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: ConyTCTRYIOIUN

JApyrue yrouHeHHb1€00.1e3HI paayKHoH 060I0UKH |
mpIMapHoro Tejia. 'acrposzodareaannsbiii pediiokec.

HKAJIOBBITIPA NOCTYINIEHUU
- Ha JIBETaTeNBHbIE HAPYIUCHH (CaMOCTOSTENBHO He CTONT, He XOAHUT)

-'Ha-0TCyTCTBUE (PPA3OBOI PEHH
- Ha ITOBBIICHNE MBIIIEUYHOI'0 TOHYca, TIPERMYIIECTBEHHO-B-HOTaX
- HA MOTOPHYIO _HEJIOBKOCTE B-PyKaxX, OTpaHUYCHUE MAHMITYJSITHBHON aKTHBHOCTH

SJHa OTPBDKKY, TIPUMECE 'HelepEeBAPEHHEIX OCTATKOB, NI Kanieoopa3neii ctyir -2 pa3a’s
JIeHE

AHAMHE3 BOJIE3HU

Pe6Genok: or 1 OepeMeHHOCTH; (ApoTCKaBiuci Ha) gone OPBU; 6aI<TepHyp1m otuta Ha-33-34
Hezene. Marp molyyana aHTHOAKTEpHATIBHYIO TEpamuio. B/y JIMarHOCTHPOBANN 3-X/ KpaTHOS
o6BHPiIE MyITOBHEBI BOKPYT Men, Poxsl camMocTosTenpERIE Ha 39 Henele.) Bec mpu posxaeHun
2850 r, poeer 50cm. Omnemka no’ imxané Aurap 8/8. 6anioB. OKPY)KHOCTH~LOJNOBED, 34 ci;
OKpYXXHOCTh TPYAH 33cM: Brlticana U3 poauoMa-Ha 5 cyiku xu3en. Haxomunace 6 mecsiies Ha
ecTecTBEHHOM BeKapmubadnup. C (4’ MecsieB HEOHaTATBHAL KENTyXa, MOTOpHOC -pa3BUTHE
FOJIOBY AEPXAT C 2 MECALEB, llepeBOPAYMBATIACE B 5 MecAIes, 'Ho3acT Mo IactyrcKir ¢17,5
MécH1IeB, HOJ3ACT ‘Ha., YeTBEpeHbKax /¢ ¢ 12 mecsanes; cunutrc 11 Mecaues!.C, 1 roaa mo 1,3
XOJWTA [C TIOAACPKKONE-1| cTosIay, olopsl. IIperssochiia «vama, fama, 6ada». 3ateM, cO (ClIOB
MaTepy, Hauajcs perpecc HaBbIKOB o 1 Tofa u 7 Mecsres:  J[€Bouka mnepectaia XOAUTH C
TIOIEPKKOM, CHAETh U BCIaBaTh Ha YeTBEPEHbKH, COKPATIIICA CIOBAPHbIN 3amac. /

B 2019 omepupoBana-fo I0BOJY, KUCTHI-IOABI3BIYHON 06 1acTi.

KT ronosroro Mosra o, 09.2019 wonma’pacimpenne GOKOBLIX KEILYIOUKOB;  IOMIAYTHHHEIX
NPOCTPAHCTB B-JIOOHBIX JOISX.

Koncynsranus odransmonora 16/06.2020: OD '3amusd CHHexHs pamyxHo) 060m049kH, ‘OS
reTepOXPOMHUS PalyKHON 000IOUKY.




AMI -0t 06.20 r.: HagCcerMmeHTapHoe BAUAHWE C/ABYX CTOPOHB HOTrax U pyKax.

KoHnycnbTaumsa cypgonora ot 06.20 .. HapyLleHNs ciyxa He BbIFB/EHO.

MPT ronosHoro mo3ra.oT 06.2020: rugpoueanvs cMeLlaHHas. 30Hbl: AMMUenuHu3almum B
CTPYKTYpe TeMeHHbIX fo/1er: ATpodms KOpbI 60/bLUNIA NONYLIAPWIA, TTPEUMYLLECTBEHHO JI06HbIX
11 BUCOYHbIX OTAENO0B.

33l o1 06.2020 T. ; He3penocTb KOPKOBOWN PUTMUKM, HecneLnpuyHble AN QY3Hble N3MEHeHUs
BAM 6e3 yoeanTeNbHOW MEXNOMYLLIAPHOW-aCUMMETPUUN TUMNYHOI 3NMNeNTUHOPMHOA
aKTUBHOCTW:

Bnepsble rocnvtannsvpeoaHa B-HMUWLL 34 8. heBpane 2021 roga.

[MpoBeaeH BUAe0-OO -MOHUTOPUHI: YacTOTa QCHOBHOM aKTUBHOCTW He 3amefJieHa B CPaBHEHU
C-. BO3PaCTHOM ~“HOPMOW. DPYHKLUMOHa/IbHbIE .NPOObLI- He BbI3BA/IN NaTO/OTUHECKUX  M3MEHEHWIA
KOPKOBOMW pUTMUKU. CoH AnddepeHunpoBaH-Ha CTagnu 1 (asbl. PUSUOIOrNYEcKne NATTEPHbI
CHa TMpeAcTaBfieHbl  YA0BMETBOPUTENBHO.. 3a (BpeMs  WCCefoBaHWS 3NUIeRTUHOPMHOMN
aKTVBHOCTW, 3NUNenTUYeCKNX NPUCTYNoB n-nx 3 -NaTTepHOB He 3aperucTpmMpoBaHo.

Mpy. nccnefoBaHMU 3pUTENbHBIX BbI3BaHHbLIX MOTEHLWAIOB C/MeBa W CrpaBa He OTMevaeTcs
3aMefi/ieHne NPOBeAEHNS 3pUTENbHOM aththepeHTalmn Ha Kopy.

MeTogom -TaHAeMHOW Mace-criektpomeTpun . (ESI-MS/MS) 6bIn0  NpoBefeHo 1ccnefoBaHne
CMeKkTpa auunKapHUTWUHOB ¥ aMUHOKUC/IOT B CYXWX MATHAX KPOBW: 3HAYeHUs | BCeX
NCCNef0BaHHbIX  aHaNNToB . B -Hopme. [lokaszaTenen, CBUAETENLCTBYHOLMX = 0 PasBUTMK
HacneACTBeHHbIX aMUHoauMgonaTniA, . -AedeKToB . MUTOXOHAPWAILHOFO  BeTa-0KUCNEHNS. . 1
OpraHnyeckux auugypui, He BbISBIEHO.

Bblnv-ucceoBaHbl TapreTHble-06/1aCTU-KANHUYECKOTO 3K30Ma YefioBeka (naHess IRN
08247536001).

HIBCH, 610690 - XM 0115109531 14 chr2:191069878 27 H/g c:1128dup (het) p.K377*
natoreHHbIid [Cl 1411576]

SLC12A5, 606726 NM :001134771.1 1- - chr20:44650409 47 H/g c.5G>A (het) p.S2N
NnaToreHHOCTh - Hen3BeCcTHa

GARS1, 600287 NM_ 002047213 <¢chr7:30665915 18 H/m-¢,1679G>C (het) p.R560T
NnaToreHHOCTb-HEN3BECTHA.

Mpedblaylias rocnuTanmn3aums 8. QTAefleHMe  TICUXOHEBPONOrMK. N TICUXOCOMATUUECKOM
narosiormn B mapte 2022 ropa.

Mo pe3ynbratam 0bulero aHaimsa kposu, KLLC 6e3 3HaumbIMX- M3MeHeHWIA. Y pOBeHb flaKTaTa B
KpOBW B Nnpefjenax HopMa/ibHbIX 3HaYeHMWIA.

C uenblo AnHammnyeckoro HabntoaeHus nposeaeHa MPT ronosHoro Mosra: MP KapTuHa ouaros
B TEMEHHbIX Aonax. MP- gaHHbIX 3a 06beMHOe TopaXKeHve BellecTBa FO/I0BHOTO. MO3Fa He
nony4yeHo.lo cpaBHeHWIO -c. uccnefgosaHneMm. oT .17.06.2020 r. - paHee. BbIABNEHHbLIE
aTpOIMUECKMEe U3MEHEHNSA N BTOPUYHOE paclUMPeHme XKeny04KOBOM CUCTEMBI HE 0TMeYaeTes.
[ns ncknioveHns snnnenTUHOPMHON aKTUBHOCTY NPOBefeH BUAe0-O3T MOHUTOPUHT:

. KopkoBast - puTMIiKa chopMmupoBaHa B .COOTBETCTBM C BO3PACTOM. -YacToTa ' 0CHOBHOIA
aKTVMBHOCTI He 3aMef/1eHa B' CPaBHEHMM C BO3PACTHOM HOPMOIA.

¢+ QYHKUNOHaNbHbIE NPo6kI-c PPC He BbI3BA/IN MATONOMMUYECKUX U3MEHEHNIA KOPKOBO
PUTMUKN.

« (CoH anepeHUmMpoBaH Ha ctagun. Pu3MonorMyeckrie NaTTepHbl cHa NPeAcTaBIeHbI
Y0BNETBOPUTENLHO.

« 3a BpeMs MCCMEeLOBaHUA IANUIEATUPOPMHOIA aKTUBHOCTW,. SNUIENTUYECKUX APUCTYAOB U UX
D3l -naTTepHOB He 3aperncTpupoBaHo.

Mpu nccnefoBaHNA 3pUTENIbHBIX BbI3BAHHbIX MOTEHLMAN0B HapyLUEHUIA NPOBEeAEHNUS, 3pUTEIbHONA
addepeHTaLnn-Ha Kopy He 06Hapy»KeHo. Tlo. cpaBHeHNO €:28.02.2021 - 6e3 guHamMunKu.

o pesynbratam SKI naTonormm He BbIABIEHO.

[N VCKMIOYEHNS ~ BTOPUYHBIX OPTONEANYECKX. OCNOXKHEHUIA MpoBeaeHa peHTreHorpadis
Ta300eApeHHbIX CYCTaBOB: PEHTTEHOMOrNYecKe NPU3HAKI AUCINA3NN Ta306ePEHHbIX CYCTaBOB
¢ [IByX CTOPOH, coxa valga ¢ AByX CTOPOH.



