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Juarvo3; Tsokelblii 1eTCKUH -lLlepe0pasibHbII MapaJiid, CHacTHKO-rUIepKUHETUYecKasi ¢(opma,
HavaJbHas craaus. Ipy0dasi 3amepaka ncHXoMOTOPHOro pa3sBUTHA. BblpakeHHbIH crnacTHYeCKHUH
TeTpanape3 ¢ BbIPa’KeHHLIMU HAPYIIEHHUSIMU cTaToaAMHaAMH4YecKuX ¢yHkuuii. ITceBao0ynbdapHbIii
U OyJab0apHBHI CHHIPOM.

CuMnromMaTHUecKas JNMJIeNncHs. JNujientuieckas sHuedasonarus, I3I-pemuccus

Anrnonatuga ceryatoxk OU. MAPC .- 000, HK O.

/KanoOb1: Ha 3a1epXKKY JBUFATEILHOTO PA3BUTHSI.

AnaMHe3 3a0o/ieBaHus: SIBasieTcst peOeHKOM HHBanuaoM ¢ 2016 roaa.

Pe6eHok HeBpoOJIOroM HadmoaaeTcs ¢ poxaeHus. C 4 mecsiues anuientosorom. -HeoqHOKpaTHO IPOXOAHIT
obcnenoBanue B TF, TiomeHb, MockBa, Cankrt-IletepOypr. [locTostHHO monydaeT Tafiomakc 110 S0 Mr. B
cyTkn: B Hactosiee .cynopor. HeT- (peMuccus . 1,5rona), COXpaHsIOTes. NUCTOHHYECKHE K aTaky IpH
M3MEHEHNH T0JIOXKEHHS Tea.

PebeHok kypcamu MmojyyaeT JiedeHne B peaOUIUTallMOHHBIX LIEHTpaxX: F’UMHAcTHKa o BoiTy,
runpokuHe3orepanus, JIOK, noronennueckne 3aHATHs, Maccax, OCTEQNATHS, TEHTHPOBaHHUE.

Ha done nedenus 0TMeqaroT MOJA0XKHTENbHYIO IHHAMHKY: CTaJT UyTh NOAKTHBHEE; AETAET IIONBITKA
[IepeBOPAUNBATECS UEPE3.JIEBYIO CTOPOHY, €Tl CACAUTH 32 UPPYILIKAMH, pearupoBatTh Ha OJIH3KHX.
[Tocnennee obenenosanue B PJIKD r. Mocksa :

JIBOM: pernoHanbHas 3nuienTiGopMHask aKTHBHOCTh B IIPaBOH BHCOUHO-IEHTPAIBHOM 00JacTy.
[TpucTynoB He 3aperecTpUpoBaHo.

MPT ronosnoro-mo3ra 03:12.2017:‘Ha npencraBieHHelx MP uzo0paxxeHunsx: cuMMeTpHUYHbIE
OunatepanbHble 30HbI NOBBILIEHHs T2 curHaita B 000X 3pUTEIbHbIX OyFpax. 30HbI I1103a B
HEepUBEHTPUKYJISIPHOM U CyOKOpTUKaIbHOM O€10M BelIeCTBE 3a/He-TEMEHHBIX J10J1eH 000nX
noJiylapuit, AOCTUraKOLINe KOPbI YKa3aHHBIX PETHOHOB M BBI3bIBAIOLINE €€ aTPOPUUECKYIO
TpaHchopMaLHnio. Y MepeHHasi BTOpUYHas BEHTPHKYJIOMeranist O0KOBBIX XKeTyA0UKOBIIPH COXpaHHON
nukBopoarHamuke. Herpy6oe pacuunpenue cybapoXHOUAAIbHBIX TIPOCTPAHCTB.

B cBs13u ¢ oTpHLaTeNbHOM AUHAMUKH, PEKOMEHI0BAHA KOHCYIbTAllHsl TeHETHKA;

06.12.2017 ocMoTpeH HelporeneTukoM: 3akouernne: Hacnencteennole 3aboneBanus oomeHa? C-m
Tu??

12.01.2018 o6caenoBan B 1abopaTopHy CENEKTHBHOTO CKPUHUHTA. 3aKJIIOUEHHS ;| HacAeACTBEHHbIE
6one3nn meronom TMC neKimo4eHsb!,

3atem, ¢ naHHbIMH 00cjen0Banus oopatuancs B Uneruryr [derckoii u B3pocioii HeBpoaoruu u
snuientosorun um. CeT.Jlykn, pedeHka ocMoTpesa K.M.H 1oueHT bolioBa M.B'u
PeKOMEH/10BaJIa MOUCK reHeTHYeCKUX MyTalHii (CeKBEeHHPOBaHHNe 3K30Ma € LeJIbI0 YCTAHOBJIEHHS
JANarHo3a)
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N P 115093, r. Mockaa, MoaonLckéeauocce, 4.8, kopn. 5 A (495) agra377

@ mail@genomed it

KoHcynbTauma HeBponora no meguuUHCKUM AOKYMEHTaM
JUCTaHUMOHHAA KOHEYAbTalmA No Bugeocsas 23.07.2018r.

