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Pebenox Bepenknn Anron | Lanionny,

o

Ha rpybyIo JAICPKRKY | HEHXOMOTOPIOM PR THE: FOHORY HE YICP#RHBRET, e
NEPCHOPIMHBACTCR, HIPYIKH 110 JAXBATHBACT, HE CAC/IMT 3a IPCIMCTOM, IMOIHY pybo
CHHACHLE N2 IRUTHYHC MIGKCCTRCHNLIX MEKPOAUOMAIHA PRIBHTHA, HACTIIC IAPOKCHIME B
BHIAC MHOKIOUHMCCKHX HOJCPIHBAINI BCK, MEMHYMCCKHX MLILILL KoneunocTelt, oG
B3AparHBannil o iy «osnobay. [Honywacr HOCTOAIITYIO HPOTHROCY IOPOAITYRG TEPEIsm,

Anamvines Gooreznmm:

Pebenok ot 2 Gepemennocts, 2x pojwon.

Posmrresm: Mars — 35 ser. Dnnepronwucexan Gonczink ¢ 18 ser (2006), ocrpui rafisMopi
(2009r.), CIHTES, soserpios, beciuo/sie 6 Her, HoTos crmmyimings snaimxkon, |
depemenocts B 2017 v, pojini 8 2018r., Caxapuniii jmader 2 vua ¢ 0320211, wocie Covid s
emeprn | peBenka. beuia 1 nounreka DKO w0 2022x, 1 20231 sabepesencia cava.
Hpodmpeiuioe i i BPC/UIBIc IPHBLISKR OTPHIL

Orven — 35 ner. Nuneprounucckas Gonesnn. [poh.ppeimocta o spejune upHHmrllus OTPMIL
bpak 1, nepojicraenunii.

2 Gepemenuoctt — nabmojcine B Kimnnke Hypuennix.

CITJ1 2 Gepemenuocrn: oxupenne 1 crencny. 9-10 nen. - Y11k, Caxapuni inader, 2 ina.
Anesus ner. cr. B13 nea. — onafin koneyantaiss revernra g Kmuuke Hypuessix-prck
posicina pebenKa ¢ XpoMoCcoMIOi NATO/NOrHEH HOBLILICH 110 BOIPACTY.

Pojm B llepunaraisnoy newrpe 30.05.2024r. Pojua 2, cpounnie, # cpoxke 3%t jnci, »
HCPC/IICM BRJIC SATELIOMHOID HPCUICHAIHA. DnanoTomus. ORoJIOII0/NILG BOJIK - CHCTIRIE
1ipu posgenns; see 3700 1p, poet 51 ¢, o.roiorm 35 oM, oapyis 36 cu,
ongenka o AHIAP 8-9 Gauos,
C 30.05.2024 o 11.06.2024 paxoumaca w OPHETLLIL saves nepesoye n QLI PIKER ¢
Jariiosom: CoMeranioe rHlockHyCCKH-HILICMICCKN-1 exoppariicekoe” nopuwacine 11
| [ipass il cHILIPOM, CYHOPOMILIE cHuipos, Oyanbapiuni clippoM, nepebpacreiicekmi
cHijipos. enernieckan ugronorsn? Bpanensonms. CHigipos nosoposciinoio oy MATCPH ¢
I'CJL. Heongran ias Meuryxa.
Cramponapnoc obeagjonanne Hoedeise w OLH L PJIKL M3 ¥P ¢ 31.10.2024 o
19.11.2024r. ¢ jmarnozosM: JHEieicHs hapMakopeImereiimiimy, renerHcckas, obychomieias
ayrocoMuo-toMupan ol myratmedt s rene GRINI, dokaibian ¢ sactusti noansMophisn
HPHCTYHAMH, CTaTYCHOC TCHCHHE, © dﬂ)pMH:.'HTIIiHIHi:.\I HEMACT THYCC KON 'Jllllﬂlllﬂ.'tf-lllill'ﬂlt
(BRIpIKCHITHIE @TPOPHUCCKHE HIMCICIHA TCPHBCITTPHEY MpHoTo i eybroprkwiniore Getoro
BEIICCTRA BHCOMNO-301 Loy obiacie; YMCPCHITAN CMCIIAad JMCeCTHTC/ILIAN
ripouchams (MPT v/ or 28,06.20241.)) 5 pijie cHpoMa yMepeinhix napyiemi
PIGEO U TCARULE (hyuKini, ymepennoro neem o0y anbapioro cHivipoma, IpyGor
'E-'llﬂ.l:‘l HYCCKOID TETPANARCSa, JICHRKH MCHXOMOTORIIONG PasHitiig 1 4 MIHKEPHINLIX CPOKa.
\ siiad arpodsa spureinix pepron? Tyromo/mrsinoc i Kpyunsx cyeranon,
AT poni cugipost Uineprmifion ipyaona onea iossonoimke. Mikponcis,
@ Mﬁffurmcmﬁ ,ucpmmu I, Miaacniacckas Popma, Paciipoepanciii, ICpHoL Ieioaioi
agenn. [0 H!
Pelicnior — L,



