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NHdopMmauunsa ansa naumeHta u uHpopMMpoBaHHoOe
nobpoBonbHOE cornacve Ha npoBegeHne XpoMOCOMHOIo
MUKPOMATPMYHOIo aHasnM3a

O6wan mHdopMmauyusa
XPOMOCOMHbIA MUKPOMaTpUUHbIN aHanm3 (XMA) — MeToA MccneaoBaHMs KapuoTuna YenoBeka, KOTOPbIA MOXET BbISIBUTb
XPOMOCOMHbIE HapyLlleHnd, CBA3aHHblE C UBSMEHEHUEM CTPYKTYPbI UKW YNUCla XPOMOCOM C NpUMEHEHNEM cnelnanibHbIX FrEHOMHbIX

MUKPO4YUNNOB.

Haunbonee pacnpocTpaHéHHbIE XPOMOCOMHbIE HapYLUEHUS:

- peneumst — UCYE3HOBEHME YYaCTKOB XPOMOCOM;
- oynavkKauus — nosiB/IeHME AOMNOSIHUTENbHbIX KOMWIM FreHETUYECKOro MaTepuana;
—  TpaHC/oKauuss — NepeHOC yyacTKa OAHOW XPOMOCOMbI Ha ApYryto;

- MHBEPCUA — U3MEHEHWNE NOoCNenoBaTE/IbHOCTU FrEHETUYECKOIro MaTepunana.

"@HOMHbIE MUKPOUUMbI, NCNOJIb3YEMble B KIMHUYECKOM NpakTuke, obecneunsatoT NOTHOrEHOMHOE MOKPbLITUE ANS BbISBEHUS
XPOMOCOMHOIro AncbanaHca c 6osiee BbICOKMM paspelleHneM No CPaBHEHUIO C PYyTUHHbLIM KapuoTunuposaHueM. Paspewatowas
cnocobHocTb XMA o1 200 000 nap HykneoTMaoB (B OTAeNbHbIX pernoHax oT 50 000 n.H.) Toraa Kak Ucnosib3oBaHne pyTUHHOMO

KapuoTUMNUPOBaHMS NMO3BOJISIET BbISIBUTb XPOMOCOMHBI AnucHanaHc pa3mMepoM 3-5 MJIH nap HyKI1eoTUAoB.

Metoaom XMA MOXHO O6Hapy)KMTb cnepgywwme XpoMoCoOMHbIE aHOManuMK: aHeynaonamu, Ttpunaonaunmn, nonumnionanu,
MUKpoAYynnKauun, MUKpoaeneuunu, HEC6aJ'IaHCVIpOBaHHbIe TpaHCNoKaunn, NoTepPo y4aCcTKoB retepo3nroTHoCTn, oaHopoAuUTENbCKUE
amcomumn. CTaHAapTHbIA XPOMOCOMHbBIN MUKPOMATPUYHbIA aHan3 NpoBOANTCS Ha MMKpOMaTpuLe CpefHen NIOTHOCTU, KoTopas
coaepxuTt 750 TbiCSI4 MapKepoB C BbICOKOM MJIOTHOCTbIO, MOKPbIBAKLWNX BCE KITMHMYECKN 3HAYMMble Y4aCTKM reHoma. Mpu aTom

aHanusnpyeTcs maTepuan Bcex 23 nap XpoMOCOM B OAHOM UccnenoBaHuu.

Llenb nccneposaHms

Llenb aaHHOro nccnegoBaHUs KOHKpeTHO Ans Bac gomxkeH 06bsicHNTL Bam Baw nevawmi Bpay nnn Bpay-reHeTuk.

OrpaHnuyeHus metoaa

OFpaHVI'-IeHVIﬂ mMeToha: MCMONIb30BaHHbIN MeTo4 XPOMOCOMHOIro MMKpOMaTpm4yHOro aHaam3sa He BblBNAET c6anchmposaHHble
TPaHCNOKaLuM1, HU3KOYPOBHEBbLIN MO3anunim (MeHee 25%) 1 TodyeuHble MyTaLuuMmn, a TakXKe MUKPOAENneLmMn n MMKpoaynankauum
pasMepom MeHee 200 000 nap HykneoTnaos. OTCYTCTBUE KITMHUYECKU 3HAYUMbIX CTPYKTYPHbIX MEPECTPOEK XPOMOCOM He UCK4YaeT
reHeTn4eckKomn npupoasbl HabnogaeMbix CMMNTOMOB, B 4YaCTHOCTHU MYTauMﬁ, KOTOpblE MOTyT 6bITb BbISIBIEHbI ApyrmmMmmn MeToaamu.
3akntyeHne no pe3ynbTaTaM XMA oTHOCUKTCSH K Mccne,qyeMon TKaHW N 3aBUCUT OT COXPaHHOCTU NpeAOCTaB/IEHHOINoO Matepuana

M OTCYTCTBMS KOHTaMmuHauum obpasua apyron AHK.

MaTtepuan ana nccnenoBaHus

BeHo3Hasa kpoBb ¢ DATA.

3axknrouyeHue no aHanansy XMA

Bbiaaetcs cornacHo knaccudpmkaummn ISCN, no pesynbTaTaM aHanmsa TpebyeTcs KOHCybTauusa cneumanucra.

A, HMXxXenognucaswuncs(ascs)

rofa poXaeHus, HacTOALLMM MOATBEPXAato,
4YTO NMPOUHGbOPMUPOBaH(a) O CyTH, LIENsAX, BO3MOXHOCTSX M OrpaHUYEHUsX nccneaosaHns. 9 umen(a) BOSMOXHOCTb 3aAaBaThb fto6ble

BOMPOCHI M HAa BCE BOMPOCHI MOMYYUN MUcYepnbiBatowme oTBeThl. MNonyymns NosHy0 nHpopMaumio 0 HeobxoaAnMMOCTM NpoBeaeHns
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aHanusa, g noATBepXXAat, YTO MHE MOHSATEH CMbICN BCEX TEPMUMHOB, M A0O6POBOBHO COrnalwalcb Ha NpoBeAeHne XpPOMOCOMHOIO

MMKPOMAaTPUUHOro aHanmnsa (XMA) Ha NpeanoXeHHbIX YCroBusX.
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