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Mon: XeH
Bospacr: 40 net
NH3: 999999999
[ata B3aTus obpa3ua: 14.02.2022
[ata noctynnenus obpasua:  14.02.2022
Bpau: 25.02.2022
[aTa neyatu pesynbTaTa: 25.02.2022
WccnepoBaHue PesynbTat KoMMeHTapwuii
XMA abopTHOro mMatepuana CM.KOMM. Pe3ynbTaTt npunaraeTcs Ha OTAeNbHOM b6iaHKe.

BHuMaHKe! B 3neKTPOHHOM 3K3eMnnspe 6/1aHKa Ha3BaHWe UCCIeNoBaHNs COIEPXKMT CChIIKY Ha CTpaHuULy canTta
http://www.invitro.ru/ c onucaHmem mnccnenoBaHus.

Pe3yanaTbI MCCﬂe,ﬂOBaHMVI HE ABNIAKOTCA ANArHO30M, HeobxoanMa KOHCYy/bTauusa cneunasncra.

M.IM. / MNoanuck Bpaya
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INVITRO
3AKJTOYEHVE

no pesynbTaTaM MOJIEKY/IIPHOTO KapMOTUMMPOBAHWS

(XpOMOCOMHbIM MUKPOMATPUYHbIN aHann3)

MauuneHT: Koa naumenrTa:
[OaTa poxxaeHus:

KnuHuueckui amarHos:

MaTtepuan: AGOpTUBHbBIV MaTepuan

[arta nocTrynneHus matepuana:

AaTta nccnepoBaHus:

Pe3ynbtaTbl UCCNefOBaHUA:

MonekynapHbii kapuotun (B coorBeTcTBuM ¢ ISCN 2016): arr(22)x3

Mon nnopga: My»Xckow

AHeynnonanm oaHOM UM HECKOMbKMUX XPOMOCOM — OB6Hapy»eHa TPUMCcoMusi 22 XpOMOCOMbI
Tpunnonansi — He o6Hapy»XeHo

MonHoreHoMHas oAHOpOAUTENbCKAs AUCOMUSI — HE OBHapYIKEHOo

MuKpoaeneumn n MuKpoaynakaumi pasmepom bonee 800 kb — He o6Hapy»xeHo

3aknrouenme: ObHapyXeHa TpUcommsl 22 XpOMOCOMbI.

PEKOMeHﬂ,YETCﬂ KOHCYyNbTalus Bpaya-reHeTuKa.
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INVITRO

MOJNNEKYJIAPHOE KAPUOTUNMNPOBAHMUE
nHdopmaumsa 06 nccnegoBaHnm

MonekynspHoe KapnoTUnMpoBaHMe — 3TO TECT A5 OMNpeaesieHns CTPYKTYPHbIX N3MEHEHWM OHK B a60pTMBHOM
MaTepuane, npn KoOTopbiX NPOUCXOAUT NU3MEHEHUE KOJTMYECTBA NEHETUYECKOIO MaTeEpUasna — aHeynnom,qMﬁ,
TpMI'U'IOM,ClMl\;I, Aeneumn un ,CI,YI'U'IMKaLI,I/ll\;I. B ocHoBe TecTa nexur XpOMOCOMHbIl\/'I MMKpOManMLIHbIVI aHanus.

AHeynnonauu (TpUCOMMUM/MOHOCOMUM OAIHOW MJIN HECKOJIbKMX XPOMOCOM), NMPUBOZSLIME K NOoTEpe BEPEMEHHOCTH, B
BOMbLUNHCTBE C/TyYaEB SBNSAIOTCA ClyYalHbIMU COBLITUAMU Y PUCK MX NMOBTOPEHUS OBLLIENONYISLMOHHBIN.

BbisiBneHve Tpunnonanm TpebytoT npoBeaeHust anddepeHumnarnbHoM ANarHOCTUKM C My3blpHbIM 3aHOCOM, KOTOPbIiA
MOXET MPUBOAUTb K FreCTalMoHHON Tpodobnactuyeckor 6onesHu (MMB), cneacTBUEM KOTOPOW MOXKET CTaTh
OTCYTCTBME BO3MOXHOCTU UMETH AETEN.

