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AHHOTALIUA.

Muonatus npeAcTaBiseT co00i XpPOHUYECKOE MPOTPECCUPYIOIIEEe HEPBHO-MBIIIIEUHOE
3a00€eBaHue, XapaKTepusylolleecss NEPBUYHBIM MMOpaKeHHeM Mbliil. Jlnaruos
BPOKJICHHOM MMOIIATUA MOKHO 3aloJI03pUTh HAa OCHOBAHMM XapaKTEPHBIX
KJIMHUYECKUX TPU3HAKOB; [IJIsl TOJITBEPXKIACHUS JMArHo3a Ha3HA4yalT OWOICHUIO
MBIIII. B cTaThe paccMOTpeH KIMHUYECKUH ciiydaid HeauddepeHnpoBaHHOM GopMbl
HEPBHO-MBIILIEYHOTO 3a00sieBanus y pedenka 12 ner. [laruenty ObL1 mpoBeAeH psij
71a00paTOPHBIX U MHCTPYMEHTAIbHBIX UCCIEAOBAHUM, TaK e MaHes b Il BhISIBICHUS
HEPBHO-MBIIIEYHBIX 3a00neBaHuid. [IpoBeneHHbIE MCCIEN0BAHMS HE MPEIOCTABUIM

BO3MOKXHOCTHU YCTAHOBUTH 9THUOJIOTUIO JAHHOT'O 3a00J1€BaHHS.

KiawueBble cJioBa. MHOIIAaTHA, HCPBHO-MBIIICYHOC 3&6OHCB3HI/IC,

HenudhepeHIMPOBaHHOE, IETH, TUarHOCTHKA.

A CLINICAL CASE OF UNSPECIFIED NEUROMUSCULAR DISEASE IN A
CHILD.

Malkova A.A.
Candidate of medical sciences, associate professor,
Izhevsk State Medical Academy

Izhevsk, Russia

Molchanova E.G.
pediatric neurologist, second category
Republican Children's Clinical Hospital

Izhevsk, Russia
JInesHuk Hayku | www.dnevniknauki.ru | CMU 3J1 Ne ©C 77-68405 ISSN 2541-8327




2025
. 5 Ned
OJIEKTPOHHBIM HAYYHBIU XXYPHAIJI « JTHEBHUK HAYKHN»

Vozisova I.A.
student,
Izhevsk State Medical Academy

Izhevsk, Russia

Idrisova A.A.

student,

Izhevsk State Medical Academy
Izhevsk, Russia

Abstract

Myopathy is a chronic progressive neuromuscular disease characterized by primary
muscle damage. The diagnosis of congenital myopathy can be suspected on the basis
of characteristic clinical signs; muscle biopsy is ordered to confirm the diagnosis. This
article reviews a clinical case of an undifferentiated form of neuromuscular disease in
a 12-year-old child. The patient underwent a number of laboratory and instrumental
studies, as well as a panel to detect neuromuscular diseases. These studies did not

provide an opportunity to establish the etiology of the disease.
Keywords: myopathy, neuromuscular disease, undifferentiated, children, diagnosis.
BBenenue.

Muonatuy - 3TO Tpynma TeTEPOreHHBIX HEPBHO-MBIMICYHBIX 3a00JIeBaHMIA
(HM3), xapakTepu3yromMXCs pa3IuYHbIMU HapyLIEHUSIMU B MeTabOJIM3MEe U
CTPOCHHHM MBIIICYHOW TKaHHW, MPEUMYIIECTBEHHO CKEJIETHOW MYCKYIaTyphl C
BBIOOPOYHON aTpodueil OTAeNbHBIX BOJIOKOH (MHOGuOpuiLT). PesynpraToM sBisieTCS
CHIDKEHHE CHJIBI B TOPA)KEHHBIX MBIIIIAX U OTpaHUYEHHE ABUTATeIbHOW aKTUBHOCTH.
B mnacrosimee Bpemsi CyIIECTBYIOT pas3Hble KiaccH(UKAIMKM, HO HaWOOIBIIYIO
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MOMYJISPHOCTH cpenu CIIEIMATMCTOB 3IPaBOOXPaHEHUS TTOJTY9HIT
ATUOMATOTCHETUYCCKUN TPUHIIMIT Pa3JICICHUSA, COTJACHO KOTOPOMY BBIJICIISIOT
HacJIeICTBCHHBIE, BOCIAJINTSIIHHEIE, MeTaboJIMYeCKHE, MeMOpaHHbIE,

HapaHeoIUIaCTUIECKUE M TOKCHUeckrue muonatuu [3].

