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Ha Ne oT

BbINUCKa U3 aMbynaTtopHOM KapThl

1. ®UO nauyueHTa, aata poxaeHus : TUMrasosa PeHata PannosHa 26.03.2020 (5 nerT)
2. lata npukpenneHua. 24.01.2025

3. Agpec paKTU4ECKOro NPoXMUBaHUA NaUUeHTa:

AunarHo3 ocHoBHOW: Q04.8.reHeTYECKU-AE€TEPMUPOBaHHbIA CUHAPOM: aKPOKaNN03abHbIA CUHAPOM. AHOMaNUs
pa3BUTUsA rONIOBHOrO Mo3ra (areHe3us MO30IMCTOro Tesia, BHYTPEHHSAS TPUBEHTPUKYASPHaA ruapouedanms,
petpouepebennspHoe paclumpeHue apaxHOUAanbLHOro NpocTpaHcTea). LleHTpanbHbIN TETpanapes, GMEFCS IHI-IV.
3apaepXKa CTaTMKO-MOTOPHOro U NCUXO-peyeBoro pa3suTh. HouHble anHo3.BMNC(npasodopmupoBaHHoe
cepaue)ucnnasus MMNMN(aHespu3ma)2MNC(5,4 MM u 3,9MM).

®oHoBoe: obuiee pacCTPOUCTBO pa3BUTUA. YMCTBEHHaA OTCTaNOCTb Nerkas

Conyrcreyowme 3abonesanus: N'mnepmerponus OU. [lucnnasus MexnpeacepaHon neperopoaku ( anorauums ) c

AMIM. Cetb Xuapu B NnpaBoM npeacepaun. IKBUHO-NNaHO-BanbrycHas yctaHoBka obeux cron. Coxa valgac 2
CTOPOH.

BonbHa ¢ poxxpenus. HabnoaaroTca y Hesponora. Nonyvana nevenns 8 OMP IKE N2 13, nocneaHumn Kypc 10.03.-
18.03.2021, a-3: nepuHaTanbHas opraHuyeckas NM3. CAM. BMNP M (arHe3us mo3onuctoro tena). l’mnepreH3noHHOo-
rugpouedancHbii CUHAPOM, cybkoMneHcupoBaHHbIK. 3MTMP. Moanaaktunaus nesomn crtonbl. CUHAAKTUAUA 2-3
nanbua npasou cronel NMonyyaer agnakapb, acnapkaM. MNMonyvana nevyenue 8 KIAKB r. lNepMb B oTAENEHUMU
ncmuxoHesponorum ¢ 16.06.21 no 30.06.21r. Onepuposana 20.07.2021r. - yaaneHme CBEpPXKOMMIEKTHOro nasibuya
nesou ctonsl. Y pebeHka HabnopaeTcs BbipaXKeHHan 3aAepXKKa NCUXOMOTopHoro passutus. MPT 'M ot 29.06.21-
aHoManus pa3sutma 'M npusHaku runonnasmm Mosonuctoro tena. AndoysHoie atpoduveckme UsMeHEeHUS Kopbl.
BHYTPEHHAA TPUBEHKYNAPHAA KOMNEHCUpOoBaHHaa rugpouedanus. PetpouepebennspHoe paclumpeHue
apaxHougansHoro npoctpaHcrea. MPT 'M ot 18.07.22 ropa 6e3 guHaMmuku. PebeHok cuput ¢ 2.5 ner, cama He
XOAUT, CTOUT Y onopsbl, rosoput okono 20 npocTtbix cnos. C 2022 roga no 2024 rog AMHaMUKa B pa3BuTum pebeHka
He3HauuTenbHas ( CaMOCTOATENIbHO HE XOAUT, HO BCTaeT ¢ onopoi). B 2023 roay ocMoTpeHa Hesposiorom B KIIKB
oT 26.04.23 - BbicTaBneH anarHo3: Q04.8 AHoManus pas3BUTUSA NONOBHOMO Mo3ra (areHesns Mo30AUCToro Tena,
BHYTPEHHASA TPUBEHTPUKYNAPHaA ruapouedanus, petpouepebennspHoe pacliMpeHne apaxHoMAaNbHOro
npocTpaHcTBa). LleHTpanbHbin TeTpanapes, GMFCS -1V, 3apep)kka cTaTUKO-MOTOPHOro U NCUXO-PEYEBOro
pa3BuTK. HouHble anHo3. HeBpoaorMyeckuu cratyc npu ocmotpe: OBWEMO3roBbIX U MEHUHIE€albHbIX CUMNTOMOB
HeT. Fonosa ruapouedansHon popmel. O. ron 54,5 cMm, bP 3akpeIT. HH - KOHBeprupyowmmn ctpabusm. MbilweyHbii
TOHYC AUCTOHUYEH CO CKIOHHOCTLIO K TUNOTOHUU. CXP cpeiHen XXMBOCTU C PYK, XuBble € Hor, 6e3 ybeauTenbHon
pa3HuLbl CTOPOH. Onopa ¢ Ba/IblryCHOW YCTaHOBKOU cTon. CUAUT CAMOCTOATE/IbHO, HE XOA4UT, peyb NeneTHas.
HenoBKOCTb Npu 3axBaTte npeaMeToB. TpeMOp KOHEYHOCTEN NPU IMOLMOHANBHOM HanpshxkeHuu. 31 utona 2023
roga nposeaeHa TMK c reHetukamu KJKb- BbigaHo 3akntoveHue: o pesynbtatam [HK-AUarHoCTMKK BbisBNEHA
3amMeHa ¢.3331C>T (15:2.89629561G>A) B reHe KIF7 B roMo3urotHoM coctosiHuun. Mytauum B rexe KIF7




