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3AKJIIOMEHUE
no pe3sy/ibTaTaM MOJIEKY/IAPHO-TreHeTn4YeCKoro nccsieaoBaHmA:
CuHppom MepMaHcku-Myanaka: NOMCK YacTbix MyTaumii B reHe HPS1
MaumeHt: Dara 3a6opa maTtepuana:
Hara poxgeHus: Mon: [ata noctynneHus matepuana B naboparoputio:

Bua 6uomatepuana:
[laTa rotoBHOCTU UCCnenoBaHUA:

Pesynbratbl 1HK-aHanu3a
TpaHckpunT: NM_000195.3

®.1.0. HPS1ex 11, 15,16

3aknovyeHue: MeETOAOM TMpPSIMOrO0 aBTOMAaTMYECKOr0 CEKBEHMPOBaHMS NPOBEOEHO
nccrnegosaHne obpasua OHK C uenb noucka myTauun B
KOAMPYIOLWMX NOCNeaoBaTeNnbHOCTSAX U NpUerawmx MHTPOHHbIX 06nacTax ak3oHoB 11, 15,
16 reHa HPS1, OTBETCTBEHHOroO 3a pa3sBuTtne cuHgpoma epmaHcku-Nyanaka. aTtoreHHbIX n
BEPOSITHO NAaTOreHHbIX BapuaHTOB HE 0GHapPYXeHO.

OTcyTCcTBME MYyTaLMI NONHOCTBLIO HE UCKMOYaeT HAaCNeACTBEHHYO NpUpoay
3aboneBaHus.

Pe3ynbTaT MONeEKynsApHO-reHeTU4eCKOro aHann3a MoXxeT ObITb BEPHO

MHTEpPNpPeTUDOBaH TONbKO BRA4YOM.

Bpau-reHeTuk