YuntbiBasd  »Kanobbl. U “fAaHHble- aHamHe3a (HeOTAroweHHbIM AepuHaTalbHbIA  aHaMHe3,
HOpMasibHOe paHHee McUX0-MOTOPHOE Pas3BMUTUe, Perpecc NpPYoBpPeTeHHBIX HaBbIKOB C 1,5 feT),
[laHHble KIMHNYECKOro OoCMOoTpa (MOBbILLEHWE MbILLEYHOr0 TOHYCa, MPerMyLLEeCTBEHHO B HOrax,
OTCYTCTBME peun), pe3ynbTatbl-MPT ronosHoro mosra o1-25.03.22 r. (MP. kapTMHa o4aros B
TEMeHHbIX A0NaX.” MP  faHHbIX 3a -00bEMHOE MOpaKeHVe  BeLleCTBa. rO/IOBHOr0 Mo3ra He
nonyyeHo. [lo. cpaBHeHUIO € wuccnefoBaHuem 0T 17.06.2020 ~F. - paHee  BbISAB/IEHHbLIE
aTponyeckme N3MEHeHUS U BTOPUYHOE PaCLLUMPEHNE XKeNlyJ0YKOBOW CUCTEMbI HE OTMeYaeTcs) B
HacTosLlee BpeMsi pebeHKy BbICTaB/IeH AuarHos: \CUHAPOM AeTCKOro LepebpanbHOro. napannya:
cnactuyeckas gunnerma. GMFCS Il

KoHCynbTMpoBaHa - reHeTUKOM, ~TIaHNPYETCS MEePECMOTP. UCXOAHbIX [AAaHHBbIX KIVMHWUYECKOTO
3k30mMa. B _mnaHe -npoBegeHWe TOAHO3IK3OMHOIO CEKBEHUPOBaHUA. - Takyke NpoBedeHbI
[ONONHUTENbHBIE “TeHTUYecKne ‘06cnoBaHna- OripeaeneHue (CnekTpa opraHnyeckmx -KUCNoT: B
MOYe MeTO[I0M. ra30BOoil Xpomatorpaduy, novck CNV 1 geneuuin\gynnmkauunin B ree HIBCH y
npobaHaa- pesya/ibTaTbl B paboTe. r

C ~aHTMCNacTMYeCcKor  Lienblo npoBefeHa 60TyMHOTEPANUA (MpenapaTtoM 60TY/IMHNYECKOro
TOKCUHa . Tura -~ A- KceomuH "B .CcymMMapHOi' - fgo3e - 180 . En.- Mpoueaypy nepeHec/a
Y0B/IETBOPUTENBHO. T1pOTOKO/ BblAaH MaTePU Ha PYKW.

[na onpepeneHns o6beMa peadbuAanUTaLNOHHBIX MeponNpuUsATUl NPoBeLeHbl KOHCY/bTalun Bpava
NOK; " ¢u3notepanesta.  CorjacHO . MOMYYEHHbIM —PeKOMeHAaUMAM - NPOBeeH | Kypc
BOCCTAHOBUTE/ILHOTO /leveHns B NOHOM 06beme. epeHOCMMOCTb MpoLeayp
Y0B/IETBOPUTENIbHAS.

Peb6eHOK B CTaOW/IbHOM COCTOSAHWMMA 110 COMATUYECKOMY CTaTyCy BbINUCLIBAETCA LOMOW Moj,
HabnofeHve crneunanneToB No-MeCTy KUTeNbCTBA.

B ‘MeXroCnutasibHbIA- Nepupnog COCTosHUE pebeHKa C MOAOKUTENbHON AMHAMUKW:. [AeBOYKa
CTa/1a aKTMBHEE MaHWUNyANPOBaHTh JIEBOV PYKOM, YBEPEHHEE CUANT, CTOUT Y ONOPbI.

HacTosulas rocnutasinsauuns naaHoBas Ans npoBeaeHNs -06CNeA0BaHNS 1 NeYeHs B pamKax
BMIT.

HEBPOJIOM'MYECKWIA CTATY.C
O6LEeMO3roBo U MEHUHT€aIbHO- CUMNTOMATUKN Ha MOMEHT OCMOTpPA HeT.
OKpPY>KHOCTb FOA0BbI 47 CM.

Ha ocMOTp pearupyeT CroKoWHO. B CO3HaHWKW, HA OCMOTP ‘pearnpyeT CrnOKOMHO. 3pUTeNbHBbI
KOHTaKT-yCTaHaBNIMBAET, 3a NpeamMeToM: cnefuT.. LleneHanpasneHHoe BHMMaHWE MpUB/EKaeTca
KPaTKOBPEMEHHO, 6bICTPO UCTOLLAETCA . VIFPOBOW MHTepeC AOCTATOYHbIA. VIMNpeccnBHas peus:
MOHUMaHWe OrpaHNYeHO. Ha YPoBHe ObiTa. -VIMMNpeccBHasA peyb: OTAe/NbHBIE 3BYKU, Cnoru, Ao 5
MPOCTLIX C/I0B.

YH: I-'060HAHVE He uccrefosanock, Il = 3peHne coxpaHeHo, npocnexxmsaet, D=S. 1,1V, VI -
rnasHble Wenn cMMMeTpuyHble - OS=0D. 3paykun: oKpyrnow. hopmsl, | D=S, peakumns Ha CBET
npsMas, . CoApPYXeCTBeHHass COXpaHeHbl. -V = OBVKEHUSI HVDKHE HentoCTU, . TpofumKa
XKEBaTe/lbHbIX . MbIWL, . He HapyweHbl.VIl = MHHepBauusa “MUMUYECKUX MbILIL fMLa: He
HapylleHa.VIII "= -ocTpoTa cnyxa He CHWXeHa. Huctarma Het, D=S. IX; X - ®oHauug He
HapylueHa. Msrkoe He60 npu. poHaunm NoABMKHO. NOTOYHbIE U HeGHBIe pedieKehl 0XKUB/IEHBI,
CUMMETPUYHBIE. | IonepxuBaeTca  NEPUOANYECKN . >KMAKOA “nuwern u. Bogon. — Xl-
[ pyAVHHO-KHOYNYHO-COCLEBAAHBIE ~MbILLLbl  CUMMETPUYHBIL. - X1I- 'ROMOXKeHKe - A3blKa ~— B
NoMIOCT-PTa, MO CPeAUHHOW NAHWN.

[puratenbHas cihepa: - ronoBy LepXXUT YBEPEHHO, NepeBOpaYnBaeTCs C XKMBOTA Ha CMIUHY, CUANT C
Nos3aeT ‘Ha YeTBepPeHbKaX, CTOUT-Y -0nopbl. MblLeUHbIA TOHYC B pPyKax WU HOFax MoBbllweH Mo
nMpamugHOMY: TNy, GO/bLUE ‘B HMKHMX. KOHeuHocTsX, S>D. TMpn BoAsuwias ycTaBHOBKa Geaep.
OKBMHYCHas . YCTaHOBKa " cTon.~ CyXOXWAbHble - -pediiekebl  BBICOKME, - C .. pacluupeHVem
pediekcoreHHbIX 30H. T1010XKMUTeNbHbIA CMMITOM BabMHCKOro-¢ AByx cTopoH. KoopamHaTopHas
chepa:npeamMeThbl 3aXBaTbIBAET C HEGO/bLION AUCMETPUEN U UHTEHLMENA.

Ta30Bble DYHKLWN: He HapyLLeHbI, HABbIKM camMO06/1yXIBaHWS ChOPMMPOBAHbI YaCTUUHO.

OJAHHBIE.OCMOTPA



COBMECTHBI OCMOTP C 3aBefyHoLLe oTaeNeHem 4.M.H. npo. KyseHkosor J1.M.
OO0LLIee 'COCTOSHNE -cpeaHelt TsHKecTn. TemnepaTypa 36,6 Mama-36.1.C: MonoxeHne AKTVUBHOE:
Bec 14kr. Poct ctod 99cm.- FMNT 0,62kB.M. OKpY>XHOCTb ronosbl 47.: COCTOAHWE MUTaHUSA
COOTBETCTBYET BO3PaCTy: KOXHble MOKPOBbI (hM3UOMOMMUECKON OKPAaCKW, YUCTbIE OT, CbIMW..
CnmsucTble -060M104KM: MUCTbIE. 3€B, MUHAANNHLI: PO30BbIA. FIOAKOXHAsA KeTyaTka -passuTa
YMepeHHO, pacrpezesneHa CUMMETPUYUHO, OTEKOB HeT.: JTuMgarnyeckas cuctema: 6e3 ccTeMHOrQ
yBenmyeHns. KoCcTHas cucTemMa: BbIp@KEHHbIX Aedopmaunii HeT. MbiLLbl, CyCTaBbl: MbILLEYHbIN
TOHYC KQHEYHOCTel MOBbILEH M0 NUPaAMUAHOMY TUMY, APErMyLLEeCTBEHHO B, HOrax. -OpraHbl
[bIXaHUsA: HOCOBOE 'AbIXaHWe 'CBOO0AHOe. B lerkux [AbiXaHue myapuisHOe,. NPOBOAMTCS ‘BO' BCE
OTAeNbl, ~XpuUnos” HeT. ~ MJ 25 B MMWH.. ‘OpraHbl -KPOBOOOPALLEHNA: TOHbI CepALa SiCHbIe,
PUTMUYHBIE, yMoB HeT.UCC 92 ya/ 8 MuH. OpraHbl NULLEBAPEHUA: anneTUT COXpaHEH. A3bik
PO30BbIN, YNCTbIA.. XKUBOT MSTKuIA, 6€3060A€3HEHHBIV -PY Nafbnaumy Bo Beex oTaenax. MNeyveHb
He CyBeNnYeHa, Kpail. 3nacTUYHbIA» 1 6e3601e3eHHbIN.Cene3éHka  He nanbnupyetcs. CTyn
eXeHeBHO, 0(hopMIeHHbIN.M0oYenooBas CUCTEMA: . M0 YKEHCKOMY Tuny... MoyencnyckaHme
CBOOOAHOE, ‘6e3t00/1€3HEHHOE. HepBHas cucTema: CM. HEBPOIOMMYecKniA cTaTyc; OpraHbl YyBCTB:
BUAWT, C/bILUNT:.
PE3Y/IbTATbI OBC/IEAOBAHUI
1. MPT TonoBHoro mo3sra 21.03.2023
O6nacts_mnccneposaHuss MPT TFonoBHOrO Mo03ra;. KOHTpacTHOe ycuneHue He
MpOBOAMIOCH
MarHuTHO-pe30HaHCHas ToMorpagus rofioBHOr0 mo3sra
Ha IMP-Tomorpammax rosoBHOrO Mo3ra CpeAuHHbIE CTPYKTYPbl-He CMELLeHbI.
BOKOBbIE  KeflyfouKN paclUnpeHbl -3a - CYEeT ~.3a4HUX (POroB, WX KOHTYp AedopmMupoBaH
(«3a0CTpeH).
Cy6KOPTUKa/TBHO B TEMEHHbIX 015X, 060/1ee BbIPXKEHO CfleBa, ONPefeNstTCa . 04varoBble
M3MEHEeHWS SIMHENHON (hopMbl TunepuHTeHcBHoro-MP-curHana 8 WM T2-BW n FLAIR, 6e3
NPU3HaKOB orpaHuyeHus anddysuu.
Ha ocTaibHOM MpOTsHKeHWW -B. BELLLECTBE GOMbLUMX MONYLUAPUIA; CTBOMA U MO3XKEUKa, a Takxke
KpaHvoBepTeOpaAbHOro nepexofa. KpOBOWU3IUSAHWIA, 04aros. naronornyeckoro MP-curHama 1
HOBO06Pa30BaHMI HE BbISBNEHO.
TpeTunii n YeTBEPTbIN XKENYA0UKA He paclumMpeHbl, He AethopMUPOBaHbI.
CybapaxHomnianbHOe NPOCTPaHCTBO 683 0CO6EHHOCTEN. JINKBOPOAMHAMMKA He HapyLLeHa.
Mo3sonucTtoe Teno, MHTaKTHO.
MUHAaNHBI MO3KEYKA. PaCHO/I0XKEHbBI BbiLLe 60/1bLLION0-3aTbIIOYHOr0 OTBEPCTUS.
TypeLuKoe. ceio 06bIYHOM (OpPMbl U pa3mepoB. Funopus He yBennuyeH, AUDHEPEHUMPOBaH,
afleHorMnogn3 oaHOPOAHON CTPYKTYpbl. MepeKpecT -3puTeNbHBIX HEPBOB Y BOPOHKA TUModu3a
He CMELLIEHBI.
MOCTO-MO3XKEUKOBbIE YINbl -6e3 “[A0NOMHUTENLHLIX 06pa3oBaHUA. ~ApaxHouaasibHas  Kucta
cnpasa.
B 06nacti opomT NaToI0rMYecknx N3MeHeHNA He BbISBAEHO. X041 Kaanbp 3putesibHbIX HePBOB
He HapyLieHbI.
MHeBMaTV3aUMsa NPUAATOUHbIX Ma3yX HOCA. M -BUCOUHbLIX KOCTeid coxXpaHeHa.; ‘3AK/TKOYEHWE
MP “'KapTvHa geopmaunm 3agHUX ~PoroB GOKOBbLIX. IKEeNYAOYKOB W ~UX pacLUMpeEHVE,;
CYOKOPTUKa/IbHbIX 04ar0BbIX Y3MEHEHUI B TEMEHHbIX [0/ISX HESACHOTO TeHesa.
MP faHHbIX 3a'00beMHbIe M3MEHEHMS BELLECTBA TOI0BHONO MO3ra He Noy4eHo.
PekoMeHA0BaHO: MP. anHaMUYeCKuiA KOHTPOSb.;
2, PeHTreHorpadus o6uwimi 21.03.2023

ObnacTe uccnefoBaHUA Ta300efpeHHble | cycTaBbly. Bupg. uccregoBaHus LM(ppoBas
peHTreHorpadus; - [1poekuna peHTreHorpammbl < nipamas;- OnucaHwe: Ha -peHTreHorpammve
CyCTaBbl pacnonoXeHsl aCMMMETPUYHO.