MauneHT: AHKMH JleB BacuabeBuy A.p. 09.12.15

AHamHes

bepemeHHOCTb'— 6/0, poabl Ha 41-42 Heaene, NepBUYHAA CNaboCTb POAOBOI AATENbHOCTH, CTMMYNALIAA, AMFrap
1-4 6ana, 'TMNOKCMA B ‘pogax, B TeuyeHume 1l yaca KM3HU — reHepasiM30BaHHbIe TOHWUKO-K/IOHUYECKME WU
MUWOKJ/TOHNYECKME NPUCTynbl (OTMeYann. nosbilleHne naktata Ao 13); 2 Hegenun Ha MBJ1, 3 Hepgenwn Ha'2 atane
BbiXxaxKnsaHus. HazHavasnca peHobapbutan u KoHBynekc, Npu BbiNUcKe npMHumanu KoHBynekc.

C:poxaeHua — BbipaxeHHana anddysHas rinoToHus (floppy baby syndrome), 06bem ectecTBeHHbIX ABUMKEHUI
pebeHKa 6bia cHuKeH, YA3H, k-6 mec cTan PUKeUpoBaTh: B3rNA4d, B 3 mecyabibancs, rysmut ¢ 10 mec, nosxe
MOABUINCL 3IMOLNOHANBHO OKpalleHHble 3ByKM. MIHOr4a nepeBOpOThi, FONIOBY He yAepKUBaeT (B NONOKeEHUU
JIeXa Ha XKMBOTe MHOrAa NoAHUMAET rON0BY), ANCTOHUYECKUE aTaKMW.

C 4 mecsaua = sanunentuyeckme cnasmbl (10 cnasmos B ceputo), Ha'doHeysennyeHus ao3 KoHsyseke go 81's
ceputo, 10 cepuin B CyTKMU.

CuHaKTeH-geno—Ha 2 Hegese crna3mbl ypeannmce; pemmccuauepes 1 mecaud, 331 co cHOM B TeYeHMe 2 Hegesnb
— 6€e3 3NMaKTUBHOCTYK, B nocaeayrowmx I3 — snnakTMBHoCTb, IBIM — «KopKoBas-puUTMMKA. No Bo3pacty, AP'7,5
MU, pernorHanbHas DA (OMB).B npaBoi LLEHTPabHO-BUCOYHON 061aCTW, MHOFAA C PANPOCTPAHEHMEM, HNU3KUM
MHAEKCOM B /60APCTBOBAHUU, BO. CHE B /IEBOW-3aTblIOYHOM 06/1acTM NPOAOAKEHHAA, MYJAbTUPEFMOHAIbHAA
aktmeHocTb. (C4-T4, T4. F7), cpeaHnM Bo cHe'(30-60%)» . MpnHmumaeT Tomamarc-50-mr/cyT.

OucToHnyeckmne ataku (notuny ALLUTP) c poskaeHus, exeqHEBHO.

3aHMmaeTtca ¢usudeckoln peabuautaumeinr. (Boita,. JIPK) -— 6€3 BblparKEHHbIX “Pe3ynbTaToB. [10CTOAHHO
3aHMMAIOTCA KMHE3oTepPanuen.

ORY/INCT — OpraHUYyecKkmne HapyLweHUA NPUBOAALLMX NyTeL, 3pUTEbHOro aHan3artopa.
B/x KpoBn'10.11.17 — Nlaktar.1,69 mmonb/n, KOK 209 Ex.

MPT ‘ronoBHOro mosra —, audoysHasa cybaTpodus roJIOBHOrO Mo3ra, UsmeHeHue-MP-curiana B obsactu
6a3anbHbIX A4Ep U TaNaMycoB.

FeHeTHMUeECKMe uccneaoBaHus:
06.12.17 Opr. K-Tbi' TMC — OTKIOHEHUIA HE BbIABNEHO.

25.04.2017 AHanus Ha Yyactble myTaunn MTAHK 1 nonck KpynHbix geneunin MT AHK — OTKNOHEHWIA 0T HOPMbI He
obHapyKeHo.

22.02.2018 - MNonHO3K30MHOE ceKBeHMpoBaHue B abopatopun «feHomepn», MocKBa.

BblaB/ieHa paHeEe He ONMCaHHas. FreTepo3UroTHaa ‘myTaumsa B 4 3K3oHe reHa. WWOX-(chrl6:78148964G>A,
rs747575799), npusoasawan -K-3ameHe aMMHOKUCAOTLI B 108 nosunumm 6eska (p.Aspl08Asn, NM:016373.3).
FOMO3UrOTHbIE * 1. KOMMNayHA-TeTePO3UroTHbIE - MyTauuun B-reHe WWOX onucaHbl Y NAaUMEHTOB: C PaHHEWN



MAageH4Yeckol annnentuyeckon sHuedanonatuen, Tun 28 (OMIM: 616211). YacTota MmyTabmMm B KOHTPOIbHOM
Bblbopke ExXACcoctaBnaer0.0033%.