Bpoxnennbsle MuomaTuu MPEACTaBISIOT COOOM TpyINIy TIeHETUYECKHX
MBIIIEYHBIX HApPYUICHWH, KIMHUYECKH XapaKTEPHU3YIOIIUXCSA TUIIOTOHUEH U
c1ab0CThI0, OOBIYHO MPUCYTCTBYIOMIUX C POXKIACHUS, CO CTATHYCCKUM WJTU MEJJICHHO
IPOTrPECCUPYIOIINM KIMHUYECKUM TedeHueM. HecmoTpss Ha TO, YTO MBILIEYHBIE
aucTpoumr  TakKe SABISIOTCS TEHETUYECKHMMH HApPYIICHUSIMU, BBI3BIBAIOIIAMHU
MBIIICYHYIO CJIA00CTh, OHU OTJIMYAIOTCS OT BPOXKIACHHBIX MHOIMATHNA TIO BO3PACTy
MaHu(decTtanuu 3a00JIeBaHUs, PACHPENICTCHUI0 MOPAXKEHHBIX MBI W HAIAYHUIO
XapaKTEPHBIX TUCTPOPUUECKUX W3MEHEHWH (HampuMep, HEKpo3a W pereHeparuu
MBIIIEYHBIX BOJIOKOH), KOTOpPbIE€ HE BBISABISIOTCS B OWONTaTaXx MHpH BPOXKICHHOM
MUoONaTtuu. /[narHo3 BpOXKIEHHOW MHOINATHM MOXHO 3aloA03PUTh HA OCHOBAaHUU
XapaKTEPHBIX KIMHUYECKUX MPU3HAKOB; JJIS MOATBEPKACHUS IHArHO3a HAa3HAYArOT
ouorncuro Mbli, pexxke — MPT mbimn. beimun uaeHTUQUIIMPOBAaHbI T€HETUYECKUE
BapUaHThI, OTBETCTBEHHBIC 3a MHOTHE W3 Pa3HOOOpa3HBIX (OPM BPOKIECHHOM
MHUOTIATUH, TIOATOMY B 3aBUCUMOCTH OT PE3yJIbTATOB KIMHUYECKOTO 00CIICIOBAHUS U
npyrux TtectoB uHorma mpooasaT aHanmu3 JIHK. OpnHoit u3 dhopm BpoxIeHHOU

MHONATUH SIBJISIETCSI HEYTOUYHEHHAs. B cTaThe mpuBeneH KIMHUYECKUH CITydal JaHHOU

dopwmsr [1,2,4,5].

Heas wuccaenoBanus: I[IpuBecTH KIMHUYECKUUA CIIydall HEYTOYHEHHOTO
HEPBHOTO-MBIIICYHOTO 3a00JIEBaHMS C TSDKEJIOW CTEMEHBIO TeTpamapesa, MCXOI0M

KOTOPOI'0 ABJISACTCS KOMa 3.

Pe3yabTaThl  MX 00CYKIEHUS.
[Tauent WM., 12 ner, mnocrymun 11.02.2021 r nocrynuin B
ncuxoneBposorndeckoe otaenenue (ITHO) ¢ sxamobamu Ha ¢1aboCTh B KOHEUHOCTSIX

- HC MOXKCT CaMOCTOATCIIBHO XOANUTh, CHACTD, I10JI3aTh, IICPCBOPAYNBATHCA, pa3r1/16aTI>
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KOHEYHOCTH B KpPYINHBIX cycTaBax. OTMeYaeTcsi CHUIKEHHBIN allleTUT, WHOIZA C
PBOTOM B yTpEeHHHUE Yachl Ha (pOoHE MpHeMa MUIIH, IPOTPECCUBHOE CHIKEHHE MACCHI
Tena, 3aaepkka pocrta. Taxke OecrmoKosIT OIEAHOCTh, IHAHOTUYHOCTH KOXKHBIX
IIOKPOBOB B YTPEHHHE 4Yachl mociie cHa. IIpucyTcTByeT Jjierkas HEYETKOCTh pedH,
MONEPXMBAHKE NPU TIpUEME IpyOoi MUIIIH.