KpbILLn  BEPTNYXKHbIX BNaguH copMUpOBaHbl HEAOCTAaTOYHO, CKOLLEHbI ‘¢ ABYX “~CTOPOH, ¢
POBHBIM YETKMM KOHTYPOM, CY6XOHPa/IbHbIN OCTEOCKIEP03 HE3HAUUTETBHBIN.

F0N0BKM GeflpeHHbIX “KOCTE LIEHTPUPOBAHbLI B~ BEPTNYXHbIX BhaguHax. PasMepsl  T0/0BOK
OeAPEHHbIX -KOCTEN CUMMETPUYHbIE, crpaBa 23x13 MM, ceBa 23x13. MM, KOHTYp



NX POBHbBIA YETKI.

AueTtabynapHblid yron, rpg (N=10-16): cnpasa~ 28 ; cnesa - 28

WAy, rpa (N=131-143): cnpasa < (156; cneBa-156 ..

CreneHb KOCTHOI0O NOKPLITUA:-CRpasa- 75% ; ‘cnesa- 65% .

JInHnm LLleHToHa: cnpasa- MpepbiBHa, ; CfieBa- HeNnpepbIBHa .

Mpo3paYHOCTE KOCTHOM CTPYKTYPbI He' OBbILLEHE.

CycTaBHble . Lwenu He n3MeHeHbl.; SAK/TIOUYEHWE: /PeHTreHonornyeckue npusHaky gucnnasum
Ta3006e4peHHbIX CYCTaBOB C ABYX CTOPOH, coxa. valga ¢ AByX  CTOPOH, MOABbIBMXa /1€BOr0
Ta306epeHHOro cycTasa.;

3. Bngeo-33F MoHUTOpUHT 22,03.2023

OnucaHue: MapameTpsl 3anucu: ccnefioBaHne NpoBOAUOCE B TeUeHMe 1-Yaca B COCTOAHUM
60/1pCTBOBAHNA € BbIMO/IHEHWEM (PYHKUMOHAbHLIX. NPO6.-1- BO BpeMs (hM3MONOMMHYECKOr0- CHA.
3anucb ocyLlecTsrianacs ‘Ha. cucteme BuAE0-I3I ‘MoHUTOpUHra “Nicolet. lcnofb3oBanacs
MeXXayHapoaHas cucTema, HloKeHUA? 3/1eKTpoaos «10-20» ¢ nNpuMeHeHUEM [OMOIHUTENbHbIX
anekTponoB: -IKI, Ml (Ha AenbToBUAHLIX MbllUax). [NapameTpbl 3anncu: Y4yBCTBUTENIbHOCTb
7-10 MKB, (hmnbTp BbICOKUX 4YacToT 70 U, (uasTp HM3KUX 4vactoT 0,5-1 Iy, TprmMeHsiemble
MOHTaXW: BunonspHbIn -~ Knaccuyecknid, «Double banana», . [NonepeyHbIit, Y cpeAHEHHbIA,
MoHOMoNSAPHLIA, BUCOUHBIN.

93l B COCTORHNM 6OAPCTBOBAHMA:

OCHOBHOI ~ “pUTM " NpeACTaBAeH ~ pPerynspHbIM, “* YCTOWYMBBLIM, ~ YAOBNETBOPUTENIbHO
MOAYANPOBaHHbIM  ab(a-puTMoM . € yactotorm 8-9 Ty, _amnauTtygoin-~ go 90 - MKB;
PerncTpupyroumes. B 3aTbIIOYHbIX OTAenax, €. pPacnpocTpaHeHnem Ha .3a[JHEBUCOYHLIE -1
TeMeHHbIe OTAeNbl 'MoAyLWapnil. B UeHTpanbHbIX OTAenax PerucTpupyeTcs’ CeHCOMOTOPHBIN
PUTM, YacToTOM Okono 9 Iy, ‘amnnTygor o 60 MKB,- 30Ha/lbHble PasMung - BblpaXKeHsb!
OTUET/IMBO:

beTa-aKTMBHOCTb, HE YCW/eHa, -NpeobagaeT Mo nepefHUM W BUCOYHLIM. OTAeNnaM, 4acToTOM
14-30 "y, amoanTygon fo 20 MKB, YacTo MackupyeTca MUorpauyecKuMmn apregakTamu.

MeA/ileHHOBO/THOBas ~aKTUBHOCTL = NPEeAcTaBneHa  Aupdy3HO, - HEBbICOKUM - MHAEKCOM;
NnpevMyLLIeCTBEHHO BOAHAMW TeTa-AnanasoHa, no aMnanTyme. He. NpeBbIatolLiMi1 OCHOBHOM
PUTM.

PYHKLMOHabHbIE NPOObI:

Mpn NpoBeAeHUN PUTMUYECKOR (hoTocTMMYAALMK ¢ YacToTor-3, 6, 10, 16, 20, 25, 30 Iy
OTMeYasacb peakums ycBOeHus putmoB -3, 6,10, 16 Tu. PoTonapoKcu3MasibHblA OTBET He
3aperncTpmpoBaH.

J3l cHa:

3acblnaHue xXapakTepu3oBasoch-3aMel/iIeHneM, (parmMeHTaumenn .- nocnefyroLlent pegykumen
OCHOBHOIO pWUTMa, MOSABMIEHMEM OLMHOYHbLIX W. CrpyrnANPOBaHHbLIX BEPTEKCHbLIX. MOTeHLanos,
amnauTtygoin  po- 220 “mkB. “Bo . Bpems 3acbinaHus . 3apernctpupoBaHbl  PUTMUYHLIE
CrpynnupoBaHHble  Mef/IeHHOBO/IHOBbIE — MOTeHUMasbl,  aMianMTygoi - ao 800 - MkB,
NPOAO/HKUTENBHOCTD A0 3 CEKYH[ = NaTTePH rMNHarornyeckon: runepcuHxpoHusauum (Frc). B
[T C-3aperncTpmpoBaHbl-3a0CTPEHHbIE NOTEHUMa/bI C aKLEHTOM B IOOHbIX 0TAeNnax = atuniuyHoe
FI°C.

BTopaa CTagus CHa COMpOBOXAanacb MNOABMEHMEM ; «BEepeTEH CHa», NPeACcTaBNEHHbIX
NepuoanYecKn - ‘PErucTpupyrowmuMACS ~ BCMbILLIKAMU - PUTMUYECKON  @KTUBHOCTM. B
NOGHO-LEHTPa/IbHBIX 1 BEPTEKCHBLIX OTAenax, Yactotod 11-13 Ty, amnmmtygon go. 80 ‘MKB.
Kpome TOro, 3apermcTpvpoBaHbl -3K3a/bTUPOBaHHbIE  BepeTeHa, amnautyon ao 250 MkB.
OTmevanmct K-KOMMNEKChl, NPeACcTaB/IeHHbIE “BCMbILLKaMM . BbICOKOAMMMTYAHbLIX - MeAeHHbIX
ABYX(ha3HbIX .1 NONUMasHbIx BOMIH, C aMmaUTYAHbIM rpeobnajaduem (4o 440 mMkB) B
NOBGHO-UEHTPa/IbHbIX 1 ~BEPTEKCHbIX ~0TAenax. . Yacto  «(hM3noNnormyecke natTepHb! | CHa
PEFUCTPUPOBAINCL B-COYETAHUWN APYT C APYTOM.

PermerpmpoBasivch Takxke OUOKUUMUTAIbHbIE ~3a0CTPEHHbIE  MOTeHUVa/bl TeTa-AmanasoHa
amnantygori 90 MKB = neproanyeckme 3aTblIo4HbIE TPaH3UTbl cHa (POSTYS).

[JenbTa-coH XapaKTepu3oBascd: HapacTaHUEM. WHAEKCa NpeAcTaB/eHHOCTM W aMINIUTYAbI
Mef/IeHHbIX BOJH, B.OCHOBHOM [ie/lbTa-AnanasoHa, ¢ YaCTUYHOM



pesyKuMen PU3NONOTNYECKIAX NATTEPHOB MOBEPXHOCTHOIO CHa.

KnuHuyeckue cobbiTa: He oTMeyanuck.; 3akntodeHue: « KopkoBad pUTMuKa copMypoBaHa B
COOTBETCTBMW-C BO3PACTOM.

+ [Mpoba ¢ PC He BbI3BA/IA NATONOrNUECKUX, M3MEHEHWNI 'KOPKOBOI PUTMUKIA.