MNosIHOreHOMHbIE OAHOPOAMTENBCKME ANCOMUM NPU NOATBEPXKAEHUMN UX OTLIOBCKOrO nNpoucxoxaeHus HecyT 20%
puck passutus 'Thb.

MukpoaeneumoHHble CUHAPOMbI — reHeTUYECKME 3a60/1EBaHNS, Bbi3biIBAEMbIE OTCYTCTBMEM HEGOSbLINX, HE
BUAMMbIX B MUKPOCKOM, Y4aCTKOB XPOMOCOM (MUKPOAENELUSIMM).

MukpoaynnukaLMOHHbIE CUHAPOMbI - FeHeTUYEeCKMe 3ab0MeBaHNs, Bbi3blBAEMbIE HANMYMEM AOMOSHUTENBHbBIX
KOTMWIM y4acCTKOB XpPOMOCOM, HE BUAMMBIX B CBETOBOM MUKPOCKON (MUKPOAYNIMKALMSMM).

Hec6anaHcMpoBaHHbIE TPAHCIOKaLUMK (COUYETaHME TEPMUHANBHOW MUKPOAENEeUMM U MAKPOAYNIMKALMK) — BU
XPOMOCOMHbIX MEPECTPOEK, MPY 0B6HAPY>EHUI KOTOPbIX HEOBXOAMMO NPOBeAEHVE 06CNeA0BaHNS poanTenein Ha
HOCMTENbCTBO CHaNaHCMPOBaHHbIX TPAHC/IOKALMI. VIX HOCUTENBCTBO MOXKET NPUBOANTL K MPUBLIYHOMY
HEBbIHALLNBAHMIO BGEPEMEHHOCTUN UMM POXKAEHUIO pe6EHKa C MHOXXECTBEHHbIMM NMOPOKAMM Pa3BUTUSI U YMCTBEHHOM
OTCTaNoCTbIO.

Bo3MOXXHOCTH MOJIEKYJIAPHOIo KapuoTunMpoBaHuma AJsia onpenesieHna NnpuiYuH HepbliHalWMBaHUA
6epeMeHHOCTH

Bonee NonoBuHbI C/TyUYaeB BCEX CMOHTaHHbIX abOPTOB B MNEPBOM TPUMECTPE Bbi3BaHbl XPOMOCOMHbIMM
HapyLLIEHNSAMU. BonbLUMHCTBO 6epeMEHHOCTEN C XPOMOCOMHBLIMM MEPECTPOMKaMM Yy Nioaa 3akaHYMBaOTCS
CaMONpou3BO/IbHbIM BbIKMABILLEM B TeYEHUE NepBbIX 12 Heaenb.

MonekysnsipHOe KapUOTUMUPOBAHWUE BbISIBMISIET CTPYKTYPHbIE M3MEHEHNS HA YPOBHE BCEr0 FreHOMa, OTAESbHbIX
XPOMOCOM M Y4YaCTKOB XPOMOCOM C M3BECTHOM KJIMHUYECKON 3HAYMMOCTbIO. DTO MO3BOJISIET YCTAHOBUTL CBsI3aHa n
notepsi 6epeMeHHOCT C XpOMOCOMHOW NaToNOrMel nioaa U OLEHUTb PUCK MOBTOPEHMS! MOA0BHOro cobbiTus.

B oTiMume oT cTaHAApTHOMO aHaM3a KapyoTuma MOSIEKY/ISIPHOE KapUOTUMUPOBaHME BhISIBAISIET HE TOMbKO rpybble
HapyLLIEHUS CTPYKTYPbl XPOMOCOM, BUAMMbBIE MOA MUKPOCKOMOM, HO U MeSIkue CybMUKPOCKONUYECKNE UBMEHEHMS,
KOTOpble He MOryT 6biTb OnpeAenieHbl CTaHAAPTHbIM KApMOTUMMPOBAHNEM, HaNpUMep, MUKPOAENELIMOHHbIE U
MUKPOAYMIMKALMOHHBIE CUHAPOMBI, @ TakKe APYrne KIIMHUYECKM 3HaUYMMble U3MEHEHUS.