AnamHe3 3a0oneBanus: boneH ¢ poskaeHus - pOaUIICs C MPUBEACHHBIMH K TOJCHIM
cTomamu (B BBIIIMCKE U3 POAMIIBHOTO JOMa YKa3aHO- «ISITOYHBIE» cTombl ). Co cioB
MaTepu HEPBHO-TICUXUYECKOE PA3BUTHE MO BO3PACTY J10 3-X JIET, 0TMEYaJIach cl1abOoCTh
B HIDKHMX KOHEYHOCTSIX ¢ 11 wmecdaneB. Bbul OCMOTpEH HEBpPOJOTOM IO MECTY
KUTEIbCTBA M HANpaBlieH B IICUXOHEBPOJIOIMYECKOE OT/AEJIEHUE JETCKOU
ncuxoHeBpojoruueckoi 6onbpHuLb «Helpon» 1. Mkesck ¢ auarnozom: Muonarus?
CnunansHas amuotpodusa? bein Beimucan B 2010 r. ¢ auarHo3oM MuonaTudeckuit
CUHJIpOM, Bsiibli TeTpanapes (mo DHMI' B 2010 r-cHuwxeHue aMIiuTyasl M-oTBeTa B
00JaCTU TOJICHOCTOHHBIX CYCTaBOB, B HEBPOJIOTMUECKOM CTaTyce - rumnopediexcus
KOHEYHOCTEH, IMOXO0JKa MHoMaTthuyeckas, pe3yiabraT KpoBu Ha KOK B Bbinucke
otcytctByeT). Janee nanpasien na MCO B 2010 r. ¢ auarno3zom POIT HHC, Bsinbiit
HKHUI napanape3. Janee B 2011 r. BHOBb rocniutanuzaiusi B HelipoH - BeicTaBieH
nuarno3: Muonatus, Heauddepenuporantas Gopma, B (hopMe BSJIOTO TeTpanapesa
YMEPEHHOTO (B HEBPOJIOTUYECKOM CTaTyce 0e3 M3MEHEHHUI, OCMOTPEH T'€HETUKOM -
MHUONATUS KOHEYHOCTHO-TOsicHass ¢opma ¢ paHHuM JnebroroM, OHMI' He
MPOBOJINIIOCH, KpoBb HA KK He mpoBeneHo).

B amnpene, utone, aprycte 2012 oTMedanoch HECKOJBKO 3MHU30J0B - YTPOM Marepu
OBLJIO CJIOKHO pa30yauTh peOeHKa, ObUT BSJIbIM, COHJIMBBIA, MPOCUI MHUTh, MOCIE
OTMeYajach OJTHO-BYKpPATHAs PBOTA.

Hanee B okTsa0pe 2012 r. o6cnenosanrie B [IHO PJIKB, B HEBposioruueckom craryce -
cujia B KOHEYHOCTAX /10 2,5 0, runopeduiekcusi, TMIIOTPO(US MBIIIL KOHEYHOCTEN U
IJIEYEBOr0 I05ICA, TYIOMOJBHUKHOCTh KPYIIHBIX CYCTaBOB KOHEYHOCTEH, MOXOJKa
muonatuyeckas, no OHMI- mnopaxeHne MaoOEpLOBBIX HEPBOB 10 THUILY