. CoH~ gndhepeHLMPOBaH Ha -CTaguun. - DU3N0AOFUYECKNe MaTTEPHbI CHa -NPEACTaB/IEHbI
Y[0BNETBOPUTENIbHO. 3aperncTprpoBaHbl aTUMUYHBIE NATTEPHbI CHA:

« 3a Bpems MCcCnefoBaHNA 3NUIenTUROPMHOI, aKTUBHOCTU, SMMNIENTUHECKIX TIPUCTYMOB U NX
Q3l-NarTepHOB-He 3apPEeFnUCTPUPOBAHO.;

4.°Y3W MNoyvek 1 moueBoro nysbipd 24.03.2023

NEBAA MOYKA:; Pa3vep cpefiHni; 76x30 MM; MonoxeHue B TUAMYHOM MecTe; lapeHxuma
AvddpepeHympoBka crnaxeHa; U/C ‘He pacwmpeHa; “Cocyabl npy LLOK K/TOK ‘He W3MeHeH;
MouyeToYHUK He paclumnpeH;. NMPABAA MOYKA:; Pasmep-cpeaHwnia;-76x30 Mm; MonoxeHve 8
TUNNYHOM ‘MecTe; MapeHxuma gnddepeHumposka crnaxeHa; YJ1C-He pacwmpeHa;. Cocyabl npu
LLOK KITOK He M3MeHeH; MoUeTOUHNK He paciumpeH; MOYEBOW T1Y3bIPb: - He 3anosnHeH;
SAKMHOUEHUE: Y3 npu3Haku. yMepPeHHbIX ANGdY3HbIX NapeHXMaTO3HbIX U3MEHEHWIA;

5. Y3N-OpraHoB 6ptoLLHOi nonocTun 24.03.2023

Pasmep, cpegHui; 41x18 MM; - PopMma -npaBunbHas; (CTeHKN TOHKWE; - [1pOCBET. .CBOOOMEH;
ROOXKENAYAOUHAA XXENE3A:;, Pasvep yBenuyeH; [ onoBka 15 mm; Teno 9 mm; XsocT -15;
OXOreHHOCTL CpeaHAs; 0aHOpoAHas; FIpoToK He pacluupeH; TIEYEHD: « Pa3mep. cpesHun; J14,
50; INMepsbliA- cermeHT, 14 mm; MM -91; KoHTyp pOBHbIW; [apeHXvMMa OLHOPOAHaS, ~CpPefHen
3X0reHHoCTU; BopoTHas BeHa 6 MM; [leyeHOYHble BeHbl He “U3MeHeHbl MM; CEJIESEHKA:
HOpMa/lbHas; Pa3mep cpegHuid; 78x37 MM; [lapeHxuma OfHOPOAHaS, CpefHer 3XO0reHHOCTH;
CeneseHoyHan -BeHa He pacluupeHa mm; XXENYOOK: CeKpeT: ecTb; CTeHKM HOpManbHbIE;
OB TEPCTHAA KNLUKA: ~CeKpeT ecTb;  CTeHKU -HopMasibHble; OFIVCAHWE: wmeTeopuswm,
SAKMIOYEHUE: Y3-KapTvHa yBennyeHns NomKenyA04HOIA Xere3bl, MeTeopusma.;

6.-9X0 - KI 24.03.2023

AOPTA: He pacLLmMpeHa, BOCX0ALLaa YacTb U Ayra He U3MeHeHbl, Ha nepeLueike PGr- 8mmHg;
[namvetp BocxoaslLeid aopTsi; 14 Mm; AOPTAJIbHBIA K/TAFAH: 3-x CTBOpYaTbI, CTBOPKM 1
remoguHaMuka He-m3MeHeHbl; PGr-max 3,5 mm-Hg; Vmax 0,94 -m\s; Mpu LLAK peryprutaumm
HeT, JIETOYHAA APTEPWA:  He "paclumpeHa, CTBOM, -NpaBad M neBasd BeTBN- He U3MEHEHb!;
[Ovamvetp cTBOna 16 mMm;-KJAMAH JIEFOYHOW APTEPUW: cTBOPKW, FreMOAVHAMMUKA, He
n3MeHeHbl; PGr max 4,5 mm Hg; Vmax- 1,06-m\s; Mpwu-LUAK dusmonornyeckas perypruraums,
MUTPAJIbHBI KNAFIAH: CTBOPKY, ‘TeMoAVHAMUKa He . M3MeHeHbl; PGr 2,7; Mpu LAK
peryprutauus MuHivansHas; TPUKYCINAAbHBIA KNATAH: cTBOpKW, reMoAyHaMMKa He
n3meHeHsl; PGr 1,6; MNMpu LAK ‘peryprutauma muHumanecHas, JIEBOE MNPEACEPAUE: 24x29
MM;. - He - pacwupeHo;, [MPABOE . TPEACEPOWE: 22x29 MM; He. . pacCLlMpeHo;
ME)XMPECERPAHASA MEPEMOPOAKA: wHTakTHa, MPABbLIV YKENYAOUEK: 12 MM; He
pacivpen; JIEBbIV XXENYAOYEK: KAP 34 Mm; KCP 24 mm: ' ®B 69 %; YCC 129; KOO 48 mn;
KCO 15 mn; YO 33 mn; CB 4,257 n\muH; C 6,9 A\MUH\MZ; -Mexokeyn04uKoBast meperopogka
53“MM; He yTONlUleHa, MHTaKTHa; 3afHAA CTeHKa /IEBOro >kefygodka 5 MM; He YTOMNLeHa,
AOMNONMHUTEABHBLIE OCOBEHHOCTW:, fononHuTtensHas Tpabekyna B -Mof0OCTH, N1eBOIO
xenypgouka; - SAK/TIOYEHWE: Tlonoctn cepaua He . pacluvpeHbl, CTEHKM 'He. YTO/LLEHbI,
MeperopofKn MHTaKTHBI, KnanaHbl. W KPYMHbIE COCYAbl HE W3MEHeHbI,  PyHKUNOHabHbIE
napameTpbl cepALa B-Hopme:; 6ecroKonHa,;

PE3Y/IbTATbI AHA/TN30B

En/nam L,07/K.3H. 20.03.23 24.03.23
BUOXUMNYECKUIN AHANTN3

KPOBWU

ANT En/n <40 18,4
ACT Epn/n <42 35,04
ARbBYMUH rn 38-54 38,87
Benok o6uinii /n 60-80 69,61
Bunupy6ouH obwnii MKMO/b/N 3,7-20,5 6,2

Bunupy6viH npsamoii MKMO/Ib/N <5,1 0,81
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KOHCY/IbTAUNW CIEUUNANINCTOB
1. dun3moTepaneBT Bpay BbicLLel KaTeropun Caxaposa E.B.

16.03.2023.

ANATHO3 HU3/: CunHgpom AeTcKOoro ‘LepebpasibHOro mapanuya: cnacTuyeckas gunnermns.
GMECS It OD 3afHas’ CMHeXns pafyXHo 060104kn, OS reTepoxpomMus pagy>KHOM
060104KN. ;

XXANQOBbI: - Ha  gBuratesibHble ‘HapyLleHus: (CaMOCTOATE/IbHO He . CTOMUT, ‘He XOAWT)

- Ha'OTCYTCTBUE (HPa3OBOIA peyun
¢ Ha MOBbILLIEHVE MbILLEYHOFO TOHYCA, NPENMYLLIECTBEHHO B HOFaxX
- 'Ha - MOTOPHYID "HENOBKOCTb B -PyKax, OrPaHWuYeHVe MaHUNYSTUBHOW  aKTUBHOCTMW.

OAHHBIE OCMOTPA: - Peakuusi Ha OCMOTP CMOKOWHas. Wrpyuikamu - nHTepecyetcs. Ha
O6palleHHyt0 peyb pearupyeT, ybibaeTcs.  CoCTosiHUE NUTAHWS - COOTBETCTBYET ‘BO3PAcTy.
KoXHble MOKPOBbI (PU3MON0rMYECKO OKPACKM, UUCTbIE OT ChINWX, MEPEHHON BNAXKLHOCTM..
Cnnsnctble 06004MKN YKUCTbIE. 3B, MUHAANMHLI: (PO30BbIA. - JIuMparnyeckas cucrema . 6e3
CUCTEMHOIO YyBefnyeHus. HocoBoe [AbixaHWe CBOOOAHOE. . B nerknx AblXaHue MyapusisHoe,
MPOBOAUTCS BO BCE OTAE/bl, XPUNOB HeT. . . TOHbI cepAla sicHble, PUTMUYHbIE, LIYMOB HET.
Mouenonosas. cuctemMa: 10 XXeHCKOMY Tuny, An3ypun HeT, OpraHbl YyBCTB: BuAWT, CbIWNT.
TOHYC MbIWL, BEPXHMX ''KOHEYHOCTEN ROBbILWEH,60/bLUE CNeBa /TOHYC . MbILLL ~ HYDKHUX
KOHEeYHOCTEN MOBbILLIEH. [ABuxeHus B nneyeBbIx/
NOKTEBbIX/Nyye3anscTHbIX/Ta3006e4peHHbIX/KONEHHbIX/T0NEHOCTOMHLIX | .CyCTaBax OrpaHU4eHo
3-3a TOHYCHbIX _HapylleHWid. Tlpy ‘manbnauun, MbilLbl passBuTbl -y40B1eTBOPUTENbHO.B
MOJIOYKEHWUN Ha XXMBOTE TO/M0BY YIEMKMBAET JOAr0, ONMpaeTcs-Ha KUCTK. [1pu nocTaHoBKe Ha
HOrM -0Mnopa “Ha MepefHIoO 4acTb CTOMbI, ‘3aTeM BCTAeT Ha  MOMHYIO -CToMy. HaBbIKW:
rnepesopayvnBaeTCA’CaMOCTOATENIbHO B 00 CTOPOHbI/ 00/blUe B MpPaByk CTOPOHY/CUANUT
caMocToATeNbHO W, Ha YyeTBepeHbKN CTAHOBUTCS;MO/I3AET, BCTAaeT CaMOCTOATENbHO M CTOUT Y
onopel. ;

PEKOMEHAALINW: - KypC BaHH YKEMUYXKHbIX C GULLIOPUTOM (C 0BLLEYKPERNSAIOLLEN LieNbto);
= KYPC.ONOPHOM CTUMY/IALMM ( C LEAbK CTUMY/IALMN X0A4b0bI);

2. TOK: Llesapuk B.A.



AVATHO3 HU3/M4: CuHApOM [eTCKOro uepebpasibHoro napaauya: cnactudeckas - anmnaeris.
GMECS lII.

OD 3afHAA CMHeXNa pagLy»XHon 060104KK, OS reTepoXpoMus pagy>KHo 060104KMN.;
XXAJIOBbI: "Ha. ABuratenbHble HapylleHWUs (CaMOCTOATE/IbHO He CTOWUT, He. XOAMUT); | Ha
OTCYTCTBME. (DPa30BOM peuut, Ha NOBbILLIEHNE MbILLEYHOTO TOHYCa, NPEUMYLLECTBEHHO B HOrax -
Ha MOTOPHYO HENOBKOCTb B pyKax, OrpaHnyeHne MaHUMnynsaTUBHOM aKTUBHOCTMW,

OAHHBIE. OCMOTPA: pebeHOK COKONHbIA/TpemMopa HeT/TeNOCNI0KEHNE NPANOPLNOHAALHOE
no3a acMMMEeTPMYHASA, KOXKa YMCTas

TOHYC MbIWL, BEPXHUX | KOHEYHOCTEN MOBbILIEH,00/bLUE . €N1eBA.[TOHYC  MbILL,  HKHUX
KOHEYHOCTEN. MOBbILLEH

[10BOPOT.ro/10BbI-B 06€ CTOPOHbI.

[BWKeHNA B TINIeHeBbIX/OKTEBbLIX/yYE3aNACTHbIX/Ta306e4peHHBIX/KONEHHbIX/TONEHOCTOMHbIX
cycTaBax OrpaHNYeHO M3-3a TOHYCHbIX- HapYLUeHNI

Mpw nanbnauumn MbllLibl- pa3BUTbI Y0BAETBOPUTENLHO.

B M0/10XKEHNW Ha YKIMBOTE TOAOBY YAEPXKMBAET AO/T0, ONUPAETEH Ha KNCTW.

