
MMKPOAENELIMOHHBIE Y MUKPOAYMIMKALUMOHHBIE CUHAPOMbI, @ TakXKe APYrne KIIMHUYECKM 3HAUMMblE U3MEHEHWS.

XPOMOCOMHBI MUKPOMAaTPUYHBI/ aHasiM3 NO3BOJISIET BbISIBUTL Y4acTKU C NOTEPEN reTepo3uroTHOCTM, YTO MMeeT
KIMMHUYECKOE 3Ha4YeHNE npun 6J'IVI3KOp0,ClCTBEHHOM 6paKe nnn Npn ogHOPOANTENBbCKUX ANCOMUAX (,CI,VIaFHOCTVIKa
60ne3HeN UMNPUHTUHIA).

MHTepnpeTaums AaHHbIX XPOMOCOMHOIr0O MMKPOMATPUYHOIO aHasiM3a OCyLeCTBASETCS C UCMOb30BaHNEM
CneumanmM3npoBaHHbIX reHeTnyecknx 6a3 gaHHbix OMIM, ISCA, DECIPHER, DGV v ap. Ecnu B pe3ynbTtaTte
XPOMOCOMHOIo MUKpoMaTpUyHOro aHanum3s 06|-|apy)|(e|-|b| naToreHHbieé U3aMeHeHus, |-|e06xop,uma
KOHCYynbTauusa Bpava-reHeTUkKa, KOTOprI7I MOXeT npaBUIIbHO UX UHTepnpeTnpoBaTb, AaTb NpaBUlibHbIe
pekoMeHaauunn n caernartb NPOrHos3.

Orpanquvm XPOMOCOMHOIro MMKpomMmaTpu4yHoOro aHanusaa.

XPOMOCOMHBIN MUKPOMAaTPUYHbIN aHann3 He BbISIBNSET COaNaHCMPOBaHHbIE N3MEHEHUS], TakMe KaK peLmnnpoKHble
TpaHcnokaummn, pobepTCOHOBCKME TPaHCIOKaLMKN, MHBEPCUU, MO3anLm3M MeHee 10%, TOUKOBbIE MyTaLuu,
MUKpPOAENEeLNN/MAUKPOAYNINKALIMKN, pasMep KOTOPbIX HAX0AMTCSl 3a NpeAesiaMmn paspeLlatoLleii CnocobHoCTH
MeTofa, a TaKXKe 3KCMaHCUI0 TPUHYKIEOTUAHLIX MOBTOPOB.

OTCyTCTBUE KNUHUYECKMU 3HAYMMbIX CTPYKTYPHbIX NepecTPpoeK XPOMOCOM He UCKIYaeT reHeTUu4eCcKom
npupoAabl 3a6oneBaHUs, B YaCTHOCTU MyTaLWUiA, KOTOPble IBMISKOTCA MPUYMHOW ayTOCOMHOPELeCCUBHbIX
M ayTOCOMHO-AOMUHaHTbIX HacrneACTBEeHHbIX 3a60neBaHU U KOTOPble MOTYT 6bITb BbisiBieHbl METOAOM
KINMUHMYECKOro CEKBEHUPOBaHUA 3K30Ma JIMBO TapreHTHbIM CEKBEHUPOBaHUEM.

PaclumpeHHbIN XPOMOCOMHbIA MUKPOMATPUYHbIN aHann3 BbINOJIHAETCSH Ha reHeTUYEeCKOM aHanusartope
FTEHOCKAH 3000 ¢ uncnonb3oBaHueM MUKPOMATpPUL, BbICOKOrO pa3peLueHus.

PeaucmpauuoHHoe ydocmosepeHue ¢hedeparibHoU cryxbbl o Had3opy 8 cghepe 30pasooxXpaHEHUsI U coyuaribHO20 passumusi
Ne®CP 2010/08511