akcoHomarun, K®K-107,3 ME/n, ocMOTpeH T'€HETMKOM -  MHOIIATHS,
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HenuddepennupoBanHas Gopma, BsUIBIH TeTparape3 CpPeIHEH CTETeHH TKECTH.
Muokapaunoauctpodus. 3atem rocnutanuzainus B [IHO B anpene 2013 r. Jluarxos
npexuuid, JHMI ne npoBogunocs, KOK He onieHHBaI0Ch, HEBPOJIOTUYECKUIN CTATYC
npexxauit. ['ocnuramuzamus B [THO P/JIKB B mae 2014 r. - Hapocia cinabocTh B
KOHEYHOCTsX 70 1 O, caM He XOoauT, He cTouT, o DHMI npusHaku yKpynmHEHUs
JBUTATENBHBIX eAuHUI] (crnuHaimpbHas amuoTpodusa?), B3sta KpoBb Ha JIHK
IUArHOCTUKY - AeNenuu 3K30HOB 7-8 reHa SMN 1 B TOMO3UTOTHOM COCTOSIHUU HE
obHapyxeHsbl. [lanee 1o 2017 roga amOynaTopHoe HaOJI0ICHUE HEBPOJIOTa, TIeIMaTpa,
opronena. B 2017 r, neuenue B HelipoHe - B HEBPOJIOTHUECKOM CTaTyCE - BBIPAKEHHAS
TUNOTPO(UST MBI TYJOBUIA U KOHEYHOCTEH, KOHTPAKTYphl KPYIHBIX CYCTaBOB
KOHEYHOCTEM, CAMOCTOSTENBHOE NEPEIBUKEHNE HEBO3MOKHO, HO DOHMI' - npu3Haku
MOTOPHOM HEHpomaTUu MajoOepIIOBBIX HEPBOB C JIByX CTOPOH, OOJBIIEOEPIIOBOTO
HEepBa crpasa, 3a00p kpoBu Ha KOK He mpoBoauIcs, BBICTABIECH JUarHo3: Muomnarus
HeauddepeHurpoBanHas (GopMa € BSUIBIM  BBIPQXEHHBIM  TETParape3oM.
IIceBnoOynnOapHas nu3apTpus. PekomeH0BaHbl Kypchl peabwiuTanuu 1-2 pasza B
rog1. B xontie 2019 - nagane 2020 r. npoxoawi peabunutanuio B 1ieHTpe Anenu. [Tocie
Kypca peabuiuTanud OTMEYaINCh, OOJM M OTEKH KPYIMHBIX CYCTaBOB KOHEUHOCTEH,
OBLJT OCMOTPEH KapAHOJIOTOM-pPEBMATOJIOTOM, T€éMAaTOJOrOM, BBICTABIIEH IUArHO3:
Cumnromatuyeckas TpPOMOOIIUTOTICHUST Ha (DOHE aTIEPTUUECKON PEAKIUU MO0 THUITY
KpanuBHUIIBL. Jlajgee moBTOpHAs TOCHUTAIM3AIMS B PEeaOUIIUTAIIMOHHOE OT/CICHUE
Anemu ot 10.02.2021 r. -Ha BTOpOM J€HBH MOCTYIUICHUS TNPU OCMOTpe peOeHKa
MeIMaTpOM OTMEUYEH I[MaHO3 KOXKHBIX MOKPOBOB, CHUXEHUE caTypauuu 10 83% -
pebenok 6nu1 HarpasiieH B [THO PJIKD nns nanpHelero qoo0caeioBanust, JeYEHUS.
B otnenenune PJIKb HeBponornueckuii craryc: Co3HaHuE SICHOE, HA OCMOTpP PEaKIus
aZieKBaTHasl.

MenunreanbpHbie 3HaKu abs. ['onoBa npaBwibHOM (opMmbl. ['mazubie menu OS=0D.
3pauku  cpeaHU BeNWYMHBI, paBHble. DoTopeakius KUBasg, OpsMas U
copyXecTBeHHas. J[BueHUs T1a3HbIX s0JIOK B MOJHOM oObeme. Hucrarma Her.

Ocnabnena koHBepreHius o0oux ria3. HocoryOHble ckiiagku CMMMETPUYHBIE. SI3bIK
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o cpexauelt mann. ['mybokue pediekco ¢ pyk cHmkensl, D=S, ¢ Hor cHmkensl, D-S.
Bprominbie peduekcel xkuBble, D-S. IlaTon0rnueckux CTOMHBIX 3HAKOB HET.
MplieuHbIi TOHYC CHIKEH rpy00. Cuita B KOHEYHOCTSAX - 2 0 B pykax u 1,0 O B Horax.
UyBCTBUTENBHOCTh HEe HapymieHa. KoopauHaTopHbIE MPOOBI HE BBHITIONHSET 32 CUET
nape3oB U KOHTpakTyp. B moze PomOepra e crout. CaMoCTOSATENBHO HE CAAUTCS, HE
MOJI3aET, HE XO/UT, HE TTepeBopaunBaeTcs. KOHTpaKTyphI IOKTEBBIX, Ta300€IPCHHBIX,
KOJIEHHBIX, TOJIEHOCTOMHBIX CYCTABOB.