Hacacacimemmmii amasies: orsromen: | pedenok  senoaka , 18.07.20181p. Posd 1 35 g,
Re 2050, 13 1 secan BHC 00O, 1IMP jio roaa - nopmamino. B 1r. 2mec - OPBH ¢
,,_,._;";cpu?.!_,r“,ﬁ 40"C, debpuamnsic cyJIOPOr, OTEK /MO, Koncy/nTalths ACHpoiora:
' heGprupge eyIOpori. I3 1r.4 mec. ymepaa (RICIIMO, B Vcay ) CHILIpOM RICIINON
emepin? Brsmicn GoKommpyc, MCTNHCEMOBHPYC.
AICPrOAOrHICCKINT AIAMITC: ALICPTHHCCKAN PEaKiing Ha KOpomiti GENOK, MITAne Ha
KOTHeM MOJoKe.

Boapaer 6 mec

Oemonp:

Bee 6700cp, pocr 54 v, o.rogoni 39 oM, o.pyio 435 e,

Muxkponediaiinn, 106 «yrioskomy (cramici ¢ GOKOR). MMIOTCIOPIIM, KOPOTKHE YIKHC [/Ia3e
HCHR, BOIBITIE JHCILIACTHIIIC YN, KOPOTKAR MICH, IUIOCKOS HCPCHOCHE, CC/UIORI/ILI HOE,
IHAKHIE POCT BOJIOE. Mukporiaris, por HPROTEPLIT, Atrcokoe 1EG0, CToT HasoracTpaibinil
I sy wioxo. Ha sesoit sapomm 4% nwmneras ckmka, sanpogastms. [lacrosnocr,
DTCHHOCTL A, e, momongs. Kndosnmit roph. Tyronoemsnocts CyCrEmnon.

Hapysinae nosomae oprani: 1o MyACKoMY THIEY.

HIMP: raviony tie yaepkusact, e iepesopasiisactes, HIPYITKN 1e 3AXBATLIBACT, 11C CAC/IT 30
TPE/IMETOM, DMOTEHE TPYOO CIMIRCILG NATHEHE MIOKCCTREIIIIX MUKPORUOMUIIT Pasuiii,
MICTHIC HAPOKCHAMEL It RIJIC MBOKIONHYCCKING DOACPTHEMUHE BCK, MUMHUCCKHE MBI,
KoueunocTei, obumx myiparusanmil no iy aotnoGan,

