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WccnepoBaHue PesynbTaT KoMMeHTapuit
e UNC13D m. CM.KOMM. MpoBoAMNOCh UCCIeIoBaHNE Ha NpeaMEeT BbisiBieHnss CeMenHoro

remodaroumMTapHoro MMM@orMcTMoumMTo3a.
Pe3ynbTaT npunaraeTcs Ha oTaenbHOM bnaHke.

BHuMaHue! B 3neKTpOHHOM 3K3eMnnspe 6r1aHKa Ha3BaHUe UCCeN0BaHNs COEPXMUT CChIIKY Ha CTpaHULY canTa
http://www.invitro.ru/c onucaHnem nccnenoBaHms.

Pe3yanaTbI MCCﬂe,ﬂOBaHMVI HE ABNIAKTCA AMarHo30M, Heobxoanma KOHCY/1bTauud Crieunasincra.

M.M. / Nognuck Bpaya
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https://www.invitro.ru/analizes/for-doctors/1056/7687/

Onucanme PE3YJIbTATOB UCCJICAOBAHUA

MH3 999999999

®.N.0., 1997 r.p. obcnenoBanacek B OO0 «HezaBucumast nabopatopus MHBUTPO» C 1€JbIO
ucciienoBaHus 4yacTeix MyTtamuid B reHe UNCI13D, npuBoasimux K BOZHUKHOBEHHIO CEMEHHOIO
reMogaromuTapHoro JuMdorucTuonutosa, Tam 3 (mpodpuiab Ne 7914UNC1).

Cemennptii zemopazoyumapnulii numgozucmuoyumos — peoxoe u msiceioe cemamonocudeckoe 3abonesanue. OHo Xxapakmepuzyemcs
AHOMATIbHBIM PAZMHOJICEHUEM U aKMUBayuell 0coobix KIemoK OpeaHu3Ma — 2UCMUOYUMOS (IMKAHEGbIX MAKPOPA208).

Xapaxkmepro ynoproe nosviuieHue memMnepamypul, npuiem auxopaoka He no00aemcs 1e4eHur0 aHmubaKmepuatbHbIMu npenapamamu.
Habnrwoaemces yeenuuenue cenesenku (cnieHome2anus), 00biuHO makdice ygeaudenue neyenu (cenamomeeanus). boiee uem 6 nonosune
CNIYYaes BOZHUKAEN KOJHCHASA CbINb, ROPANCAIOWAS IAKICE U BOTOCUCIYIO YACHb 20106bl. dacmo ecmpeuaemcs yeenuyenue aumgpoysnos
— num@adenonamus. Hepeoxku npusnaxu nopadxcenusi yenmpanvrou HepsHou cucmemvl (LIHC): usmeHnenuss nosedenus, HapyuwieHus
KOOpOUHAayuu 08UdNCeHUtl, cyoopou. Jpyaue 603MONCHbIE CUMNIMOMbL — JHCENMYXA, OMEKU, NPUSHAKU NOPAICEHUSL HCETYOOYHOKUUEUHOO0
mpaxma (bonu 6 acueome, poma, NOHOC, OMKA3 OM NUWU, NOMEPSL 8eCa).

Kpome moeo, npu I'JII" 603nuKaiom KiuHuveckue nposieneHus YumoneHuu, mo eCimb COCMOosHUsL 0euyuma Kiemox Kposu.: HedoCmamox
IPUMPOYUMO8 NPOSIGIAEMC OIEOHOCTNBIO U CAADOCHbIO, HEOOCMAMOK MPOMOOYUMOE — CUHAKAMU U KPOBOMEUEHUSIMU (803MOJICHDI,
Hanpumep, KposomeueHus u3 0ecer), HedOCMAamoK JelUKOYUmos — YacmviMu UHGeKyusmu.

Lpyaue munwvt dannoeo 3aboneeanus mocym ovims 00ycrosienvt mymayuamu 8 eenax : STX11 FHL1 PRF1 STXBP2. Mymayuu 6 cene
UNC13D peeucmpupyromcs naubonee uacmo.

B o6pasue JIHK o6cnemxyemoii mpoBeneno uccnenoBanue rena UNCI13D metogom mpsiMoro
aBTOMATHUYECKOTO CEKBEHUPOBAHUS (T. €. UCCIIEIOBAHUE BCE KOJMPYIOIIEH MOCIEI0BATEILHOCTH
reHa U MpUJIeraloirx 3K30H-UHTPOHHBIX 00J1acTei).

MyTtanuu B rene UNC13D y o0cJienyemMoii He BbISIBJICHBI.

AHK ®.1.0. red UNC13D

91.1 MaToreHHble W BepoOATHO MaTOreHHble BapuaHTbl He
BbISIBJIEHbI

[lonyueHHbIE pe3yJbTaThbl He MNMOATBEPHAANT, HO W He HCKJIKHYAKT JHATHO3 CEMEUHOro
reMo¢arouTapHoro JUMQOTUCTUOIUTO3a y oO0cieayeMou, T. K. Apyrue, Oornee pelakue
TeHETUYECKHUE BapUAHTHI JJAHHOTO 3a00JI€BaHUS MOTYT OBITh OOYCIIOBJIECHBI MYyTAIlUsIMUA B T€HaX
STX11, FHL1, PRF1, STXBP2, ne TectupyemMbIX B JaHHOM TIPOQuUIE UCCICIOBAHUS.

JIns yTOYHEHMs] TEHETHMYECKOTO BapuaHTa 3a00JIeBaHUA 11€71eCO00pa3HO PEelIUTh BOIMPOC O
MIPOBEJICHNUU TOJIHOAK30MHOI'O CEKBEHUPOBAHUS (KJIMHUUYECKUH SK30M), TTO3BOJISIFOILETO TTPOBECTH
OJTHOBPEMEHHBIHN MOUCK MyTanuii B 0onbiioM uncie reHoB. B OO0 «He3aBucumas maboparopust
NMHBUTPO» nanHoe ucciaeaoBaHUE B HACTOSIIEE BPEMS HE MPOBOIUTCS.

[Tpu HEOOXOIMMOCTH TIOJIYHYCHHS JOTIOTHUTEILHON HH(OPMAITUH TI0 pe3yIbTaTaM 00cIe0BaHus
PEKOMEH/IyeTCsl KOHCYJIbTallus Bpaya-TeHETHKA.

K.Mm.H., Bpau-reHeTukK MLII. / IToanuck Bpada
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