BripaxkeHHast 0€JIKOBO-IHEPTreTUYECKAsI HEIOCTATOYHOCTb.

B otnenenue ITHO PJKD - Takke oTMEUanuch 3MU30/Ibl CHUXKEHUS CaTypalluu 110
77%, oTMmeuanach cyOKOMIIeHcaldss peOeHKa [0 ra3aMm KpOBH, ILIAHUPOBAJICS
KOHCWJINYM JIsl pelieHus Bornpoca o HeoOxoaumoctu HUBJI, Ho Bewepom 19.02.2021
I. - PE3KO HApacTaeT JbIXaTelibHasi HEAOCTATOYHOCTh, KIIMHUYECKAS! CMEPTh, MOCIIE
YCHENIHbIX pPEaHWMAIIMOHHBIX MeponpusTuii pebeHok mnepeBeaeH Ha WBJII B
peanumMarmonnoe otaenenue PJIKb.

B peannmanmonnom otaenenre PJIKb HeomHOKpaTHO MOMBITKH OTIy4eHHs] peOeHKa
ot armmmapata BJI 6e3 Buaumoro spdexra. Ha hone mociennei monbITKH OTIydESHUS
or HBJI BHOBb kiMHHMYecKas cMepTh OT 28.02.2021 r. peaHUMaUUMOHHbBIE
MEPOTPUATHS, PA3BUTHE MOCTPEAHUMAIMOHHOU 00JIE3HU.

[Ipu moctymienue B peaHuManmoHHoe otaenenue: CocTosiHue pebeHKa OYEHb
Tsokenoe. Temneparypa tena 38,1C, mpuMeHstoTcs: Pu3nueckue METOIbl OXJIaKACHUS.
HeBponornueckun - koma 3. [7asza OTKpbITHI, Mopraer. 3padyku D-S=5 wmwm,
dotopeaknuu HeT. KoHTpakTypHas nedopmarust KOHEUHOCTEH, KU(POCKOINOTHIECKOES
COCTOSIHME TMO3BOHOYHMKA. KOXHBbIE MOKPOBBI 0OyieHO - po3oBble. CIM3UCTHIC
0001109k BiIaxkHbIe. Typrop TKaHeil CHHXKEH -

NOJKOXHBIN KUPOBOM CIIOM 3HAYUTEIbHO UCTOHYEH, HA KOHEYHOCTSAX OTCYTCTBYET.
Cumntom "6nennoro nsatHa" Mmenee 3 cek. [Ipogommkaercs BJI B pexume Vol A/C ¢
napamerpamu: FiO2 - 30%, V-200 ml, PEEP - 6 cM Box. ct., VR - 30 B MuH, BR - 30
B MuH, SpO2 - 89%. JlpixaHue Haja BCeld MOBEPXHOCTBIO JIETKUX OcCiabeHo,

MMpOBOAUTCA C 00enx CTOPOH, IPOBOAHBLIC W BJIAJKHBIC XPHIIBI. Tonsl cepana
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putmuunblie, npuriaymensl. YCC - 119 B mun. ['emoauHamuka mOaaepKUBACTCS
BBeJeHUEeM jgodamMuHa B no3e 5 MKI/Kr/muH. AJl - 96/43(64) mm. pT. cr. )KuBor
MSTKUM, KAIIEYHBIE IIIYMbI BBICIYIIUBAOTCS, TIeueHb + 1,5 cM. CTyna npu ocMoTpe He

obL10. [luypes coxpaHeH.

ComaTnuecku craryc B Hacrosiiee Bpemsi: COCTOSHUE TSDKENOe, CTaOUIIBHOE,
TSXKECTh COCTOSIHUSI o0ycioBIieHa HEBPOJIOTHYECKUM aeuIUTOM,
MUOKapauoaucTpodueit Ha poHe OCHOBHOTO 3a00JIeBaHus, C HAPYIIEHUEM KUCIOTHO-
nieaoyHoro pasHosecus, JH 3, anemueii 1 cT.