Obeagonnnnn:
B/x anaams kponn o1 01,1124 AJIT 8,0 Evn, ACT 15,0 Exda, BrompyGuis o6it 6,0 seson/s,
GipyOuin pssoii 1,0 sixcaoimn/sn, Grunpy O senpuseoft 5.0 sikson/ 1 Kaanit S, 18 sevicim,]
Haepmii 141,0 ssonw/a, Kot 2,24 sesoun s, @ocdop ncopran 1,9 savonnd, 1HGD 789,0
Lo, Fanorona 4,1 saomndi.
Hoamomcsomnoe cexnennponame HIMMLLATT e B Kyaakona or 17.07.20245.: Busnicn
PUICE 1E ONICHL PCTeposroTinRil BapRaiT iy KACOTHINON H0CICHONETCIIOCTH It 1CHE
CAD (2-27233683-0-A), npitnoyuinndl & nsene asimmorsenorns i 1092 roammm Genka
(p:ValTou2Met, NM 00434150 1 oMoumromiinge 1 KOMUAYIL -1 CIePOTHI OTIC BAPHAITL, B 1.9
R Mceene, woreie CAD oumcann v nusemon ¢ e rHHeckoit snehaionamc
(OMIM: 616457, Deviopmental and epileptic encephalopathy 50). Aaropsrsst oncikm
IVEOPCHTOC I KIMCCHPHIPYIOT BAPHLIT KaK IaT0rcinni,
13 1om e venie CAD srmsnien pance 1 onncaninii ¥ HaIHEHTOR ICTEPOINTOTILI BapHAIT
nysacoTnanoil nocneaonarensinocti (2-27236828-C-T), npusojginnil K 3aMeie aMuHORHCIOTHI
a 1465 nosmmn Genka (p.Prold465Lcu, KM 004341.5, rs770749734). Adroparstsl oenki
HATOPCHIIOCTH KASCCHPHINPYIOT BAPHANT KaK IETOTCHHELI.
110 COBOKYNUIOCTH CREICITHIL, B T.4. YMHTRIBAR HE MOINOC COBIANCHHE C OIHCANHCM
KIHTMNCCKO KApTHih, eU0 CACIYeT PACCMATPHEATE KAK BAPHANT ¢ HCOIPE/ICICHHON
RAHIMCCKOH 3NaMIMOCTRIO.
Brasiuien panee ne onHCAHIbLI FCTCPOIHIOTILIE BAPHANT HYKICOTH/IHON HOC/ICIORETCHBIOUTH
nrene GRINI (9-137162662-T-C). npupossimnmii K 3ameiie aMsiokuciors: B 646 osmnm
fenka (p.Serb46Pro, NM  007327.4). I'e1eposuroTiinic BApHANTLL B T.4. THIIZ MHCCCIC, B ICHE
GRINT ouneanng y UANMCIETON € JApYITCHMsMI PATRNTIN HePRITOR CHCTOML ¢
PHICPRMICTIACCRIMI JQUInECHHEMI 1L eyioporasi i Ges unx (OMIM: 614245,
Neurodeviopmental disorder with or without hyperkinetic movements and scizures, autosomal
_ dominant (AD)). | OMOIHIOTHAIC BAPHANTLY, B T.4. THIIZ MECCCHC, OIHCAIL! Y HAUHCHION £
"\_,_::ﬁujmpmmmﬁ sunedaronarmedi (OMIM: 619814, Devlopmental and cpileptic
@ -\ggp':plhntuputhy 101) 1 ¢ HapyUICHIRMM PAIBHTHA HCPBILOH CHCTCMM € THICPRHICTHACCKINMH
x ( “"F‘W AN 1 CY/IOPOTAMH i Gz unx (OMIM: 617820, ?‘-‘cm'_{)d-i:vlu-;xm:mal disorder with or
Mﬂﬁwﬁﬁmﬁ:m movements and seizures, autosomal recessive (AR)). Asropatsist onesxn

ATOrCHHOCTI KaaccHBUIHPYIOT BADHART KaK HATOrcHithiL. [10 COBORYIIOCTH cag/enil, B T.4.
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PoOBRANNE 34 Conye

Hposan: Bene repy o1 07.08.2024r, 11y :
(i H HLPL!’LHHII Anrron [|m|,_||“|“|1|,‘ _‘i!}_ﬂ_"i.i“;l‘ﬂj.;[.l i

Bapwauy 2 27233 '
4 -2 683-G-A NM 004341, 5: i
il ol 4341.5:.32T4G>A, p-Vall 092Met) n rene CAD musmoien u

Bapuany 2-2723
St d2I0828-C-T NM 004341 S0 s :
PETCPOYIHIO T IO A S 04341.5:¢. 43940, P Prold65Leu) s reue CALD nspien g

Bapuay 9.

PRI, ¢ro Ciliyer
BTHMOCTLIO,

MM eCKkol kaprmod o Analia

navo), Cemie pekosMenionain NpoBecTH

ws. B HL Ky nakona:

: 137162662-1-C NM 007327.4:¢.19361

'{‘;'k‘w'tllrmmm COCTORINM, y

S 1 ;':; ;J- l“afav(f-_-"‘!. -":IM (U434 1.5:¢.32T4G=A, p.Vall (192Met) 5 rene CAD nie ssmicn

l!ap *:ﬂ". :'a—?ufiﬁﬂ-.ﬂ-(_-_l NM_004341.5:c.4394C>1, p.Prol465Leu) s rene CAL iie naasies.
prant 9-137162662-1-C NM 007327.4:c.19361>C p. Serbd6Pro) B rene GRINT ne

BLILBICH,

Marn: Bepenkina Exarepuna Apkamenna, 01 02,1988, p.:

Bapuanr 2-27233683-G-A NM 004341 .5:¢.3274G=A, p.Val1092Met) & rene CAD auaszen &

TCTCPOIMIOTIION COCTONIIH.