3aknoueHne: HeipoaereHepaTusHoe - 3aboneBaHue, BepoOATHO  W3(  IPYMnAbl,  MUTOXOHAPUANbHbIX.
FeHepann3oBaHHaA aNUAENCUA, HEM3BECTHOW 3TUONOTUN. DNUJENTMYECKan sHUedanonatnsa M sHuedanonatusa
pa3BuTuA. CoyeTaHue nporpeccupyromx MP-U3MEHEHUI. U KANHUYECKON “KapTuHbl (anddysHaa rMnoToHus,
anunencusa N-gUCTOHMYECKME aTaKku, arrpaBauua Ha ¢oHe npuema BanbrpoeBoi kKucnoTsl, 3NMP) nossonser
NPeAnoNOXNTb-TEHETUYECKYIO Mpupoay 3aboneBanns. MoAHOIK30MHOE cekBeHMpoBaHWe agepHoro-AHK He
NMPUBEJNO K BbISBNEHWIO KAVHUYECKN 3HAYMMbIX BAapPUAHTOB, C/IeAYIOWMM-3Tanom ANarHOCTMKN LesiecoobpasHo
MCNo/Nb30BaTb MOJIHOFEHOMHOE | CEKBEHWPOBAHME,. .COMETaloLLee ‘BO3MOMKHOCTM MOMCKA HapyLeHWN Kak
agepHoro, Tak n mT-AHK (B Tom uncne CNV).

PekomeHgaumi:

1) MNpuem aHTMINUAEATUYECKON Tepanum; Tonamakc 50 Mr/cyT Ha 2. npuema:

2) ButammHoTepanua: L-carnitine 0,5.r/cyrHa 2 npuema, BuotuH 5 mr/cyT, KoaHanmQ10-(Y6uksuHon) 80
Mr/cyT Ha' 2 npuemai(He obsi3aTenbHo B/M, MOXHO nepopasnbHo); Tuammnu-(B1) 5-mr 1 pa3 uepes 1 geHsb,
ButamuH E 10-ME/cyT Ha 2 npuema, sutamuH C 50 mr/cyT Ha 1 npuem, ponnesas KUcNoTa (neMkoBopUH)
2,5 mr/cyT-Ha. 1 npuem.

3) KoHcynbTauuMAracTpo3HTEpPOIora, HyTpULUMoIora.

4) BepoaTHOU addEKTUBHOCTLIO MOXKET 0b61aaaTb KeToreHHaa aueta (Knace AoKasaTenibHocTu 1), B-Buay
N/I0XON ' NePEHOCUMOCTU — BO3MOKHO MOANDULMPOBAHHBIN BAPWUAHT, MPU. UCKNHOUYEHUN HapyLIEeHMUA
bera-okncnexms HKK.

5) -Bo3moXHO NpoBeAeHWe ropMOHaNBLHOW Tepanmuu:

6) J1aKTaT 3 TOYKKU C HarpysKoM F/IIOKO30M-nepopasibHO ¢ NOMOLLbIO' 50 pactBop p-palFaoKosbl B ao3e 1,75
Mr/Kr: 40 NPUMEMA, CNYCTAYaC, U CNyCcTa 2'4aca

7) PeKomeHgoBaHO u3beratb npuema rnpenapaTtos: Ba/ibNPoOeBOit K-Tbl,-aHTUPETPOBUPYCHOWU Tepanum,
CTaTUHOB,; aCNUPUHaA, alleTameHOpeHa, aMUHOINUKO3UAHbIX aHTUBMOTUKOB.

8) PekomeHAOBaHa peryaspHas A03MpPOBaHHan GuauyecKas HarpysKa nog KoHtponem JIOK-metoaucra,
KMHe3noTepanesTa:

9) Cneaylowmii 3tan ‘AUArHOCTUKU — MOJIHOreHOMHOEe CeKBEHUPOBaHMWe €/ aHasn3om B 1abopatopuu
KNMHUYECKON 6UOMHPOPMATUKM U aKLLEeHTOM BHUMAHUA Ha mT-AHK.

10) MPT ronoBHOIo MO3ra c aHeCTe3uMoN0rMYecknm nocobmem +MP-CrieKTPOCKONUA C aKLLEHTOM Ha CKopayny
(putamen),. pallidum wu Tanamycbl--. HUACUM mnmeHwn .B.U. Kynakosa, +7 (495) 438:76-47, BblMeHKO
Bragumup FeHHaabesuy)

11) NpuemNleBogonsbt—4 Mr/Kr/cyT Ha 2-Apruema (c BO3MOKHbIM yBeandeHuem go 10.mr/kr/cyt). Mpenapartsi
3anaca — 6aknodeH, TeTpabeHasnH, BO3MOKHO JiedyeHue-¢c nomolubto. DBS (Pallidal(GPi) stimulation).

Bpau HeBpoJiOr, 3anuAenToNor, HelporeHeTuk: LLlapkos A.A.
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