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3AKJIOMEHUE

no pe3yJibTaTaM MOJIEKY/IAPHO-reHeTU4YeCKOoro nccsiegoBaHmA:
ATpodusa 3putenbHoro HepBa Jle6epa: nouck 12-Tm YacTbix MyTauum MutToxoHapuanbHon AHK

NauueHT: [arta 3abopa matepuana:
fAaTta poxaeHua: Mon: [ata noctynneHua matepuana B nabopartopuio:
Bup 6uomarepuana: [aTa roToBHOCTM uccneaoBaHua:

Pesynbrarbl AHK-aHanusa
TpaHckpunt: NC_012920.1

12 yacTbiX NaTOreHHbIX BapuaHTOB
$.1.0. MMTOXOHp,pMaanoﬁ AHK DNAIJC30: c.152A>G

CaBunHoBa OKcaHa

BuKTOpOBHa

3akntoueHue: lNposegeHo nccnegosaHune HK Ha Ha/n4ue
12-T1 naToreHHbIX BapmaHToB: m.11778G>A, m.14484T>C, m.3460G>A, m.3733G>A, m.4171C>A,
m.10663T>C, m.14459G>A, m.14482C>G, m.14482C>A, m.14495A>G, m.14502T>C, m.14568C>T B
muToxoHapuanbHon AHK, pernctpupyembix npu atpodun 3putenbHoro Hepea Jlebepa.

MaToreHHbIX M BEPOATHO NATOreHHbIX BAPUAHTOB He 0OHApYXKeHO.

MpoBeaeH NOMCK YacToro natoreHHoro BapmaHTa B reHe DNAJC30(NM_032317):¢c.152A>G
(p.Tyr51Cys), BbI3bIBatOLLETO ayTOCOMHO-PEL,ECcCMBHYIO Gopmy HeEMpoNaTUM 3pUTENBHOIO HepBa
Nebepa.

MaToreHHOro BapuaHTa He BblABAEHO.

Pe3ynbTaT MONEKYNAPHO-TEHETUYECKOTO aHa/In3a MOXKeET 6bITb BepPHO MHTEPNPETUPOBAH TOJ/IbKO

Bpavom.

Bpay-reHeTuK



