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AnHoTanus. B paboTe npuBoaATCS pe3ybTaThl KIMHUYECKOTO CIIydasi MarreHTa ¢
MHONATUYECKON CUMIITOMAaTUKOU (HeycroitunBas ITOXO/Ka, obIcTpas
YTOMJISIEMOCTb, TPYJIHOCTH TPU TMOABEME MO JIECTHUIIEC, HAPYLICHUE OCAaHKH), B
pesynbTaTe nByx myrtanuii (mytamus c. 3711G>C B rene MYHY7 B rerepo3urornom
coctostann, MmyTarus ¢.3278C>G B rere SETBP1 B rerepo3uroTHoM COCTOSHUN).
HccnenoBanne HampaBi€HO Ha paHHEE paclo3HaBaHUE 3a00JIeBaHUSI Yepe3

COIIOCTaBJICHHUC KIIMHHNYCCKHX (beHOTI/IHOB C THUIIOBBIMHU IIATTCPpHAMMU ITOPAKCHHUA
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MBILICYHON TKaHHU. HCHL JOCTHUTacTCA IIYTEM KOMILUICKCHOI'O aHalli3a JdaHHBIX

HCBPOJIOTHUYCCKOI'O OCMOTpA U KJ'II/IHI/IKO'JIEI60paTOpHBIX ToKa3aresiei.

KiueBble cji0Ba: MHONaTHs, KIMHUKO-MOpQoIoruyeckas KiacCUpHUKAIMS,
MBIIIEYHAsT Ouorcus, MopQOJIOTUYECKHUE MATTePHbl, KIMHUYECKUN (EHOTHIL,
paHHSA JUarHocTuka, auddepeHnManIbHAas IUArHOCTUKA, JAMArHOCTHYECKHUE

KpUTEPHUH, POTPECCUPOBAHUE, TEPANIEBTUUECKAS CTPATErusl, IPOTHO3.
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Annotation. This paper presents the results of a clinical case of a patient with
myopathic symptoms (unsteady gait, rapid fatigue, difficulty climbing stairs, and
postural disturbances) resulting from two mutations (the heterozygous 3711G>C

mutation in the MYH7 gene and the heterozygous 3278C>G mutation in the
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SETBP1 gene). The study aims to facilitate early disease recognition by comparing
clinical phenotypes with typical patterns of muscle tissue damage. This goal is
achieved through a comprehensive analysis of neurological examination data and
clinical and laboratory parameters.

Keywords: myopathy, clinical and morphological classification, muscle biopsy,
morphological patterns, clinical phenotype, early diagnosis, differential diagnosis,

diagnostic criteria, progression, therapeutic strategy, prognosis.

AKTYaJIbHOCTh. AKTYaJdbHOCTh TEMBI CBSI3aHa C TE€M, UYTO MHOIATHU
COCTABJISIIOT TETEPOTCHHYIO TPYIIIIy HEPBHO-MBIIICYHBIX 3a00J€BaHUN, IS
KOTOPBIX XapaKTepHBI CJIOXHOCTH paHHEW JUArHOCTMKH W 3HAYMTEIhHAs
BapuadeIbHOCTh KIIMHWYECKOTO (peHoTHIa. B KIIMHMYECKOW TMpaKTHKE HEPEIKO
HaOIOAAeTCsl CHUTYyallus, KOT/a TMalMeHThl O0pallarTcs Ha TMO3JHUX HJTarmax
3a00JieBaHMs, a OKOHYAaTeJbHAas Bepu(UKaIMs MPUYUHBI MBIIICYHON C1aboCTH
OTKJIQ[IbIBACTCA M3  -BE®PECEUEHUS CUMIITOMOB C JPYTUMH HO30JOTHUSIMH. DTO
O0COOEHHO aKTyallbHO JIJIsl paHee HEeIOCTATOYHO OMUCAHHBIX (POpM MHUOTATHH, IS
KOTOPBIX  OTCYTCTBYIOT  YCTOSBIIMECS  JUArHOCTUYECKHE  AJITOPHUTMEI,
CTaHJApTU3UPOBAHHBIE KPUTEPUH W aJeKBaTHAs KIWHUKO-MOpQoJoThIecKas

«paMKay JJIsl THTepIIpeTaluy pe3yJIbTaToB 00CIIeIOBaHUS.

