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DNUAENTONOr

®WNO, BospacT: Cmepaosa Mapus AnekcaHgposna( 17.02.20) 1,5 roga

Hano6bi: MpPUETYNoB He nosTopAnKch. Mpowu Kype peabunutauum 8 depepanvHom ueHTpe [ercTso
(Mocksa)

Ha-poHe BbICOKOM TemnepaTypbi 4.12.20- TemnepaTtypa 39, 0O4HOKpaTHOe B3AparMBaHune.
npuctynsl : NN 08.08.2020
Tepanus: ‘genakun xpoHocdepa 200 + 200, 8ec 11, saabnpoatos 101 (:09.2021) A/IT, ACT-Hopma.
AHamHes 6on1e3Hu: 3aepXKa pa3BUTHA, Hauana eyeHne y 0CTeonara, Nocne Kypca- Ha4aanucb MopraHna
nocne npobyaeHna | cepeanHa-uioHa, 3 mecaya), c3 1IoNA Be4epOM- NPUCTYNbI- 33XKaN3Ck, FNa3a OTKPLITHI,
Hayana nuwaTe, NnobneAnena, NPOAOMKUTENBHOCTb A0 5 MUHYT. BHayane pearnposana Ha CTUMYyNAUMIO.
3aTtem noAo6HbIe COCTOAHUA HAYanu NPOJA0/KATLEA: S HOYbIO 3aTAKHOW npucTyn, FTKM, 0KoAO 1 MUHYTHI,
rN133a 33KpbIThI,/CiKaTa, TpACET. 3aTeM yCHYNa: 3aTem NPUCTYNbI Y4aCTMANCH A0 8 B CYTKM, HOYBIO pexe,
APUCTYNbi CTanu pa3Hoo6pasHbimu. Hale BCero cepum nocne cHa- 8-81ae MHGaHTUbHbIX CNA3MOB: Ho,.Takxe
MesKaYy. HIMU--MopraHus, [TKM, doKanbHble ,NpUCTynbl- C NOBOPOTOM B CTOPOHY W 33KaTbIBaHUEM rN1a3. C
HaYasioM NPUCTYNOB- perpece, Crana anoii, nepecrana yabibarbcs, xyxe du1Kcupyer 83rnAg,. BOMicha: 07.07-
My/ibTUdOKabHAA 3MUNeNTUGOPMHAR aKTUBHOCTb C.PopmHpOBaHem N3TTepHa BCNbILWKA-YrHETEHME.
MIKTaNbHanA akTUBHOCTb C VHMLUMaLMEN M3 Pa3NNYHbIX KOPKOBbIX 30H,

O6partunuce 07.20 no NoBOAY AIPUCTYNOB,-B'9TOT MOMEHT cepuitHble MHbaHTUNbHbIe CNa3mbl, GOoKanbHbIe
NPUCTYMbL.C NOBOPOTaMM r0/10BbI B CTOPOHY, TOHUYECKIE reHepanvu30BaHHbIe 1 B BUAE MMUraHWi rasKkamir.
FpUCTYNbl APaKTUYECKM. NOCTOAHHbIE Ha NPUeMe, IKCTPEHHaA TOCAUTAM3aLIUA. MpueTynbl KyNnUpoBaHbLl ApY
HayasneBBOAA CUHAKTEHA.

351 08.20- ApoA0AKEHH3A 3NUNEeNTUPOPMHAA aKTUBHOCTb HAA 3aTbINOYHLIMW OTBEAGHUAMU.C ondodysHbIM
pacnpocrpaHesnem. MPT TM: MP kapTiHa BPOKAEHHONM Manbdopmauum roNoBHOro Mo3ra no Tuny
nnccanuedanm 1 knacce (TotanbHan arpua, ymeHbweHne obbema 6enoro euecrtea.c.npM3Hakamu
FUNOMMENUHN3ALUK,

FeHeTuyeckoe vccneoBaHne- NOMHOIK3OMHOE CEKBEHUPOBAHUE: MyTaLUK 8EPOATHO NaToreHHble- ZSWIMG
reTepo3nroTHan), B.reTepo3uroTHOM COCTOAHWN ONNUCaHbI Y NAUWEHTOB C PaCCTPOMACTBOM HEPBHOrO -PA3BUTUA C
[ABUraTeNbHbIMU HapyLWeHUAMY, aHOMaNbHOM NOXOAKOMW U ayTUCTUYECKMMU NPU3HAKAMMU, AOMUHAHTHBIAL IRF3
reTepo3uroTHOM COCTOAHMA. MyTauum 8 reTepo3UroTHOM COCTOAHNUM DNUCaHbIY MALUMEHTOB C
NPeAPacnoOMeHHOCTbIO K pa3suTio OCTPOMU MHOEKLUMOHHO-MHAYLIMPOBAHHOM repnec cneyduyeckomn
SHuedanonarmu7. HabnoAAIOTCA reHeTHKOM. MOBTOPHO NONHbIA 3K30M (.Fenetuko)- myTaumna PAFAh1B1-
reTepo3nroTHas, paHee He:onucaHHaA, chr17:2570492G>T, reTepo3uroTHbIE MyTaLM ONUCAHbLLY NAUUEHTOB C
nmccaHuedanuen.