[Npn-MOCTaHOBKE Ha HOTW Ornopa Ha NepeaHeBHYTPEHHIOK YaCTb CTONbI, MATKU LOTPY>KaeT
HaBbIkW: *NepeBopaymBaeTcs  CaMOCTOSATENbHO * B-. 00e ' ‘CTOpPOHbI/6ofbime B MpaByto
CTOPOHY/cnauT - camocTodTeibHo. W, Ha- YeTBepeHbKI  CTaHOBUTCA,MON3AET  HEepPeumnpoKHO,
BCTaeT Ha BbICOKME KOMEeHU, MOATATBAACL Ha pyKax; BCTAETy OMnopbl 6e3 BbIHOCA HOFW, CTOUT
Yy OMOpPbl,. MbITAETCA COBEPLUNTE LLIArOBOE ABVXXEHME.,;

PEKOMEHOAUWW: Llent- peabunutaln: coxpaHeHue MoABMXKHOCTU CYCTaBOB; A/NHBI
MblLLIY,-0ByYeHVe pouTenei

BasoBble - MeToAbl: - (MOCTYpanibHbIA  “MEHeKMEHT)  :  TlpvKnagHas ' KMHe30Tepanus:
(hM3nonornyeckoe  MO3ULMOHMPOBaHNE,  CTAOWM3aLMA - - MOJIOXKEHMA . Ta3a,  CTUMY/ALMA
ayTOXTOHHOM. MYCKyNaTyphbl, LWaAdwas pa3padboTka [BWMDKEHWIA ‘B cycTaBax, pafora C
YKOPOYEHHbIMW MblwLamMu, Wwagswe, ¢gpn-1, ctonbt LI-0-5;¢ TBC akkyparHo, KnNe2, HU3Kuii
CTapT C OMOPOI Ha KOMEHO. (M0 BO3MOXHOCTMN BbIXOZ, U3 HM3KOro CTapTay onopsl), npuces y
0rnopsbl, :00y4eHne Mmambl

Bubponnaropma B HU3KOM cTapTe. (Mo 1. MWH-'Ha KaXAyt HOry), B' monyrpucege ¢
pasBefeHviem 6éaep (2-3 muH) 14-18 'y

JONONMHNTENbHbIE METO/bI: MacCaX  CAMHbI, BEPXHUX KOHEUYHOCTEN, Y/ L H/XKHUX KOHEYHOCTEN;

3. OhTayIbMOAOrKUA Bpay BbicLeid KaTeropumn Apo3gnk T.K.



23.03.2023.. PEKOMEHZAUWW:  HabnogeHve odranibMonora no  mHx “3AK/THOUEHKE:
CeKTOpa/ibHOE CKOMNJIeHe NMIrMeHTa pagy>KHOW 060/104KM IEBOrO TN1a3a

OcmoTp C: Mamoi
Mpw ocmoTpe: o4ykn OD- sph eyl ax dpp
OS sph.i-cyl ax
VIS OD: ApegmeTHOe 3peHie sph cyl axVIS OS:. npegmeTHoe 3peHue
sph ¢yl ax
Ckunackonus; oD 0S

Dev: 0

LBVKeHUs rnasHbix A6/10K: B MONHOM 00beMe
KoHBepreHuus: Y/[I0BNETBOPUTE/IbHAA
XapaKkTtep.3peHns: I

MonoxeHne Bek: He U3MeHeHo

KOHBIOHKTIBA BEK U rNa3HOro s6Jioka:6e3 natonornm
OTaensemoe: HET

Porosuua: Apo3payHa

Pagy»ka: n3mMeHeHa OS: cekTopa/ibHOe CKOM/eHe ‘MUrmeHTa B MepuamnaHe
10-12 yac

3pavok: 3MM (oTopeakLymn aKTUBHbI
XpyCTaMK: APO3payHbl

CreknoBunaHoe Teno: CTPYKTYypa He n3MeHeHa
CnasHoe gHo (Mugpvaunn 1%) A3H: 011e4HO-PO30BbIN TPaAHULIbI YETKME
BeHbl: X0f, 1 Kambp Hen3MeHeH

ApTepun: XO[ W Kanmop He U3MeHeH
ApTepnons:

CooTHouleHne apTepun BeHbl:2:3

MakynspHas 06nacTb: CTPYKTYpa He “3MeHeHa
MakynspHbli pednekc: + MZ
®oBeoNAPHBIV petheKc: +

CpepgHas niepuepns, nepuuprs:6e3.naTonornm

3aknoyeHme: CeKTOpasibHOE CKOMEHNe IMrMeHTa pafyXXHoi 060/104KI 1eBOr0 Thasa
Kog MKB10: H21.8. [ipyrve yTouHeHHble 60M1e3HW-Pafy’KHOW 000/I0HKN U LIMNNAPHOTO
Tena

PekomeHaaUmK: Hab/1leHe odhTanbmonora no MHx

4, acTpoaHTepasior Yconblea(r) O.B:



23.03.2023.

AVNATHO3 HU3A: MacTtpoazodareaibHbIv peditoKc;

XXAJIOBbI: ‘OTpbiXKa

MonepxmBaHus MPY NUTLE BOAbI

[MpyMecb HerepeBapeHHbIX OCTaTKOB AN

KawweobpasHbiii cTyn 1-2 pasa B fieHb;

OAHHbBIE ‘OCMOTPA: Peakuus Ha 0CcMOTP CMoOKonHas. Ha 0bpalleHHyt0 peyb pearvpyer,
ynblbaeTcsa: COCTOsHME TUTaHUS COOTBETCTBYET BO3pacTy. KoXHbIe NOKPOBbI 6/1€4HO-PO30BLIE,
YCTble OT Cbinn. Cnu3UCTble 060M10UKN YNCTBIE. 3B, MUHAAMHBL: PO30BbLIN. JIMpaTyeckasn
cuctemMa  6e3 CUCTEMHOrO-yBe/nmdeHns. Hocosoe fblxaHve CcBO604HOe. B jerkux AbixaHue
My3pubHOe, [ TIPOBOANTCA BO. BCE OTAENMbl, XPWUMOB HeT.. TOHbI cepAua ACHbIe, - PUTMUYHLIE,
LYMOB -HeT. . )KMBOT B 06beme He yBesimyeH. [lanbraTtopHo-MAarkuia, 6e360/1e3HeHHBIA BO BCEX
otgenax. TleYeHb - He - yBeNYEHa, | MArKO-3M1aCTUYECKON KOHCUCTEHLMW, Cefe3eHKa He
nanbnupyetca. Ctyn 1-2.-pasa B AeHb Kawuueo6pasHblid, ¢ HernepeBapeHHbIMY ‘OcTaTKamMu
N, TlepnaHanibHaa 06/1aCTb He U3MeHeHa. [U3ypun HeT. ;

PEKOMEHOAUWW: 1. FMposepeHue Y3 OBl

2. iccrepoBarve B kpoBu AT IgA, 1gG K TKaHEBOW. TpaHCryTaMUHa3e

3. ViccnepoBaHue anacTasbl Kana

4. TnaHoBO ‘B CMIEAYHOLLYHO TocnuTanm3aumio ‘nposefeHne SAC ¢ npuuenbHbIM _0CMOTPOM
BOPCUH TOHKOIN KULLKK, B3ATYEM GMONCUN 3. TOLLE W ABEHAALATANEPCTHON KULLKIN. OCMOTP
Ha NPeAMeT 3031HOUIIBHOr0 ‘330(arnTa.

5. O30Menpason-B nensieTax 5 Mro-2 pasa B AeHb 33 15 MUHYT ‘[0, efbl. Kypc 3-Hepenu.
[ToBTOpPUTL Yepes 3 Mec,

6. AntomuHus doctar no 1/2 nakeTuka 3 pasa B OeHb 4vepes 30 mMuHYT nocne efst. Kypc 3
Hefenu.

7. TpumebyTuH 25 Mr 3 pa3a B AeHb 3a 20 MuHYT 40 efpbl. Kypc 3 Hefdenwn. ToBTopuTs Yepes 3
Mec.,

5. AveTtonor a.m.H bywyesa-T.B.

20.03.2023.

ONATFHO3 HU3/: KoHcynbTaums no ANTaHNIO PebeHKy.Co CnacTMYecKom ANniernen;
XXANOBbI: nnoxas npnbaBka Mmacebl Tefa, HEMCTOMUMBBINA CTYN, OTPbIKKA;

OJAHHBIE OCMOTPA: macca Tena 14,5

pocT 99 cm

pOCT OTCHOUTENbHO BO3pacT -1,4, Macca Tefia OTHOCUTENIbHO pocTa K Bo3pacty -0,33

Y. pebeHKa XpOHUYeCKas flerkas HeAoCTaTOYHOCTb NUTAHUA.

EKET MArKyo nnLLy, YKyeT, rAoTaeT, NepUoLNYecKn ObIBAET OTPbIXKKa.

[MonepxvBaeTCA TObKO BOAOA.

KOXHble NMOKpoBbI YKCTbIE, cbinuHeT, TDKK pa3BuTa yA0BM1eTBOPUTENLHO.

YKVBOT He B3ayT, MArkuin, CTyn = 0T 0(hOPMIEHHOr0. 0 Kaumueo6pasHoOro B 3aBUCUMOCTL OT
XapakTepa nuLu.;

PEKOMEHOALWNW: 1. Aneta - No5-runoannepreHHas

LLONOMHUTENBHO

TBOpOr =-1 N

ovonakT -1 6yT

Kailla MOfIoYHan pacTBOpMUMasn - rpeyHeBasn 1-mayka

Kallla 6e3mM0A04Has OBCArHas -1-navka

HYTPWU3H CTaHdapT. -1 nak

2. BuT' D 1000(ME KOHTpPONb COAEp>KaHns B CbIBOPOTKe KPOBU

3KOHTPO/Ib MOKa3aTesieil Macchl Tena v pocTa:

6. .["eHeTukK J1annHa A.A.



24.03.2023.

ANATHO3 HU3A: Apyrve yTouHeHHbIe fereHepaTtuHble 60/e3HWN HEPBHOW CUCTEMSI;
JKAOBbI: --3afiep>KKa NCUX0= MOTOPHOIO PasBUTKA,

- perpecc TemMroB pasBuUTNg

< ABUrarte/iHble HapyLueHns( cuanT B.no3e W, 1on3aeT Ha KoneHKax)

- 3a[lEPXKKa peyeBoro passntusa (Jiener.)

MPEABAPUTEMbHbLIA ANATHO3
[JereHepatuBHoe 3a6onesaHue LIHC (runomuennHmsnpyrowas nemkoguctpodmns)(?)
CuHapoMasibHas opma MaTToNOMMN C BEIPAXXEHHOW CNacTUYHOCTBIO (?)

OBOCHOBAHHbIV OVAFHO3 G318
[pyrue YTOUHEHHbIE [iereHepaTyBHbIE, 60/1€3HU HEPBHOIA CUCTEMBI

OBOCHOBAHVE ONATIMHO3A

YuntbiBas AaHHble aHamHe3a XM3HW 1 3ab0neBaHnA (LOHOLIEHHBbI PebeHOK;  POAVBLUMIACS C
HOPMa/IbHbIMW MaCCO-POCTOBLIMM MOKA3aTEASAMI W BLICOKAMU GannaMu. Mo ‘wkane Anrap,
Pa3BVBaBLLIAACS C 3alePXXKO (HOpMUPOBaHMA MOTOPHBIX HABUKOB U peyn. B Bospacte 1, 5 net
nocne nepeHeceHHOro - MH(eKLUMOHHOTO. 3a60/1eBaHNA, €O CAOB: Mambl, TPOU30LUEN perpecc
paHee NPMOBPETEHHBIX ‘HOTOPHbIX ‘HaBbIKOB, HAapOC MbILLEYHbIN TOHYC, MOCTERNEHHO yTpaTuIa
pedb U 3HAYUTENBHO:  CHU3WICA * UHTENSEKT), KANHWYECKYKD. KapTuHy (ChacTuyeckuil
TeTpanapes, peys B BWAE OTAE/IbHbIX CNOroB, - CAMOCTOET/ILHO “€H. MepefBuUraeTcs, CUAWUT
HEMPOLO/MKNTE/ILHO) U pe3ynbTaTbl paHee npoBefeHHoro MPT ronoBHOFG MO3Fa B AMHAMMKE
(MP KapTuHa o4aroB B TEMEHHbIX [0/IsX, 6e3 AvHamuKa Npu. NOBTOPHbIX: UCCNEN0BAHUAX) W
NPOBEAEHHOMD = CEKBEHUPOBaHUA  K/IMHWYECKOro 9K30Ma ~(MATOreHHbIX  HYK/IeOTUAHbIX
BapuaHTOB, KOPPEeNUpYWMX C- K/IMHUYECKON KapTUHOW Yy ‘fApobaHda -He BbISB/IEHO),
AndithepeHUManbHbIA AnarHO3 crefyeT TIPOBOAUTL MEXAY AereHepaTnBHbIMK 3a60/eBaHAMY
LHC ¢ Mef/leHHbIM- TIporpeccupoBaHneM (B 4acToCTM, - [MNOMUENUHU3NPYIOLLMU
NeNKOAUCTPOPUAMI - (?) 1 HapylleHnsMY O0bMeHa HempoMeauaTopoB B FOMIOBHOM. MO3re(?)),
MUHLPOMA/IbHBIMU - POPMaMM  NATONOTUW +C  BbIPAKEHHO ' CNacTNYHOCTLIO - (B YACTHOCTM,
CUHAPOMOM.. “Aiikapan-I'yteepec, 6 (?)) -1 BTOPUYHBLIMIA - U3MEHEHUAMMN Ha (poHe
FUNOKCUYECKM-ULLEMUYECKOrO\MH(EKLNOHHOIO nopaxeHus. (?).