MonekynsipHoe KapyoTUn1poBaHMe NO3BONSIET, TAKXKE, ONPEAENUTb FEHOTUNM U BbISIBUTb MPOUCXOXAEHUE
AOMOSIHUTENBHOIO rEHETUYECKIO MaTepuana (OTLIOBCKOE UM MAaTEPUHCKOE) M OTIMYUTL A0OPOKAaUYECTBEHHYIO
(AUrMHMYECKYI0) TPUMMIOUAMNIO OT YACTUYHOIO (AMaHAPUYECKOr0) My3bIPHOMO 3aHOCA, @ TaKXKe AMarHoCTMpoBaThb
MOJHBIN Ny3bIPHbIN 3aHOC, KOTOPbIA MOXET MNPUBOAUTL K TSXKENbIM NOCIeACTBUSM. OnpeaeneHne reHoTmna
MO3BOJISET TaKXKe BbISIBNSATb KOHTaMUHALMIO MAaTEPUHCKUMM KJIETKAMM, KOTopasi SIBNSIETCS YacToN NPUYKUHOI
NOXHOOTPULATENbHBIX PE3YNbTATOB NpW CTaHAAPTHOM aHanM3e KapuoTuna.

Ecnv B pe3ynbTate MOMeKyNSPHOro KapuoTUNMPOBaHUS 0BHApPY>eHbl NaTOreHHble U3MEHeHMsl, HeobxoaMMa
KOHCY/NbTaums Bpayva-reHeT1Ka, KOTOPbIN MOXET NpaBUbHO UX OLEHWTb, AaTb COOTBETCTBYIOLME PEKOMEHAALMM
1 caenaTb NpOrHoa.

OTCyTCTBME KMMHUYECKM 3HAUMMbIX CTPYKTYPHbIX NEPECTPOEK XPOMOCOM HE MUCKOYAET FreHeTUYECKOW NpUpoab
HeBbIHALLMBaHMS 6epeMEHHOCTH, B YaCTHOCTU MyTaLMiA, KOTOPbIe MOTYT BblTb BbISIBIEHI APYTMMU METOAAMM

OrpaHuqu A MOJIEKYNIAPHOIro KapnmoTunupoBaHUs.

MoneKynsipHoe KapnoTUNMPOBaHUE He BbisIBASET cbanaHCMPOBaHHbIE N3MEHEHWS, TaKMe KakK peLMnpOKHble
TpaHcnokaummn, pobepTCOHOBCKME TPaHCIOKaLMKN, MHBEPCUM, MO3anLm3M MeHee 25%, TOUKOBbIE MyTaLuu,
3KCMaHCMIO TPUHYKNEOTUAHBIX MOBTOPOB, @ TaKXXe MUKpoAeneumnm/MMKpoaynankaumm, pasmep KOTopbiX HaxoamTcs
3a npeaenamm paspeLuatoLLlert CnocobHoCT! MeToAa.

NccnepoBaHue orpaHUyeHo TOJSIbKO onpeaeneHuem HEC6aJ'IaHCVIpOBaHHbIX XPOMOCOMHbIX aHoManum un Y4aCTKOB
OTCYTCTBUSA FTETEPO3NTOTHOCTU.
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JTabopaTtopusi npoBoanT MOPONOrMYECKyHo OLeHKY abopTMBHOro Matepuana ¢ uenbto otbopa nnogHoro
mMaTepuana (HanpuMep, BOPCUH XOpuoHa). Mpyn HEBO3MOXHOCTM OAHO3HAYHO MAEHTUMULMPOBATL NIOAHbIN
MaTepuasn, NpoBoAMTCS aHanM3 obpa3ua TKaHW, MMetoLLEN HanbosblLee CXOACTBO C HUM,

MonekynsipHoe KapMoTUNMpPOBaHMUE BbINOJIHAETCA Ha reHeTuyeckoM aHanusatope FrEHOCKAH 3000 c
ucnosnb3oBaHneMm SNP-0/IMroHyks1e0TUAHBbIX MUKPOMaTpPUL,.

PerncrpaunoHHoe yaoctoBepeHue deaepanbHoi cy6bl No Haa3opy B cepe 3a4paBoOXpPaHEHUs U COLUANIbHOIO
pa3sutua N2®CP 2010/08511