Coznanne 8 OamnoB mo IIKI, Ha ocMOTp OTKpBIBaeT TJia3a, pearupyer Ha
MEIUIMHCKUEe MaHunymsamun. S=D=3mM, QoTopeakius xuBas. BrHyXaeHHOE
noJyioxkeHue tena. KontpakTypsl koHeuHocTeil. KoxHbie TOKPOBBI OJieAHbIE, TEILIbIE.
Bumumeie cmusucteie uncteie. T=36,8 C. Jlpixanune anmapatHoe B pexume Pr.A/C:
yepe3 TCT ¢ mapamerpamu: Fi02-0,3, PIP-16, PEEP-S, Ti-0,8", Vr- 15 B mun, BR -20
B MUH. Sp02-99%. AyCKyJIbTaTHUBHO >KECTKOE, MHOXECTBEHHBIE XPHUIIBI C 00euX
ctopoH. Ocnabneno B HwkHHX oraenax. M3 TBJl canupyercss causucTo-rHOWHas
MOKpOTa B OoJiblioM KonuuecTBe. ['emogmHammka crabwibHa, AJ[=90/61(74)
MM.pT.cT. CumnTom OneaHoro msitHa 3 cek. YHCC=76 B munyty. ToHBI cepiaua
MPUTITYLIEHbI, pUTMUYHbIC. JKUBOT MSTKWNA, KHUILEYHBIE IIYMbl BBICTYIIMBAIOTCS,
neyeHb 10 2 CM U3-ToJ Kpas peOepHOM Iyru. DHTepalibHO TosydaeT mo 210 mm

(xama+Boga+miope), ycBauaeT. Ctyn yepe3 | ieHb B mamnepce J0CTaTOYHBIN.

B HeBpos10rH4ecKoOM cTaTyce ¢ MOMEHTA MOCTYIVICHUS B OTAeJIeHUe peaHnMaluu
0e3 TMHAMHUKMH:

HeBponoruuecku - xoma 3. ['maza oTkpeIThl, Mopraer. Ha oOpamieHHy0 pedb He
pearupyer. Barmsn ue ¢ukcupyer. Peub akTHBHAas M MOHHUMAaeMasl OTCYTCTBYIOT.
3pauku D=S=5 MM, poTopeakius kuBasi.

Boinyxxnennoe mnonoxkenue tena. KouTpaktypHas npedopmanus KOHEYHOCTEH,
KU(POCKOJIMOTUUYECKOE COCTOSIHUE TO3BOHOYHKKA. MeHuHTealbHble 3Haku abs. ['ooBa

npaBWIbHOU Gopmbl. ['1a3HbIe IETH
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OS=0D. 3pauku cpegHel BEIMUNHBI, paBHbIE. [[BMKEHUS TJIa3HBIX SIOJIOK B MOJTHOM
obbeme. Hucrarma Het. HocoryOHbIE CKIIaIKM CHUMMETpUUYHBIC. SI3BIK MO CpelHeH
muaun. ['mybokue peduiekcsl ¢ pyk cHuxeHsl, D=S, ¢ Hor cHmkeHbl, D=S. bprominsie
pednexcol cHmkeHbl, D=S. [laTomornueckux CTOMHBIX 3HAKOB HET. MBIIIEYHBIN TOHYC
cHmkeH Tpy0o.  KOHTpakTypbl  JOKTEBBIX,  Ta300€ApEHHBIX,  KOJICHHBIX,

I'OJICHOCTOIIHBIX CYCTaBOB. Bblpa}KCHHaﬂ 6CHKOBO-3HCpFCTI/I‘{CCKaﬂ HEAOCTAaTOYHOCTD.

IIpoBenennoe odcenoBanme:
Ix0-KI" ot 22.06.2021r: Pazmepsl kaMep cepjlia B Mpejesiax BO3PACTHOM HOPMBL.
ITokazarenu HECKOIBKO MPEBBIIAIOT BECOBBIE HOPMATHUBBI.

Cucromndeckas (bYHKHI/Iﬂ JICBOT'O JKCIIyA04YKa YJAOBJICTBOPUTCIIbHA.

I[IMK 1 ct; HMK 0-1 ct. HTK 1 ct. HAK 1 cT.

KT ot 09.06.2021r: P - 0.10 cek. PQ - 0.14 cek. QRS - 0.08 cek. QT - 0.32 cek.
QTc—425 mc

RV5 +SV2 =25 MM qr - marrepa V1. RVI|SVI=1

Putm cunycossiil npaBuiibHbIA. YHCC 90 - 100 B MUH. YMepeHHas Taxukapausl.
IIpaBorpamma. IlonoxeHue 37I€KTPUYECKON OCH cepAlla ¢ OTKJIOHEHHEM BIPABO. S -
tun KT

[Ipusnaku cMemieHusi TpaHUI] cepaua BieBo, ¢ mnpeoOiamanuem OKII mpasoro

KEIyJ0uKa.