PEKOMEHOALINI
1 .HabnoaeHne HeBponora, orasibMosora, opTonega no mMx.
2.. CekBeHupoBaHve nOAHOro - reHoma  (MIHL, . eHomen, “TeHoaHannTuka, - Evogen)

3. PekomeH0BHA0. [oNabuTb MeTabo/MYeckyto Tepanuio - (N1eBOKapHUTUH, ~KN3H3UM . Q10,
pUOOMNaBMH; UMTOMAABMH Vi [P.) NO COrAacoBaHuIO ¢ HEBPOIOrom!
4. TI0BTOpHAaA KOHCY/bTauma reHeTnKa ¢ pesyabtaramu LoochneL0BaHNSA

KoHTakKThl:, Lialina.aa@nczd.ru
MIAH JIEHEHNA

- Pexxum- o6wmin

- MpyKnaaHas KMHe3oTepanus

- BubponnaropmMa; B HU3KOM cTapte (Mo 1 MWH-Ha KaXOyt HOry), B -nonynpucene C
pasgefeHvem 6égep (2-3 MuH) 14-18 Ny

--Maccax ‘CiuHbI, BEPXHUX -KOHEUHOCTEN, Y/ HXKHUX KOHEYHOCTEN
- KypC BaHH XEMUYXXHBIX €. OMLLIOPUTOM (C.-06LLeYKPEnNSOLLEeN LeNbH);
- Kypc onopHoi ctumynsumi-(c Lemnsio CTUMYNALUMA X0AbObI)

21.02,2023T. MHbEKLMM 6OTYANHNYECKOrO TOKCMHA THMa A B CyMMapHoW Aose 215 Ef] (14,8
Ea/kr) nog KoHTponem Y3W-.


mailto:Lialina.aa@nczd.ru

N3MEHEHWE C 21.03

1. Aneta - Ne5 runoasnepreHHas

[OMNONTHNTEALHO

TBOpOr=-1 n

6monakT -1 6y

Kallla' MofIoYHas pacTBopumMast - rpeyHeBas 4, nayuka
Kalla 6e3M0104Has OBCArHas -1 nadvka

HYTPU3H CTaHZapT - 1 Mak

SA NMEPUOL MPEBLIBAHWA B OTAENEHN

Pe6&HOK .NOCTyMaeT B OTAE/IEHVE MCUXOHEBPOIOrMN MOBTOPHO A5 BbINOJHEHUS KBOTbI MO
BMI1 B CO0OTBeTCTBMM C MOCTaHOBNAEHUEM P No 2505 ot 28.12.2021 *(Bug BMT1.12.00.46.001)
A1 IPOBEelEHNS. KOMINIEKCHOr Q- JIeHeHUs C MPUMEHeHWEM METOLoB (manoTepanum (B - TOM
ymcne COoYeTaHHbIX METOAMUK KPUO3AEKTPOUMMNY/bCHON Tepamnuun, CTUMYNALNOHHBIX TOKOB B
[BVDKEHUN, OCHOBaHHbIX Ha MPUHLMME- BUONOrUYECKO 0OpPaTHON CBA3N), KMHE3WUOTepanuu,
MexaHoTepanuu n (nan) 60TyIMHOTEpany nog KOHTPO/em KOMMN/eKca
HeMpOoBN3yaIN3aLOHHBIX 1 HEMPOYHKLUMOHA/TbHBIX METOL0B 06CAe0BaHNSA,

Mo pe3ynbTatam obuiero aHanmsa kposu, KLLC 6e3 3HaUMbIMX M3MEHEHWIA. Y POBEHb JlaKTaTa B
npesenax Hopmsbl.

MpoBeaeH pAag yNbTPasBYKOBbIX NCCARA0BAHMNIA:

=.C Lenbio OLEHKU COCOTAHMA TenaTo-6unaMapHoro TpakTa Obino mpoBeagHo Y3W opraHoB
6PIOLLHON MOAOCTU. Y3 KapTUHA YBENNUEHUS NOMKENYA0UHON XKeNe3sbl, METE0pU3Ma.

- Y3/ noyeK 1 Mo4eBOro ny3blps: Y3 NpusHakn yMepeHHbIX ANdQy3HbIX NapeHXnMMaTo3HbIX
N3MEHEHIA.

<. Ona OuUeHKM (PYHKUMOHA/IbHbIX XapaKTepucTuk Muokapaa'y. pebeHka. nposeseHo  IXO-KF.
3akntoueHve- T10/10CTU cepAla He pacluvpeHbl, CTEHKU HE YTONLLEHbI, MeperopoiKn-UHTaKTHbI,
KnanaHbl-W KpynHbIe COCYAbl He M3MEHEHbI, (PYHKUMOHa/IbHbIE NMapameTpbl CepALa B HopMe.

C aHTUCNacTUYeCKON -Le/iblo B CNacTUYeCKNE « MblLLbl - HXHUX, KOHEYHOCTEN NpOoBeAeHsI
NHBEKUMN BOTYNNHMYECKOFO TOKCUHa TUna A.npenapaTtoM KCeoMuH B. CyMMapHoi gose 215
E/L (14,8 Ep/kr) nog KoHTposnem-Y3W . [lepeHecna yA0BAETBOPUTENbHO: PaHHNX-NO60YHBLIX
3ppeKTOB He oTMeYanock. T1ogpo6HbIA NPOTOKO NPOLEAYPbI BblAaH Mame Ha pyKu.
[lpoBegeHo MPT roM0BHOrO “Mo3ra C-Lefblo OLUEHKMW- B AVHAMUKE COCTOAHMSA. BeLLecTBa
ro/1I0BHOro mo3ra nog aHecTe3no/IorM4ecK1m obecneyeHnen. MepeHec
Y0BNETBOPUTENBHO.3aKMoueHne:MP ~ KapTuHa- - gedhopMaumy - 3aHUX  POroB . - O0KOBbIX
XKeNny04YKOB N UX PacluMpenie; cyoKopPTUKa/IbHbIX 04YaroBbIX M3MEHEHWA B TEMEHHbIX A0NAX
HesACHOro, reHe3a.MP * [laHHbIX 32 00bEMHble W3MEHEHWs _BeLlecTBa rOIOBHOIO MO3ra- He
Moy4eHo.

PekomeHoBaHO: MP AvHaMUYeCKnUiA KOHTPO/Ib.

MpoBefeHa peHTreHorpams  KOCTEU Ta3a ‘W -Ta300efpeHHbIX CYCTaBOB AJis UCK/IOUEHUS
BbIBXOB, - PEHTFeHOMOrMYeckme npusHaky = ANchiasnuy  TazobefpeHHbIX CycTaBOB € ABYX
CTOpPOH, coxa valga Cc [ABYX CTOPOH, MOABbIBMXA . NEBOFO - Ta300e4peHHOro — CycTtasa.
PeKoMeHJ0BaHO AMHaMN4Yeckoe HabmoaeHNe.

Peb6eHOK KOHCYNbTMPOBaH OPTa/IbMONOrom. 3ak/oUeHWe:- CeKTOPasIbHOE 'CKOMNIEHUe NUTMEHTa
pagly>kHoii 000/10UKM NEBOFO . rnasa,  [pyrue . yTOUHeHHbIE  60M1e3HU- Pafy>KHON 060MI0HKN 1
unnnapHoro Tena . PekomeHgaumn: HabmoaeHne ohTanbmosiora-no M/K.

YunTbiBas Xanobbl Ha OTPbPKKY, TONepXmMBaHms Npu AUTbLE BOZON, NPUMeCs HeRepeBapeHHbIX
OCTaTKOB  NWLWM, ~ KawmueobpasHblid . cTyn  1-2 '“.pa3a = B~ [€Hb - KOHCY/bTMPOBaHa
racTpoaHTeposnorom. lpeABapuTeNbHbIN - AnarHos: Liennakms? BbiCTaBneH  060CHOBaHHbIN
AmarHos: FactpoasodareasibHblin pethitoke. [aHbl peKoOMeH4aLNN.



[Ns - MCKMIoYeHNs MapoKCU3MasIbHOW ' aKTUBHOCTU OMI0BHOI0. MO3ra -~ fpoBeAeH. Bnaeo-33I
MOHWUTOPUWHI: KOPKOBas pUTMUKa cpopMMpoBaHa B COOTBETCTBUM ¢ Bo3pacTomM.lpaba ¢, PC He
Bbi3Basia Nato/l0rMyecKNX U3MeHEeHNn KOPKOBOW pUTMUKK. COH AnddepeHLMpoBaH Ha cTagum.
Pur3nonornyeckme naTTePHblI CHa . NpPeAcTaBieHbl YAOBAETBOPUTENLHO. “3aperncTpupoBaHbl
aTunuyHbIe ~MAaTTePHbl  CHA. .3a 'BpeMs WCC/efoBaHMS  ANUNENTUHOPMHONA - aKTUBHOCTHU,
3NUNENTUYECKNX NPUCTYNOB U UX I3[ -NaTTepHOB He 3aperncTpmpoBaHo.

YunThIBas ‘0TCYTCTBUE MPUCTYFOB B 'KAVHUYECKON KapTWHe PebeHOK Ha. AaHHBIA MOMEHT He
HY>K1aeTCa B Ha3HaYeHMI NPOTUBOCYA0POXKHON Tepanuu.

[eBouka - KOHCY/IbTMpOBaHa + FeHeTUKOM. '~ BbICTaBneH -fpeABapuTe/lbHbiA  AMarHos:
[HereHepatnBHoe. - 3a60aeBaHne * LIHC © (runommenvmHusupyrowas . - nemkoguctpodms)(?).
CuHgpomasibHas hopma naTToNorMmn ¢ BblpaXKeHHOM CNactUYHOCTLIO (?)