Bapuaut 2-27236828-C-T NM 004341.5:¢.4394C>T, p-Prold63leu) v renc CAD srianncn &

TCTCPOSHIOTHOM COCTORINH.

Bapuant 9-137162662-T-C NM_007327.4:¢.19361=C p. Ser646Pro) s rekie GRINT e

HEINBICH, \

*C peSertd6Pro) poocne GRING msmsien g

MPT v/moara or 28.06.2024r: MI' —kapruna arpofimucesis maseicnmi
LUCPHRCIFIPHEYHPHONG B CYOKOPTHEANLIOIO G010 BENCC TR RHCOMIIO=3 L0 MR O038CTCH
YMEPELI0- BRMPAKCHTUN CMCIIATITAN FHPONShamg, Bepost e Kak e e/ c e
FTHHORCHAICCKH-HITICMHYCCROND HOBPCHRICHHA B neprnaraasiom uepaoge, M wapom
CROIUICHHA HMHPOBOH TRAH — IIoMa? 5 MAUKHX TRLUHX IO/CELUioio ofiac i Ha ypoRie
C1-2 no3BoHKOK.

MPT risoor 12,11.2024r,: MPP —saprima pupaxcinnx arpodiuccRiy uaMeicini roMonioro
MOSNE BCPOATHD KAK HOCACHCTEHC FHIFOKCHYCCRKH-RITCMHHCCRONO HOBPCECICHHA B
nepHuaTaibnoy nepuose. Hpuinaky ruonosueimimsaiis). [ cpaniuciunn ¢ HeCIeIoBaIHEN OT
28.06.2024r. — oTMCHACTCH VCHIICHHE A PO 176,

KT nozsomounmxa or 15.11.2024r.: Unnepridos rpynoro o1iea no3ponodinika.
Trmomeranys. JIBycropounss wonsccrMenrapitas {acunpannonnas’) NHEBMONNE. AXLIaINg
nHIEHoNa?T

DKL or 01.11.2024r.; Prrs cnuyeonnis. HCC 180 -150 yi/smn. Hparorpassa. Hosowenne
PIEKTPHUCCKOH 0CH Cepiitia ¢ orkionenies supano. DK upisiass cuueprpodine npasoio
AHCINIOMER,

Perrivenorpasaa pyanoi saersn or 3110202400 Rg ipisiagi nniepe imaiine
waMencHni B erknx (sepoamiee ua gone acunpmmonnolo” cnuipoma). Peakims meoikonoi
arencsn { Tumonerams 1-2e0?), Yoeanucine e cepina

IO o 09.20245.; dwsnos prrstika citi i GOJIPCTROBAIIN 1 perucrpupyerca. Jloduispyes
MYABTHPEIHOHRNLUTAN MIHAKTHRIIOUTH RLICORTHAM HILJICRCOM,

Crpuiine: HC » PHC saop 31.05.2024y,

HC nposenen 03.06.2024r. - Ge3 naronornn:

PHC = o7 06.06.2024r. — Ges NaTonol .

Eﬂbﬂomu No 131 or 30.05.2024r.: 46, XY — HOPMLILIIBHL MYKCKOI KapHOTHIL

- Kouey:mramms:




“I!:I.l‘l*-l'l‘ltt'l'ult MUK or 04.06.20240,: Musmccneinnme MUEpoanoMaiis pavsris. Cyiopory
HIMHOREACICHHOT O, Ciipom nosopossiciinoo o Mateps, Crpaj o maberon,
Heomaramniay meirryxa, Pexosenjwrano: Kapuorm, ups neobxojmsocrn XMA, MPT
rotonoro sotia. Hoanooksomnoe ceknenmponaiie. Howropias koncyimranss ¢

DAV AN OB omanmii,

Bpas-venevme LKL o 13, 120240 Tsweloe nposcienior mapyimcime pacmeons 1C 5
hopye suxpanedimn, wapamenin ATPOPITICCIRIN IAMCHCTI OM0RIOND MO8,