Pentrenorpadus OI'K ot 17.06.2021r: Jlerkue 6e3 oyaroBoui, HHOWIBTPATUBHOMN

natoioruu. UBJI.

¥Y3U opranos OpromHoi moJa0CTH, Mo4YeK oT 12.06.2021 r: 5XonaToJIOruu He

BBISABJICHO.

IOHMI' mm:kHux koHewyHocteil ot 17.02.2021 r: MortopHasi akCOHaJIbHas

HEBPOIMATHsI MaJI00ePIIOBOTO U 0OJIBIIIEOEPIIOBOTO HEPBOB ¢ 0OEUX CTOPOH.
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' or 12.02.2021 r.: OCHOBHON PUTM J€30praHU30BaH. 3aMeJICHUE
OCHOBHOTO puTMa | creneHu. YOeauTenpbHON dnmienTu(OpMHON aKTUBHOCTH

HET

I'enetuxk 18.02.2021 r.: Muonarusi, HenuddepenuupoBanHas gopma. P-Ho;

IMaHCJIb HCPBHO-MbBIIICYHBIC 3a00J1€BaHMS.

Jloromen ot 16.02.2021: IlceBnoOynp0apHas Au3apTpust
K®K - 46 ME/n

Koncynbranusi kapamosora ot 25.05.2021r: Muokapauonuctpodus
cmemanHoro rene3a. HPC: cunycoBasa taxukapausi. [IMK 1 ct. HMK 0-1cr.

HTK 1 ct. HAK 1 ct. HJIK 1 cT. HK 1. ®K 2.

Koncyabranusa myiabmonosiora ot 28.04.2021r: XpoHUuecKuid THOMHBIN
0OCTPYKTUBHBIN OpOHXUT, TSOKENION cTenenu, oboctpenue (K. pneumoniae u S.
maltophilia). Xponudeckas JIH 3 crenenu. Hocutens Tpaxeoctrombl. UBJI.
Pexomenpanuu:

1. IlpoBecTn 3ppaJUKALMOHHYIO TEpANUI0O MO HA3HAYEHHUIO KIMHUYECKOTO
dapmakosora.

2. bakTepuonornueckue MCCIEIOBAHUSA TPAaXEalbHOTO CEKpeTa B JUHAMMUKE,
Mukpockonus 1o L{-Husbceny.

Koncynabranus odranbmosiora or 04.03.2021 r: Xano6 ner. Pebenok B
KOME.

OU - Beku 00bIYHOM, TpaBUIIbHOU popMbl. Clie3HbIE OpraHbl 0€3 MaTOJOTUH.
[lepennuii oTpe3ok: jerkas 3acToiWHas WHBEKIUSA. Porosuma oboux ria3
npo3paynasi. [lepennsisi kamepa cpeaHel riyouHsl. Biara nepenneit kamepsl
npo3pauHasd. Panyxka criokoiiHas. 3padok Kpyriibld, guamerpoM 6,0, peakuus

Ha CBCT PE3KO CHUKCHA.

Onrtuueckue cpefibl: XpyCTaIUK, CTEKIOBUIHOE TEJIO MPO3PAYHBI.
Pedekc ¢ rima3Horo aHa po30BbIi.

['maznoe muo: JI3H oOoumx rna3 cepeie, rpaHUIlBl HE TPOCMATPUBAIOTCS.
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ApTepun, BEeHBI PE3KO CYKEHBI, COOTHOIIeHne 1:1, ceTyaTrka HIeMu3upoBaHa,
OJIeTHO-)KENTOTO I[BETa, MAKYJISIPHBIN peduiekc He 0(TaIbMOCKOIUPYETCS.
Huarno3: 3acroitnbie [I3H oboux rna3. Atpodus 3puTenbHOro HepBa 000HX

rias.