YunTtblBas AaHHbIE -aHaMHe3a XXM3HU 1 3a60eBaHus (4OHOLUEHHBIR pebeHOK, POANBLUMIACS C
HOPMa/IbHbIMI - MacCO-POCTOBLIMU NOKazaTeNnsaMyM W BbICOKMMI- Bannamm .No Lkane Anrap,
pa3BMBaBLUAACA C 334ePXKKOM (HOPMMPOBaHWS MOTOPHBLIX HABUMKOB W peyun. B-BospacTe 1,.5 net
nocne NepeHeceHHOro’ MHPeKUMOHHOro 3ab60/1EBAHNS, €O CNOB-'MaMbl, NPOM30LLIEN PEFPecC
paHee NPMOGPETEHHbLIX HOTOPHbLIX-HaBbIKOB, -HAPOC MbILLEYHbIA TOHYC, MOCTENEHHO YTpaTnia
peub ‘W 3HAYUTENIBHO CHUSWICA MHTENNEKT),, KIMHUYECKYHO KapTuHY (CracTuyeckinii
TeTpanapes, peyb. B. BWUAE OTAENbHbIX C/IOFOB, CaMOCTOET/IbHO eH  MepeABuraeTcs, CUaUT
HenpoAO/MKUTENBHO) U pe3y ibTaTbl paHee nposeAeHHOro MPT T0M0BHOrO Mo3ra B AUHaMUKe
(MP. KapT¥Ha. 04aroB B TEMEHHbIX 05X, 063 AMHaMUKa Mpu MOBTOPHbLIX UCCAEAOBAHUAX)
MPOBEAEHHOr 0 | CEKBEHNUPOBaHUSA  KMHMYECKOrQ . 3K30Ma  (MaTOreHHbIX  HYKIEOTUAHLIX
BapuaHTOB, KOPPEMUPYIOWMX € KIUHUYECKOW KapTUHOW -y npobaHAa - He. BbISB/IEHO),
ouddepeHUManbHbIn  AnarHo3 cnegyeT NMPoBOAUTL: MEXAY AereHepaTvBHbIMUK 3a60aeBaHMAMY
LHC ¢’ -mef/ieHHbIM MporpeccvpoBaHmem (B - 4acToCTW,  FMNOMMUENHU3NPYIOWMMU
nerikogucTpouammn (?)-1 . HapyLeHnaMK- 06MeHa HelpoMeaMaTopoB B' FOM0BHOM MO3re(?)),
MUHAPOMa/IBHBIMI (hopMamit. NaToMAerMN ~C - BbIP@KEHHOM - CNacTUYHOCTLIO /(B YaCTHOCTW,
cuHapomom Aidkapan-FyTeepec, 6 “(?)) W BTOPUYHLIMU M3MEHEHUAMU  Ha  (POHE
TMNOKCUMYECKM-ULLEMUYECKOTO\MH(EKUMOHHOIO  nopaxkeHna - (?). JaHbl pekomeHfauuu no
[,006CAe0BaHNIO.

[ns onpeneneHns obsema peabuinTaluoHHbIX MeponpUATUA POBeAeHbI KOHCY IbTaluit Bpaya
NOK, " (.usnoTepanesTa... COrfnacHoO Noy4YeHHbIM — ‘peKoMeHfaumsam . -poBefeH  Kypc
BOCCTaHOBUTEILHOIO /leYeHNs B NOSHOM. 06beme. [NepeHOCMMOCTb nNpoLeayp
YLOBNETBOPUTENLHASA.

Pe6eHOK B 'CTabWNbHOM. COCTOSHUM MO 'COMaTUYECKOMY .CTaTyCy. BbINUACLIBAETCS - AOMOR- NOJ,
HabNtoeHVE CMeLNaINCTOB. N0 MECTY XUTENbCTBA.

PEKOMEHIALU

1) HabnoaeHne neamnatpa, HeBPOiora, opTasibMoIora o MeCTy XUTebCTBa.
2) Cob/itofeHVe pexxnma aHs, 40CTaTOYHbIA COH.- AuneTa Ne5. runoannepreHHas.
3) MeankameHTO3Has Tepanus:

- O30Menpas3on. B _nennerax 5 MF. 2 pasa B [eHb 3a 15 MuHyT go epbl -Kypc 3 Hegenw,
[MoBTOPUTL HYepes3 3 mec.

- AnoMuHNAa ocgat no 1/2 naketuka 3 pasa B AeHb vepe3-30 MUHYT nocre efbl. Kype 3
Heaenu.

= TpymMebyTunH 25 Mr 3 pasa B feHb 3a 20 MUHYT 80-egbl. Kype 3 Heaenn. MoBTopuTh Yepes 3
Mec.

4)-WiccnegoBaHuie B kKpoBn /AT IgA, 1gG K TKaHeBOW TpaHCryTamMMHase
5) NecnenoBaHme anacTasbl Kaia

6) MnaHoBO B cnefymollyto rocnutanmsauuo nposefeHve SCAC ¢ npuuensHbIM OCMOTPOM
BOPCUH-TOHKOMN KWULLKW, B3ATUEM -OUOMCUW U3 TOLLEN W [ABEHAALATUNEPCTHOM KULWKK, OcMaTp
Ha NpeAMeT 303MHOMWILHOFO 330(arnTa.

7) KOHTposib B1Aeo-330 MOHUTOPUHIa Yepes 6 MecaLeB. B cnyyae yxy/aLeHns COCTOAHNA
-paHee!

8) MposegeHne MPT ronoBHOro-mMo3ra B ANHaMUKE 1Mo MoKasaHUAM:



9) TMposeneHne kypcamu JSIPK, Maccaxa, usnoTepanum ‘3-4. pas3a B. rof ‘B TIONVKIMHUKE,
peabuANTaLMOHHbIX LIEHTPax W' caHaToOpUAX HEBPOJIOrMYECKOro N OpTONeANYECKOro. npoguein
Mo MecTy YUTe/NbCTBa, Tak ke [OMa eXeAHEBHO B XOPOLUO MepeHOCUMOM pe6eHKOM 06bemMe B
[LOMALLUHWX YCAOBUAX, NO aHAIOrMKU C YNPaXHEHUAMU, NPOBOAUMBIMU B XOAEe peabuavTtaummn B
oTaeneHnn. bacceiiH (nnasaHue).

10) CuctemaTyeckme 3aHATUA C AeDeKTON0rOM.

11) KoHcynbTauua optoneaa Ans UHAMBUAYansHOro nogoopa optesos n TCP.

12). PekomeH0BaH. NoA6op TEXHUUECKMX CPEACTB peabuimtauunm:

BHeceHwve B UMMP:

89-01  Onopa  ans CTOSHUA AN AeTel-UHBANMOB: 'C - PeryAMpoBKON yrna “HakoHa,
MOJIOXKEHNE “HaKNOHa - . Breped, [MOAFO/IOBHMK, [AepKaTenb CIOMHKW, . abayktop wwinu
pasfenvTenb. A5 HOr, OOKOBble YROPbl AN TPYAW, Ynopbl-Ans KOJeHel, ynop Ans Tasa,
MOAHOXKWN, peMeHb [N FPYAV, PeMeHb-[11 Ta3a, CTO/NVK:

6-10-06 XoAyHKV (¢ AOMONHUTENIbHOW (hrKcaumelt (MOALEPKKOIN) Tena, B TOM 4UCAe, ANS
00/MbHBIX AeTCKUM. LiepebpanbHbim. napanmyom (4L)

7-01-02 Kpecno-Koasicka ¢ -pyyHbIM NPUBOLOM,C AONOMHUTEALHOW (hukcaumeid (MOAAEPIKKON)
FONOBbl W _Tena,. B TOM.. uucne Ans. 6onbHbix . AL KoMHaTHasa ‘(408 WHBaAMAOB 1
feTen-nHBannaos). |- Bua -cuaeHbs - . C perynmMpyemMbiM “YFIOM ~Hak/oHa, CMWHKA - ¢
PerynmpyemMbiM- yrioM - Hak/MoHa; -BUA TOAIOKOTHUKOB -+ perynvpyemble 10 BbICOTE, BUWA
NMOLHOXKN - PEFYNNPYIOLLAACA. M0  'BbICOTE, - C  PeryapyemsiM  YrfiOM — Hak/IOHa.
"onoBogepykaTerb; -00KOBblE ONOpPbl ANS Tena, BaIMK WAK-. PeMEHb- N1 COXPaHEHNs 3a3opa
MeXAy. Horamu, HarpyAHblii peMeHb, TIOSCHON PEMEHb; AepXKaTeNn. A5 HOF.
7-02-02-Kpecno-Koasicka ¢ py4YHbIM- NPMBOAOM C AONONHUTENLHON hrkcalmein (MOALEPIKKOA)
ro/10Bbl ¥ Te€na, B ToM uwncne pAna 6o0nbHbIX AU - nporynoyHas ~(gnd MHBaIMAO0B. W
feTen-nHBaangoB).. Bup CUAEHbSA - XKECTKOE; CMWHKA - C PErynMpyeMbiM YFIOM HaK/IoOHa, BUJ
NMOAJIOKOTHUKOB - pPeryanpyemMble Mo BbICOTe, B NOAHOXKWN - PerynmpyroLlascs no BbIcoTe, ¢
perynmpyemMbiM YrioMm Hak/ioHa. [onoBofep)atesi: BOKOBble OrMopsl ANs Tena, BAIUK WA
peMeHb._. i1 COXpPaHEHUA 3a30pa MeXgy Horamu, HarpyfHsli1 pemMeHb,. NMOSCHON peMeHb,
[lepXXaTenn gns Hor.

7-03-01° Kpecno-konscka akTMBHOIO Thna (415 UHBaIMAOB M AETe-UHBaIMAO0B). Bug cuaeHbs
= )KECTKOe.

8-09-49 TyTop Ha roNeHOCTOMHbI CycTaB = 2 LUT.

9-01-01 Oprtoneanyeckas 06yBb CNOXHas 6e3 yTeneHHoN nogknagkn (napa)
9-02-01:OpTorieanyeckas 06yBb C/IOXHAA Ha yTernaeHHON FoAKNajKe (napa)

* PekomeHAyeTca ‘ApPOBECTV WHAMBUAYaNbHbIE  3aMepbl HEnoCpeACTBEHHO MNepes 3aKa3oM
TEXHUYECKMX CPeACcTB peabunuTaumn. TyTopa W -annapatbl HEOOXOAUMO 3aMEHATb N0 Mepe
(h1310A0TrNYECKOr0 pocTa pebeHka U mpu U3MeHeHUN ero (YHKLMOHANBHOI0 COCTOSHNS.

13). PeHTreHorpagusa TazobepeHHOro cycrasa B NPAMOIN NPOEKLUMN pa3.B 6 MECALEB.

14) ~ PerynspHble Kypcbl 60TyAnHOTepanuu 3-4 pasa B FOf npenaparam 60TYAUHUYECKOro
TOKCMHa Tuna A.

15) CobntofieHe peKoMeHaUui reHeTuka:

- CekBeHupoBaHue nonHoro reHoma (MITHU, MeHomes, ["'eHoaHanMTuka, Evogen)

=~ PekoMeH0BHa0. - 40NabUTb MeTabo/IMUECKYHO | Tepanuio. (NeBOKaPHUTUH,  KNaH3um . Q10,
puboMNaBmH, LMTOMAABNH 1 P.) N0 COrNacoBaHMIO C HeBPOIOFoM!

- FloBTOpHas KOHCY/IbTaLusa reHeTKa ¢ pesy/ibTataMun fo0c61eL0BaHNs

***KoHTakTbl; Lialina.aa@nczd.ru

16) PekoMeHA0BaHO-NPOA/IEHVE UHBA/IMAHOCTI MO MECTY XXUTENbCTBA.