FIULTOM BCInnggnm, ST UM 0= C I X ||i||'r}'|l||.:|r|.lii_ YMepeioro
IJUL'!IL’li'lﬂ}']ll:ﬁ]lnltm'ﬂ CHILIPOME, YMEPEITIOre JAHCTONHYCCKOrD CHIJIpOM, CHACTHYCCEOTD
TETPAEPCTL, Peancren ol dokaimioll SacicH i, BLPRKCIIoH 1/ICP#KKN ICHXOMOTOPIOTD
PASRHTIA. MEKPOAHOMLNE Passn i, 06ycIonicniioe ay rocoMio-jloMHIantion Myraiseii
rene GRINLL

Henpoaor or 050920241 [ loeacactimg mamweinonro HEPHILNTILIIONS FHIIOKCHCCKH-
Hmesmeckoro nopawenns |HC, Bupasennne arpoduucckne mamcicnms
HCPHBCHTPHEYIRPIOID | cyﬁxup'r||lt=£:l=1m1'n GCHOro BCNICCTHR BHEOMIO-3ATHUIOMIRX
obnacteil. YMepenan cremanis saMecTieinian ruziporeanng. CHIJIPOM HapYmCHHs
PHRIOEHTATCRILN hynridt. Yaepeunnti neeroGyanbapiniii cuipost. Yaepeimnii
Jicronnacckuit cmypos. Cractnyieckuil terpalapes, yMepeninoi creicuy TaRecTy,
Peanereiran rencrincekan horainmas siincirens. Fiesist Hckon spricinimnix icpron O,
3HIMP. Bposciennag sprpoiediaing.

O 0000: MPHIKN BIICMAR JHCEOR SpHTeninx tepros (OH

Henpoion o 150120240 Dumacucus hapyakopemereirmian, Repoxio tengriceras
(rerepoanioTiLil sapHaT nyieoruoi nocienorarciabnocTy k reie CAIDY, llogioaxzomnoe
cexnemponanne or 17.07.20241.) doransia ¢ Hactuivi HoAHMOpOHEIME IPHCTYLAMH,
CTATVEIOE TeHCHME. DNiicnTHucckan dMchanonaris (RMpasciihie mﬁn}i:u‘mn_mm HIMEHCTHS
HCPHBCHTPHEYIHMIOND o c}'ﬁmp'r:-n:am.um'n Gelore BEICCTiA RHCOMIIO-3aTLUIOMIWX obiacTei.
YMcpeniad cMenmannas samcernreistag rapponedanng (MPT rfm or 12.11.2024r.) & soae
CHILIPOMA YMCPCHIBIX HAPYIICHHT r1as0-/murareinibe hyikuuii, ymepenoro

nees 0By ARGAPIIOrD CHILIPOMA, FPYHOrD CHACTHUCCKON0 TCTPanapesa, 3a/IepKKn
HCHXOMOTOPIONO PA3BHTEA Na 4 JMKPH3NLIK cpoka, HacTiuuas aTpofis IpHTCALILI HEPBOS.
Pyrono/ s IocTh: KPYHHEX CYCTAROR. Mugponedanma.

Hpejrapireinioe 3anoncnne: Taeioc BPOHICINOE HAPYHICINIC PashiTiA HHC »dopae
MHKPOUChAIHN, BHIPDKCINIL ATPOHUICCKUX HIMCIICITHI FOJIORIIOND MO,
HLOMECHHIHIAITIH, CRIIPOMA TIa30-/BHIGTCARILK HAPYINCHHi, YMCpeHnoro
IICC!UH]G}'JII:M}‘JII{}I O CHILPOMA. VAMCPCIHDTD JIHCTOHHYCCKOT0 IFHI.'I.'I.I'N.'H\-III. CHACTHMCCKOID
reTpRIApe R, e reliod POKAIRION MLCHCHI, REIPARCIIION HUICTORKH HEHKOMOTOPIOTD
[HERIE TR, MM EPOATIOMLITHE PRI, OBYCHORICITOG A TOCOMIO-IOMBIITTION MY TRIINCH &
vene GRINI,

Peromen ionano:

HaGunoeiue ¥ 1C/HATpa, HERpoJiora, oipraibmMonors 1o s,
Koncyisranus apaua-renernka MUHIL

HoanorcHoMiioe ceKneuponaine pehenka,

}KC.‘-II.I'I'CFII:HU HOIHOrCHOMITOC COKBCHHpOBATme |J{‘.I..‘III'I.'&'.I!L“.L
Hopropuas koneyaniaims s MUK ¢ peayantarami aberieonanmii.

L 4

R b T

Bpan-rencing - Oeunona B.B.

06,12.20241,