CoBpeMeHHass JUAarHOCTHKA MHOMATUH TpeOyeT KOMIUIEKCHOTO MOAX0/a,
BKJTFOYAIOIIETO  KIMHUYECKYIO  OIEHKY, HWHCTPYMEHTAJIbHBIE METOABl U
Mopdostornueckyro Bepudukanuo. OqHako 3HaYeHUE MOP(HOIOTHISCKUX JaHHBIX
CYIIECTBEHHO BO3pacTaeT WMMEHHO TOTJa, KOIJla KIWHUYECKas KapTUHA
HEJ0CTaTOYHO criennduuna. B Takux ciydasx Mopdoiorusi MBIIICYHOW TKaHU
CTAaHOBHUTCS KJIIOYOM K MOHUMAHHUIO XapaKTepa MaTOJIOTMYECKOTo mporecca (TUT
JIETCHEepallid U PEereHepaliy, CTENEeHb aTpouHu, BHIPAKEHHOCTh CTPYKTYPHBIX
NEpecTPOeK,  HAIMYME  XapaKTEepHBIX  TMPU3HAKOB  BOCHAIUTEIHLHOTO/HE
BOCHAJIMTEIILHOTO KOMIIOHEHTa MW Jp.). TemM He MeHee 0e3 cucTeMaru3aruu
MOP(OJTOTUYECKUX HAXOJOK W 0€3 YCTAaHOBJICHHS KIMHHUKO-MOP()OIOTHIECKUX
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COOTBETCTBUU PE3YyJIbTaThI HCCIICAOBAaHUA MOT'YyT HHTCPIIPETUPOBATHCA
HCOJHO3HAYHO, YTO OTPaHUYHBACT BOCIIPOU3BOAUMOCTb JUATIHOCTUKHU U CHHIKACT

€C TMArHOCTUYICCKYIO TOYHOCTbD.

OTaenbHO cheayeT MOAUYEePKHYTh TPOOIeMy KITMHUYECKOW HEOJHOPOIHOCTH.
Jlaxke mpu CXOJIHBIX *Kajao0ax M COMOCTABUMBIX (PYHKIIMOHAIBHBIX OTPAaHUYECHUSIX
BapUMaHThl ~MHUONATUM  MOTYT  OTJIMYAThCS  TEMIIOM  MPOrPECCUpPOBAHUS,
pacrpesieieHueM TOpPaKeHUsl, OTBETOM Ha TEpPANeBTUYECKUE BO3JACHCTBUS WU
JOJITCOCPOYHBIM MPOrHo30oM. [lo3TOMy co3laHue KIMHUKO-MOP(OIOTHYECKON
KJIaccu(pukanuu WMeEeT HE TOJIBKO JUAarHOCTHYECKOE, HO M MPOTHOCTUYECKOE
3HAYEHUE: BHISIBIICHUE MOBTOPSEMBIX CBA3EH MEXKAY KIMHUYECKUMHU MPOSIBICHUSIMU
U MOP(OJIOTHUYECKUMHU MAaTTepHAMU T03BOJIIET PAacCMATPUBATH MAI[MEHTOB Kak
CTpaTU(UITUPOBAHHBIC TPYIIIHI, JUIsI KOTOPHIX MOTEHIUAIHLHO OTPABIAaHBI Pa3HbBIE

moaAxoAbl K TCpariiid 1 MOHUTOPUHTY.

AKTYaJIbHOCTh YCHUJIMBACTCSI TEM, YTO PAa3BUTHE TEPANEBTHUECKUX CTpATETUI
B MHOIATUSX B TOCIEIHUE TOJbI OPUEHTUPYETCS Ha Oojiee TOUYHOE MOHUMAaHUE
nmaToreHe3a W Ha TMepCOHAIM3aluio BeneHus. [lpm OTCyTCTBMM KOPPEKTHOU
HO30JIOTHYECKON U MOP(OIOTHUECKOM KiIacCU(PUKAIIMU 3aTPYAHIETCS BBIOOP
palMOHAIPHOW  TEPANeBTUYECKONW TAKTUKHU: CJOXKHO  OINPENCIUTh, KOMY
NOTEHIIMATBHO MOJXKET MOMOYb TOT WJIM MHOW METOJ| JICYCHHS, KaK OICHUBAThH
panHUE MapKepbl 3PPEKTUBHOCTH U KaK IPOTHO3UPOBATH PUCK IPOTPECCUPOBAHUS.
CrnenoBaTenbHO, pa3pabOTKa JMArHOCTUYECKH 3HAYMMOW KIIACCU(UKAIMU IS
paHee HE ONMUCAaHHOW (OPMBI MHOIATAM HAMPSMYIO CO3Ma€T OCHOBY IS
MOCJICTYIONTUX KIMHUIECKUX NCCIIeA0BaHMM A((HEKTUBHOCTH TEPATTHH, a TAKXKE JIJIS

IMOCTPOCHUS pallMOHAJIBHBIX aJITOPUTMOB BCACHHSA ITAIMCHTOB Ha IIPAKTUKE.