accouMpoBaHbl ¢ pa3BuTMEM AKPOKannosansHoro cugpoma (OMIM 200990). 3abonesaHue xapakTepu3syeTca
areHesueit Mo30MCTOro Tena, NONMMAAKTUNINEN, MHOXKECTBEHHBIMU AUCMOPOUYECKUMU OCOBEHHOCTAMM
(Makpouedpanus, runepTeIoOpU3mM, Hasucalowmmn nob, wupokas nepeHocuua, aNUKaHT, Kocoraasue, aHrmonaTtma
CeTYATKM, arpo(bml 3pUTENBLHOIO Hepaa), ABUTNATENbHLIMU U UHTENNEKTYaNbHbIMU HapyweHnAMU, NOPOKaMn
cepAua. Y4uTbiBas pe3yNbTaTbl MONEKYNAPHO-TEHETUNCEKOU ANMarHOCTUKU U deHOTUNUYECKUE 0COBEHHOCTH
AnarHo3: AKpoKanno3anbHblii CUAPOM (OMIM 200990). TshkecTb CUMNTOMOB MOXET BapbUpoBaThbCcA. SledeHune
cuMnToMaruyeckoe. PEKOMEHA0BaHO gMcnaHcepHoe HabnwaeHue Hesponora. Bo3MOXXHO nosiBneHue Cyopor.
NaymeHTKa HaxoauTCsA NOA NPUCMOTPOM MaTepu, UMeeTca Kateropus pebeHok uHBanua; pebeHoK HyX/AAeTcs B
peabunurauumn, a UMEHHO — rMMHACTUKA CTOM; 3aHATUE aAanTUBHOMN GU3.KybTYpPOM CO cneunanucTom 1
KaTeropuu; pe4eBbiM MacCaXeM; 3aHATUEM OBUraTeNIbHOW CECHCOPUKOW; 3aHATUEM Ha UNNO-TPEHAXKEPE;
MaHyaNbHOM Tepanuen (NocTM3oMepuyecKas penakcaums): 3aHaTMEM MeIKOM MOTOPUKOM; OBLUM MaCCaXeM.

AHaMHe3 XXU3HMK:

Bec npu poxaeHuu 2270 r. PocT npy poXaeH!H 48
cMm. MaumeHTka Habnogaetcs kapguonorom: aucnnasms MMM (anorayms) ¢ AMIM. CeTb Xnapu B NpaBoM
npeacepanu. XCH 0-1 OK.

HacnheACTBEHHOCTb HE OTAroweHa
AnneproaHaMHes CNOKOWUHbIN.