17) PeweHune Bonpoca 0  rocnuTaausauuu.- B OTAe/leHNne  MNCUXOHEBPOIOrMM ©. 1
ricuxocomaTnyeckoi natonornm HMIL, 300poBbs AeTein B okTAGpe-Hos6pe 2023 roga.

3anucs Ha rocnuTanu3auunio no Teneony: 8-499-134-04-09 B OyaHue aHw ¢ 14-00 mo. 15-00
WAK-TI0 3NEKTPOHHOW noyTe:. nevro@nczd.ru (B Teme nvcbma ykasatb: YO pebeHka).

KoHTaKTOB C MH(EKLNAMK He BbIS10.


mailto:Lialina.aa@nczd.ru
mailto:nevro@nczd.ru

% Py, %%, o v %,
%, e, |

s ) neckan A,

%;, O Yop r:ﬁq" 0’%@ O}‘}ff? o, 20 y

i, %% P4, %, %

qtf} %’ utenb 7 » é {}Ej o

v Yo %’Bﬁgﬁ -E?%q, 08, G Y, fﬁi"" waf‘:é’w-- %, Yo,
e o M

ﬁl@ﬁ?%%;&%j’%;:g é%;uM 3apaBa 6 " ( &%fb G{? r ;{?Ofc}‘{_ é«j/{}{a (}'56‘?, o *Q;
/. caiite / O, 7 7-'- 7 .

K Qs - {}"{-{f‘:’ | G{ff{, * -0y, £ “


http://www.nczd.ru

«HALUMOHANBbHBLIA MEANLMHCKNI
NCCNEANOBATE/IbCKUW LIEHTP 340POBbA AETEW»
MeaunKo-reHeTUYeCKUn LEHTP
Na6opaTtopus. MeANLNHCKON TeHOMUKN
MWHNCTEPCTBA 3[IPABOOXPAHEHUA POCCUNCKOW ®ENEPALINNA
119991, MockBa, JIOMOHOCOBCKWUI MPOCNEKT, A: 2,.CTp. 1
Ten. 8(499) 134-09-19; e-mail: genelab@nczd.ru

Pe3yr| bTaTbl BUOXMMNYECKOTO ncenepgosaHms

®NO: Nnbazosa 4 P Jdata poxaeHua: 05:11.2018

Ne o6pasua: 95068 Mon: xeH

MaTtepuaun, ona miccnenoBaHua. Moya Jara noctynneHusa marepuana:
OTAeneHne NCUXOHEBPOJIOTUN, U MCUXOCOMATUYECKOMN 29.03.2022

naronornm Jara npoBeneHnsa nccrnenoBaHus:
NB:3235/22 01.04.2022

Hanpasneune. lViccneposaHne cnekrpa opraHnyeckmx KMCNoT MoYu.
KnnHuyveckas nHpopmaums. ‘He npeacrasneHa:
MeToa ncecnepgosaHus. [azoBas xpomaTtorpadus:

Pe3ynbTaTbl UccriegoBaHus.
Bbilo NpoBeAeHO UccaenoBaHMe CnekTpa OpraHMyYeckux KUCAoT B'Moye. PesynbTathl

nccnenoBaHusi NnpuBeaeHbl B Tabnnue 1.

MokasaTenu nccAaenoBaHHbIX OPraHNYeCKNX KUCAOT B-peaenax HopMasibHbIX 3HAUEHWIA.

KpeaTtuHunH 17,4 mM.

Tabauua Ne 1:

Ne 3HaueHue, PethepeHcHbIe faHHble,
FlokasaTensb

n/n MM/M-KpeaTnHuHa MM/M. kpeaTnHuHa
4-rngpoKcneHnnNMpoBuHor Hasd

1 Apokcud P Pah 0.4 <12
Kncnota

2 2-keT0-3:MeTuNBasiepuaHoBas KucnoTa 0,2 <2

3 2-KeTousoKanpoHoBas kucnota 0,1 <2

4 2-KetoagunuHoBas Kucsora 0,5 < 10

5 2-KeTorsiyraposas Kuicrorta 7,0 <1100

6 3=dheHnANMpoBMHOIpPaaHas: Kucnota 0,1 <3


mailto:genelab@nczd.ru

nnMposnHorpagHas Kncsota
OKCOYKCYyCHas Kncrota
LUNC-aKOHNTOBasA KUC/10Ta

10 agunmHoBaga KucnoTa

11  a6no4yHas kucnota

12, . mMeTunaHTapHasa kucnorta

13 7. MeTuIManoHoBas KucnoTa

14" kanpunoBas- kucrora

15 ‘“-opoTtoBas-kucsiota '
167 2-rmgpokcudpeHnnykyeHas Kucnorta

17 manoHoBag Kucsiota

18 ~AHTapHas Kucnota

19 nMmMoHHas Kuesota

20 ~aTnIMasnioHoBasA KucsoTa

21 - doymapoBas kucnora

22 " [rnyTtapoBasg kucnora

23, . romMOFeHTM3NHOBasA Kucnora

24 - 3-mnppoKcu-3-mMeTuIrnytaposas Kucnora
25  3-rmgpokcurnytapoBas kucaorta

26  2-rMapokKcMn3oBanepuaHoBas Kucnora
27 3-rmapokcunsoBasiepmaHoBas Kucota
28 cebaumHOBas Kucnota

29- /~cybepuHoBas kncnoTa

30 N-auyeTunacnapraTMkoBas Kucnota

31  5-okconposivH

32 N-nponuoHwun rnvuumH

33 . 3-rngpokcumacnsgHas kacnota

34 rnvKkonesast KMcnora

35 4:rmppokcuddeHnykycHasa Kucniota

36~ 3-gpeHunykcycHasa kKucrota

37  MeBas/IOHOBas KvCroTa

38 | . MosioyHasa kucnota

PekomeHgauun

KoHeynbTaumn Bpavya-reHeTuka

redHervka, Mypassesa J1.B.

Bpay-nabopaTopH.lli

11
0,1
184
2,8
14
11
0,8
0,3
0,3
0;4
1,0
2,7
73,3

0,6
0,7
0,3
3,5
7,6
0,1
7,0
0,2
0,6
33,0
17,2
0,1
0,6
66,8
8,2
0,2
0,1
10,6

Hay4HbIli COTPYAHUK,
MazaHoBa H.H.

<18
<5
<60
<100
<5
<-5
<5
<3
<3
<3
<5
<80
<700
< 10
<3
<3
<3
< 10
<8
<2
<.35
<5
<10
<35
<60
<2
<5
< 100
< 65
<3
< 10
<-30

3aBenyoluii nabopaTopuen,
0.0:H. CaBoCTbsHOB K.B.



Mnba3osa, Ctp.-l us 2
«HAUNOHANBHBIVN MEAUUNHCKIAI
NCCNEAOBATENBLCKUA LIEHTP 3]0POBbA AETEWM»
MeanKo-reHETUYECKUA LLEHTP
Nabopatopmnsa MeguLMHCKOW ‘TEHOMUKN

119991, MockBa, JTOMOHOCOBCKMIA NpocnekT, 4.2, cTp:1
Ten. 8(499).134-09-19; e-mail:-genelab@nczd.ru

Pe3yr| bTaTbl MOJIEKY/IAPHO-reHeTU4eCKOro nccraegoBsaHnd

dONO: Vnbsasosa [P, Jata poxaeHns: 05.11.2018

Ne AK:°435/21A | [Ton: xeH

No. obpa3sua: 74152 OT1aeneHve NCUXOHEBPOIOTN
MaTepwvan 'gns -uccriegoBaHvis:-AHK, BblageneHHas 13 Kposm uncmxocomaTuyeckor natosornm

JaTta npoBegeHns ncenenosaHua: 15.09.2021

KnuHnyeckasn nHopMauus. 3agepxka ncmxoMoTOpHOro pasButus. HelipogéreHepatneBHoe 3abonesaHme (?)

Bbinn nccnegoBaHbl TapreTHble 06/acT KIMHMYECKOFO 3K30Ma’ YenioBeka (naHenb-|IRN 08247536001).

Pe3ynbTaTkl McclieaoBaHus NpuBeAeHsl-B Tabnvuax 1 u 2,

Ta6nuua 1. HykneoTuaHble BapuaHTbl, SBAsIOLMECH Hanboiee BeposiTHOM NpuunHoiA 3a6on1eBaHuns

leHoMHasn . AMUHO-
leH, Rgeperichas OK30H/ g Kon-Bo~ MYactorta*, HykneoTuaHbIn o OueHka
OMIM noefSaosa- VHTPOH Kooppgyara MPOYTEHWNA % BapuaHT IACNOTHEW NaToreHHoCTu**
TesIbHOCTb (GRCh37) BapuaHT

He BbISABAEHO

Tabnuua 2. HyKneoTuaHbIE BapyaHTbl, ONCaHHbIe B 'MeXAyHapoAHbIX 6a3ax AaHHbIX, a TakKe HyKNeoTuaHbIe BapuaHTsl,
KOTOpblE MOTyT OKa3biBaTb BAISHE Ha KAWHUYECKYI0 KapTuHy 60/1e3Hu

eH, PedepeHcHasa  DOk30H/ eHOMHaA Kon-Bo -~ Mactota*, Hykneotua- AMWHO- OueHka
OMIM nocriegosa- WHTPOH ~ KoopanHaTa  MPOYTEHWIA % Hbili BAPMAHT  KUCAOTHBIN '  NaToOreHHoCTu**
Te/IbHOCTh (GRCh37) BapuaHT
HIBCH €.1128dup naToreHHbIN
L XM_011510953.1 14 A K377*
610690 V= CRpRIII0NI88  @F HiA, (hey - PIS [C11411576]
SLC12A5, . NMaTtoreHHoCTb
6506726 NM_001134771.1 1 chr20:44650409 47 H/A c.5G>A(het) p.S2N Jenstiatrua
GARS], : c.1679G>C NMnaToreHHOCTb
500287 NM_002047.2 13 chr7:30665915 18 /A (het) P.R560T HenSEEt A

*-‘cornacHo '‘6ase gnomAD, v2.1.1
**. cornacHo poccuinckomy PykOBOACTBY NO MHTEpnpeTaumMmn AaHHbIx nocAegoBarensHocTn AHK yenoseka

CCbIIKM Ha“MCNO/b30BaHHble 6a3bl JaHHLIX U NUTepaTypy:
« “https://portal.biobase-international.com/hgmd/pro
e https://lomim.org
* L https://www.ncbi.nlm.nih:gov/clinvar
».  DOI:+10.25557/2073-7998.2019.02.3-23

OFpaHI/Il—IeHI/IFI MeToda n.gonosiHuTeNIbHas |/|Hdpopmau,|/|;| no-nccsiegoBaHno rnpuBeaeHbl B-APUTOXKEHUN

KoMMeHTapum i pekomMmeHaaLun:
1." KoHcynbsTauua Bpava-reHeTuka

[MaBHbIA Hay4YHbIVi COTPYLHMK, BEAYLLUIA ‘HAYUHbIN ‘COTPYAHNK, 3aBeayroL1in nabopaTopvei,
0.M.H:; npod. Munenuc B.l- K:6.H. FyuikoB A.A. 4.6.H. CaBocTbsHOB K:B,

PesyrnbTathl naﬁopaTopHoro ncenefoBaHua MoryT 6biTh KOPPEKTHO-UHTEepNpeTupoBaHbl TOJ/IbKO Bpa4yom
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	3 Медвыписка_Страница_01