IIo PEKOMCHAAIIMK Bpada-rCHETUKAa CAdaHa KpPOBb Ha I1aHCIIb «HepBHO-

MBIIICYHBIE 3a00JIEBAHUS» B reHOMeI[

3akioueHue no pesyiabratam ucciaenoBanus JHK merogom kiIuHUYecKOro

CCKBCHHPOBAHUA

1. Bapuantsl, sBnstomuecs HaumOojee BEpOATHON NPUUYMHON 3a00JeBaHMUS:
PEJIEBAaHTHBIX BAPHAHTOB HE OOHAPYKEHO.

2.  BapuanTtbl, uUMEIOUIME OJWH WM HECKOJbKO 3HAYUMBIX MPHU3HAKOB
NaTOTCHHOCTH: PEJICBAaHTHBIX BApUAHTOB HE 0OHAPYKEHO.

3.  BapuaHTbl C HEU3BECTHBIM KIMHUYECKUM 3HAUCHUEM:

a)  chr7:143351678C>T, rereposurotasiii, CLCN1

[Ipu3Haky TATOTEHHOCTH BapHWaHTa: NPUBOAUT K TEPMHUHAIIMM CHHTE3a OeIKa;
npUCYTCTBYeT B momyissuuoHHBIX BJl B rereposurotHom coctosauu (GMOMAD
V2:002875710; GNOMAD V3:0.002661780); xnaccudukamus ACMG: Benign/

b)  chr2:148502427T<G, rerepo3urorusiii, MBD5

[Ipu3Haky maTOreHHOCTH BapuaHTa: oTCyTcTBYeT B nomynauuoHHbix b/l (GNOMAD.
GENOMED); Bmuser Ha cmuaiicudar rena; kinaccubukanus ACMG: Likely
Pathogenic.

c) Chrl6:1764311C>T, rereposurotasiii, MAPK8IP3

[Ipu3Haku MaTOreHHOCTH BapuaHTa: OTCyTCTBYeT B nomnyssiinonHbix b (GNOMAD.
GENOMED);  HeckonbKO  KOMIBIOTEPHBIX  alTOPUTMOB  TPEACKA3bIBAIOT
HenaToreHHocTh; Kiaaccudukanus ACMG: Uncertain Significance.

d)  chrl1:105933822G>A, rereposurotHsiii, GRIA4
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[Ipu3Haky maTOreHHOCTH BapuaHTa: oTCyTcTBYeT B nomynsauuoHHbix b/l (GNOMAD.
GENOMED);  HeckoJbKO  KOMIIBIOTEPHBIX  aJTOPUTMOB  MPEACKA3bIBAIOT

HenaToreHHocTh; Kiaaccudukanus ACMG: Uncertain Significance.
3akiroueHue.

[IprBeneHHBIN KIMHUYECKAN ClIy4Yald WILTIOCTPUPYET TPYAHOCTH, BOSHUKILINE B
JUAarHOCTUKE JlaHHOro 3aboneBaHus. PeOEHOK C poOXIAEHMs HaxXOIWJICS IOA
HaOJIFOJJIEHUEM HEBPOJIOra, HaOII01aJI0Ch TPOIPECCUPOBAHNE CUMIITOMOB MUONIATHH,
KOHTPAKTYp KOHEUHOCTeH M KH(OCKOIMO03a. DIEKTpoHeHpoMuorpadusi BbISIBUIA
MOTOPHYIO aKCOHAJIbHYIO HEBPONATHUIO MAl00EpLIOBOro U O0JIbIIEOEPIIOBOTO HEPBOB
c o0eux CTOpPOH M OCMOTP OQTAIbMOJIOTra MoKa3al aTpo(pui0 TUCKOB 3PUTEIBHBIX
HEPBOB, YTO HEXapakTepHO Mg MuonaTuu. llammeHTy ObUT Ha3HAYEH KOMILIEKC
aHaJIM30B (IIaHENb JJIs BBISIBICHHUS HEPBHO-MBIIIEUHBIX 3a00sieBanuil). Tem He MeHee
IMHaMHKa  3a0ojeBaHMs, TPOBEJACHHBIC HCCIEAOBAHHUA HE  MPEAOCTaBUIU
BO3MOKHOCTH  YCTaHOBUTb JTHOJIOTMIO  JlaHHOro 3a0oneBaHus. TpeOyercs
JalibHelIIee HaOMI0IeHNE U POBEACHUE JOTIOJHUTEIBHBIX METO/I0B UCCIICIOBAHMS.
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