BOM cha 10.20- peaKan anunenTnhOpMHan akTUBHOCTb B BU/AE BbICOKOAMNANTYAHbIX.pa3PAA0B OCTPbIX BONH,
edopmipoBaHHbIX KOMB B BUCOMHO-TEMEHHO-3aTbII04HbIX 0TBEAEHUAX C 2 CTOPOH, C HU3KUMUHAEKCOM, HE
Gonee 10-15% B3IM or 03.2021, ot 09.06.2021- anunenTrpopMHan aKTUBHOCTb HU3KOTO MHAEKCA TO/NbKO BO
BPEMA CHA B 1eBOW LeHTPO-TeMeHHO-BUCOYHOM 0bacTu, pexe-cnpasa. BIM cHa 9.2021-3nunentudopmHan
aKTMBHOCTb Ha/, NOBHO-LEHTPANbbIHMIK OTBEAEHWAMM C 2 CTOPOH, HE3aBUCUMO- ANHWUUHbIE PasPAAbI HAl
3aTBII0YHLIMK OTBeAeHUAMU. MHAEKC A0 5%.

Cypaonor-12.20--cnyx 8 HOpme.

B3M cHa 02.2010- uameHenuna 331 m0 opraHuieckomy tvny. MeaneHHOBONHOBAA PUTMU3NPOBAKHAA TeTa —
anbda akTMBHOCTLBbICOKOW amnimTyApl: flaTTepHbl cHa dparmeHTUpOBaHHbIE- IANNENTUPOPMHO N AKTMBHOCTH
He 3apervcTpupoesaHo. 3AM (10.03.2021)- HapyweHWA NposeAeHuA no 3MN'Ha-BCNbIWKY HE BLIABAGHO.



MepuHaTanbHbIM, paHHKA aHamHes: 6epemeHHOCTb-C-npubaskoli macca 6onee 20 kr, MEH, Ha 36 Hepene-
oTeku, rectos, KTT-8.40 Hegenb- HOPMA; No Aonnaeporpaduu- runoKeua, poAbHCPOYHbIE, «AaBUANY,
3MMAYPanbHas aHeCTEans, y3en NynosuHbl, 'Macca npu-poxaeHnun 3650, Anrap 8/96annos, cpasy C Mamoil.
Fpyab 6pana nnoxa:[Inockme cocku.

[aHHbIX 32 TPaBMbl Her.

ANnepronornyeckuin aHamHes:Het

ConyTcreytoiime 3abonesanua: YA3H

HacneactBeHHOCTL: y/AanbHEro,poACTBEHHUKA- 3NUNeNcus,

O6beKTUBHO: B COMaTUYECKOM CTaTyce- 6e3 natonoruu

MpW HEBPONOTUYECKOM OCMOTpE: XOPOLO CNeauT riaskamu 3a npegmetamu. Yaoibaerca. MoxeT yaepkatb
UrpYLWKy B pyyKe. ToBopadnsaerca Ha-604OK. MondeHWe ronosbl KaHTponupyeTnydwe. Obwaercs
NOMOLWbIO BOKanu3aumn. UCTOUHUK 38yKa NOBOPOTOM.F0/108bl AOKA/NIN3YET.

Y- 3paukit NpaBUABHO GopMbl, GOTOpeaKumu uBble. ABUKEHUA ra3Hbix ABIOK B nonHom obveme-. /IMuo
CMMMeETpUYHO. Flonepxusaerca.

MblLWweuHbI% TOHYC- TEHAEHUUA K TMNOTOHUU. TlyBokue pedaeKkcbl ymepeHHOMW KUBOCTH, CUMMETPUYHbIE.
MaTonornyecKnx CTONHbIX 3HaKOB HeT.

[varHos: BpoXkaeHHbIN NOPOK Pa3BUTUA.FOI0BHOrO-Mo3ra ( inccaHuedanus). PaHHaa MHaHTUNbHas
anunentuyeckas Huedanonatna. KNIMHUYECKUIH GeHOTUN- 310KaUECTBEHHbIE MUTPUPYIOLLWE CYa0pOru
miageHuecTBa Ha doHe mccaHuedanmu. Cungpomokomnaerc AL, atoHnyeckas ¢popma. 3NMMP,
PekomeHO08aHO:

1.HabnogeHve HeBpoaora- aNUNenTonora, neauaTpa

2. penakuH xpoHocdepa150 + 200 1 mecau, '3atem 150 + 150. 3aTem cAaTh dHANM3 KPOBM HA BaAbNPOATHI
3. caenars KOHTponb BIM vepes 6 mecaua,

5. peabunnTauMOoHHan TePanuA- UCKAIOHUTE-HOOTPONLI, 31eKPOoNpoLeAypbl, He NPOTHBONOKA3dHO: MAcCaXx 3a
UCKNIOYEHMEeM BOPOTHMKOBOW 30Hbl, IOFONeANYECKMIA MaCCaXk He NPOTUMBOMNOKa3aH, pusudeckas Tepanus,
NOK, ruapoTtepanus.

6..npu npuctyne- 8pi308 Cll.

7. NPOTUBONOKa3aHWI ANA OPTAABMONOTUUECKOrO NCCI@A0BAHMA;, B TOM Yncie 3guHe BbIABNEHO.

8. aHaNM3 KpoBu ¢ TpombouTamn +ANT + ACT kamaple3 mecaua.

Kanbuuit KoMnaueuT 10 Ma 1 pa3’8 CyTkM-2 mecaua, BuTamun-A 3 ( Buranton) 2 Kanm

Ha nphem yepes 6 mecaues (¢ pesynstaramu BIM v nekapcTBEHHOrO MOHUTOPUHTA):
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