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Jaxmouenne rederika ot 27.09.20191.

GOHO: MNanyannna Arara Beneposua.

Hara powaennsn: 04.03.2015 .

Aapec nposusanmn: PecnvOmika bawkoprocran, . Ydmmekuii paiton. ¢. Pyeckuit [Opman.
vir. Osepuasn, a. 24.

Owarvos: E75.2 HeilipogeredepatvsHoe 3abonesanve. Meraxpomarvyeckan nelkogucrpodmn
(rayTauwrna reqa ARSA). Araxtu-eckui, ncesgobynbbapHbiil CHHAPOM, NErKUHA HAMHWA CNacTUHecHuiA
Napanapes, CHUHEHWE KOFHUTHUBHbIX QYHKLUMWIA,

ObGpatunuce K rereTury enepewe 10.08.2019 ¢ wanobamu Ha HapyLLEHWE NOXOOAKK, YXYALWEHWE pPE4K,
HapylieHWe noBeaeHnA pebexka.

Axamues Boneanu. Mepebie cumnTomsl 3a6onesaHua poguTenn ameTunun 1 rog Hazan, Koraa nocne
NePEeHeCeHHDN KnweyHon mudexkumn v pebenxa Dbina MHOroKpaTHas peoTa, WaTHOCTL npu xoabbe.
JaHHbIE CHMNTOMB! CBA32NWM C MHOEKUMEN, HO OHW HE MPOWAV NOCIE HoOpMannaaunn gyHiums KT,
CocToRHme cTano YXYQWartbCcA ORONO 6 MECAUEB HA3ad, APBOYKa NOCTENEHHO Hadana TERPATL HaBbIKW,
CTana MeaNUTeNbHOM, yXyAWWAaCcs PEYb M NMOHWMaHUA DOPAWEHHOR peun, YCUNWNack WaTKOCTe npw
xonnbe. Pefiedor ofcneaoBaH B HEBPONOTMYECKOM OTAENEHWN MOPOACKON KAMHWYECKDR BonbHUULl, N
AarHbiM KT 1 MPT ronoBHOID mMo3ra 3anofo3ipeda NeilHoaucTpodguis.

AnHamHes wu3nu. Pefenok ot 1 GepemenHocT, npotexkaswen bes ocobennocten, 8 31-32 Hepenw
GepemeHHOCTH Mama NEpeHeEc/ia BETPRHYID ocny. Poael cpounple Ha 39 Heg camocTonTenvHwee. (o
Anrap 7/9 Banaos. Npu pomgedwn macca 3320 rp, poct Slem. MNepwopn HosopompaenHocrw: Ges
ocobenHocTel, MoOTOpHOR W NCHMXO-PEYEB0E PaieWTve A0 3 NeT no so3pacry (ronosy aepsur © 2-3
MECALLEB, CHAMT C 6 MEeCAUSB, CamoCcToATENsHO xoauT C 9-10 mecaues). Mepernecennuie 3abonesanna
nocne roaa: OPBW, knweunan waderunn. MNpod. nprenskyn no sozpacty. PoguTeny 340possl, COCTORT B
HepoacTeeHHom Dpake. HacneACTEEHHOCTL HE OTATOWEeHa.

Ob6uexTMBHO.  [PaBMNbHOND TENOCNOHMEHWA. YA0BNBTBOPUTENLHOID NWTE ie NOKPOBL|
yuctoie. Jluuo Ges ocoferuorTen. Comartwueckmin cratyc Gea ocobesuocTe

Nanbnaydi HUKHKE Kpail neveqn No kpaio pebepHon Ayri, CENe3eHKa He Nanb

Hesponoruueckuid cratyc. [MOXOaKa CNacTMHO-aTaTHUHeckan. PeBeHor awt
obpaWEHHYIO peUb, BLINONHAET KOMaHAL! NOCNE NOBTOPEHWA HECKONLKO pPas, p

YMH: raazibie wenw d=s, 3pavukn pagHee, GoTopeanumH MUBbIe, HucTarma Het. JInuo cun
Azuik no cpeaHen nuHuw. Canusauma.

BTpuYHDe.
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TOHYC MbIlWL, B NOMOMEHUM NEMA CHUKEH. AKTUBHEIE ABUKEHUA B NONHOM obveme. CyXOmnAbHLIE W
NEPHOCTANbHBLIE PEQNEKCHl C PYH U HONEHHbIR OXMHBNEHLI, AXWANOBLl MuBLIE, TaToNOrMYecKne
pedneKkcsl ¢ 2-X CTOPOH, UHTERHLMA B PyKax Npu UeneHanpasneHHbIX OBMHEHHAK.

Obcnegosanmn.
OAK o7 29.07.0191: 3p 4,7 1012, Hb 123 r/n, N 11,6 x 10*9, CO3 10 mm/u.

Buoxumus kposu or 29.07.2019r: ACT 19,5 Ean, ANT 7.9 Ean, Gunupybun obumit 7,5 memons/n,
xonecrepun 5, 1 mmons/n, raoko3a 5,11 mmons/n, kanuil 4,38 mmonk/n, obuy Benow 63 r/n.

Y3W OBN 3axkniouenve: guddyiHoie MamMeHeHns NOAKENYAOYHON Menesbl. XonecTas, Pasmeps! NeYeHn 1
CEene3IeHKN HE UIMEHEHDI.

Bnaeo-33M-MOHMTOPUHT 24 NPUIHaKK OOCTATOUHOM A30pTraHM3aU OCHOBHOTO puTma, auddyanoh
NATONOrH4eckon BeTa-aKTMBHOCTH. DNNABNTUYECKUE NPHCTYNB! 1 AATTEPHLI INUNENTUHECKUX NPUCTYNOS
HE 3aperecTpUpPOBaHo,

MPT ronosroro mosra or 25.07.2019r He uckno4aeTea nenkogucTpodus (npunaraeTca).

AHK awardoctuka 25.09.2019r MeTog0oM aBTOMATHYSCKOTD CekBeHnpoBaHna npobangy MaanyanukHon
Arate BenepoeHe npoBedeHa BANMAALMK 3aMeEHb € 1107+1 G>A rewa apuacynodarais A [ ARSA) (MIM
607574, TpauckpunT RefSeg: NM _000487.5), myTaums B KOTOPOM NPUBOOMT K PaIBUTHIO
METAXPOMATU4ECKON NERKOANCTPO(HA € AYTOCOMHO-PELLECCUBHBIM TUMIOM HACAEA0BaHMA.

3amena €.1107+1 G>A obHapymeHa B reTeposnroTHOM COCTORHMK M YHacaedoBada ot matepu. Mpw
ACNOMHUTENBHOM MCCNEA0BAHMK reHa ARSA obnapymena 3ameHa £.607 T>C (Tyr203His) (CM 132373) 8
reTepo3WTOTHOM COCTOAHMM, YHACAEA0BaHHaR OT OTUA.

Pexomergaumm:
1. OcenwaeTenscreosarnue MC3K no mecTy swuTtenscTea.

2. Habmogenune, CMMNTOMBTUHECKOE IEYeHME HEBPONOTOM,

AEMEHNA
IYKTYpHOS

3. Hanpasutb pebenka gna ofcneposanma W peweHusn Bonpoca o
(TpaHCnAaHTaUMA KOCTHOTO MO3ra) B depepansHeil  UEeHTR
noapasjencgHue Ore0Y B0 PHUMY um. H.M, Muporosa M3 Poccum PAKE

Bpau - renernk / Iaficnna E.B.
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