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3AKJIOMEHUE
no pesy/sibTaTaM MOJIEKYNAPHO-reHETUYECKOro UCcief0BaHHUA:
Mouck MyTaumu B reHe RBM8A, BK/touYasa KpynHbie geneumu

MayuenT: [ata 3abopa matepuana:
fara poxkpeHus: Mon: [aTta noctynneHua matepuana B nabopatopuio:
Bup 6uomatepumana: [laTa roTOBHOCTM MCCNE0BaHUA:

Pe3ynbTaThl UCCNef0BaHUA:

TpaHckpunt: NM_005105.4

®.1.0. RBMS8A JNlokyc 1g21.1

PDE4DIP ex 10 - 2 Konuwm
HFE2 ex 4 - 2 Konun
PEX11B ex 3,4 - 2 konun
CD160 ex 4 -2 konuu

3akntouyeHue: nposegeHo uccnegosaHue JHK MeTo40M
NPAMOro aBTOMATMYECKOro CEKBEHMPOBAHUA KOAUPYIOLLE NOCNe0BaTe/IbHOCTM U NPUIETatoLLmX
obnacTei 3K30H-UHTPOHHbIX coeanHeHn reHa RBM8A, myTauum B KoTopom npmBoaAaT K TAR-
cuHApoMy. MaToreHHble U BEPOATHO NATOreHHbIe BapMaHTbl He OBOHapyKeHbI.

MeTtogom MLPA npoBefgeH aHanms 4yncna Konum reHoB Iokyca 1g21.1, npoTaXKeHHble
Aeneunn B KOTOPOM B COMETaHUM C uameHeHnamu B reHe RBM8A npusogAaT K passutuio TAR-
CMHApOMa. B pe3ynbTaTe uccnenosaHua geneuns He obHapyKeHa.

Pe3ynbTaT MONEKYNAPHO-TEHETUYECKOTrO aHa/IM3a MOXKeT 6biTb BEpHO MHTEPNPEeTUPOBaAH
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Bpay-reHeTuK, K.M.H.