T-36,6.06uiee cocTosHMe yaoBNeTBOpPUTENbHOE.CaMoYyBCTBUE He HapYLIEeHO. KoXHbieé NOKPOBb!
dusmronornyeckomn okpacku, 6e3 cbinu 1 MUKPOLMPKYISTOPHBIX HAapyLLEHWI. B Nerknux Be3nKyNApHOE AbIXaHUE,
XpunoB HeT. O6nacTb cepAua He n3MeHeHa. MpaHuLbl OTHOCUTENIbHOM CepAe4HON TynoCTH B Npeaenax BO3pacTHOM
HOpPMb!. TOHbI CEpALLa CoXpaHeHbl. CUCTONUYECKUIA WYM 2/6 cucTonbl B 3-4 Mexxpebepbe, NpOBOAUTCA BAO b
NEeBOro Kpas rpyayHbl U Ha COCYAb! Wen. 2 TOH Ha neroyHom aptepum He uaMeHeH. HCC 110 yaapa B MUHYTY.
Nynbcauus Ha 6eApeHHON apTepum yaoBneTBOpuTensHas. XXMBOT MArkuin, 6e3bonesHeHHbIA, AOCTYNEH
nasbnauuu Bo Bcex otaenax. Buaumele rpynnbl CycTtaBoB He U3MEHEHbI, ABUXXEHUA BO BCEX rpynnax CyCcTaBos
CUMMETpUYHble, 6e3bone3HeHHble, B NONHOM ob6beme. MeyeHb y Kpas pebepHon ayrn. dusmnonorunyeckue
oTnpasneHus B HopMe. Peb6eHoK npu ocMoTpe He pa3roBapusaeT, yablbaeTcs, CaMOCTOATEIbHO HE XO4MUT.

J1abopaTopHble U UHCTPYMEHTabHbIE UCCNEA0BaHUS:

OAK o1 07.10.2025 - UccnhefoBaHue YPOBHS 3pUTPOLMTOB B KpoBu 4, 8 10712/ (3.5 - 5.5) Tpombouuts! (PLT) 262
10”9 (100 - 400) UccnenoBaHue YPOBHA NeMKOLMTOB B KpoBu 7, 6 1079 5 (3.5 - 10) Fremorno6ux (HGB) 128 r/n (115
- 165) NumooumTbl (%) 51, 0 % (15 - 50) Mpanynouutsl (GRA%) 31, 7 % (35 - 80) MID% - OTHOCUTENbHOE
conep)xaHue knetok cpegHero 17, 3 % (2 - 15) CO3 10 Mm/y

OAM ot 11.07.25 - uset Mouu X (cxk); Mpo3padHocTb MoYu Npo3pavHasn; OnpegeneHue yaenbHoro Beca Mm;
OnpepeneHue 6enka B Mo4e oTp; JlekouuTsl 1-2 Eg; Maockui anutenun 5-6

MuKpocKonu4yecKoe uccieloBaH1e Kana Ha anua U amunMHku ot 11.07.25 - He 06HapyxeH

Ha peHIreHorpaMMe NosSCHUYHOrO OTAEeNa NO3BOHOYHUKA B 2-X NpoeKuuax or 10.07.25-ckomo3 Bneso nepBou
ctenenu (yron 8.0 rpag no Ko66y ctos) ¢ BeplumHon L1. BbicoTa MEXNO3BOHKOBbLIX AUCKOB COXpaHeHa. AHOManui
Da3BUTUA, KOCTHO-AECTPYKTUBHbIX U3MEHEHUW HE BbISBNIEHO

Ha cpaBHUTE/IbHbIX PEHTTeHorpaMMax KoIeHHbIX CycTaBoB B 2-X npoekuuax ot 10.07.25- KoHTypb! KocTeu
poBHbIe, YeTKue. CTpyKTypa 0AHOPOAHAA. 30Hbl POCTa OTKPbITbI. CYCTaBHbI€ NOBEPXHOCTU KOHFPY3HTHbI. CycraBHas
LieNb He Cy)KeHa B 06enx CTOpoH. MeXMbIWeNKoBbIe BO3BbILIEHUA YNIOLWEHb!. BUAUMbIX KOCTHO-TPaBMaTUYECKMNX
N3IMEHEeHMUI He BbifiBNEHO. 3akn be3 BuaumMon natonorum co CTOpOHb! KOCTHOU CUCTEMDI
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