Haxonen, BaXHOCTB TEMBI  ONPEACISIETCA  3HAYUMOCTBIO  PaHHEU
BEpU(PUKALMU JTMArHO3a C TOYKU 3PEHMsI KIMHUYECKUX HCXOAOB. UeM paHblie
olnpejesieHa  NPUYMHA  MBIIIEYHOW  €1abOCTM M BBIAENEH  KJIMHUKO-

MOP(OJIOTUYECKU ~ BapuaHT  3a00JieBaHUS, TEM  BBIIE  BEPOATHOCTH
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CBOCBPCMCHHOI'O Ha4Yajia COOTBGTCTBYI-OHICﬁ TCpaln U TCM 0oJIBIIIE BO3MOKHOCTEHN
AJIs1 KOHTPOJIAA CUMIITOMOB, COXPaHCHUA (bYHKI_II/II/I " yJIYyHYIICHUS Ka4CCTBA KU3HU
IManMCHTOB. B »TOM KOHTEKCTE KJ'II/IHI/IKO-MOp(bOJIOFI/I‘{eCKa}I cucreMarui3anuAa
CTAHOBHUTCA MHCTPYMCHTOM, ITO3BOJIAOIINM HepeﬁTH OT OIIMCATCJIbLHOI'O YPOBHA K
AITOPUTMHUYCCKOMY, CTAaHAAPTU3HUPOBAHHOMY  paCllO3HABAHUIO KW  BCIACHHIO

3a00JI€BaHUA.

Takum o0Opazom, UCCIIEIOBaHKE KIIMHUKO-MOP(OIOTHIECKON
KJIacCU(UKAIMM paHee HEJOCTAaTOYHO ONUCaHHOW (OpPMBI MHUOMATHU U
OTIpeNIeJICHUE TIEPCTIEKTUB TEpaliUd TMPEACTABISIOTCS AKTyaIbHBIMA B CHITY
JTUArHOCTUYECKOW  CIIOKHOCTHM W OTCYTCTBHSI CTaHJAPTOB Uil paHHEH

BepuuKarmm.

Marepuanabl U MeToabl. lccrneqoBaHuE BBINOJHEHO Ha KIMHUYECKOM
MaTepualie MalrueHTa ¢ MoJI03pEHUEM Ha paHHEe HEJOCTATOYHO OMUCAaHHYI0 (opMy
Muonatui. KpuTepuum BKIIOYEHHS OINPEOCTSINCh HAIWYMEM XApPaKTEPHBIX
MBIIICYHBIX MPOSBICHUN (KIMHUYECKAsh MBIIICUHAs Ccla0oCTh, (PYHKITMOHAIBLHBIE
OTpaHUYEeHUs, OCOOCHHOCTH TEUYEHHUs), a TaKXK€ BO3MOXKHOCTBIO MPOBEIACHUS
Mopdosornueckor BepuduKkamuu (MO0 MEIUIUHCKUM ToKazaHusM). Kpurepuu
VCKITFOUCHHUS BKITIOYAIM COCTOSHUS, CITOCOOHBIE UMUTHPOBATh MUOTIATHIO, & TAKKE
CUTYallMM, MPU KOTOPbIX MOP(OJIOrHYECKOe HCClIeAOBaHUE ObUIO TEXHUYECKH

HCBO3MOKXHBIM HUJIX COIIPOBOKAAIOCH IIPOTUBOIIOKA3AHHUAMU.

IMonyyennbie pe3yabTrarbl. CoBpeMeHHas KiacCUUKAIMs MHUOMATHMA
IpECTaBIsIET COOOM CII0XKHYI0 MHOTOYPOBHEBYIO CUCTEMY, KOTOpas ba3upyeTcs Ha
MHTETpalui KIMHUYECKUX MPHU3HAKOB, NAaTOMOP(OIOrHUYECKHX HW3MEHEHUU U
JAHHBIX MOJIEKYJISIPHO-TEHETUYeCKOro aHaiu3a. OCHOBHAs 11€JIb CUCTEMATH3aluU
ATUX 3a00JIeBaHUM 3aKIIOYAETCSl B pa3/elICHUHU OOLIMPHOM TPYIIbI MAaTOJOTUN
MBIIIEYHON TKaHU, UMEIOIIMX CXOXHUE BHEIIHHUE MPOSIBICHUS, HO MPUHIUITUAIBHO

Pa3HbBIC MCXaHHU3MBbI Pa3BUTHAL.
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CoBpeMeHHas Ki1accu(pUKalus MUOMATUNA MPEACTABISIET COOOM CIIOXKHYIO U
MOCTOSTHHO OOHOBJISIFOIIYIOCS CHUCTEMY, KOTOpasi OCHOBBIBAE€TCS HAa COYETAHUU
KJIIMHUYECKUX MMPU3HAKOB, TUTIE HACIEAOBAHUS U, YTO HAMOOJIee BaXKHO B TIOCIIEIHUE
roJpl, Ha BBISIBICHHBIX TeHETUYECKUX Jedekrax. Bce wmHOroobpasue >THX
COCTOSIHUM MPUHSTO JIETUTh HA 1B OOJIbIINE TPYMIbl: BPOKACHHBIC (T€HETUYECKU
JETEPMUHUPOBAHHBIE) U IPUOOPETECHHBIE.

B kareropuio BpOXKIEHHBIX MHOIATUHA BXOIAT MPOTPECCUPYIOLINE
MBIIIIEYHBbIE TUCTpOdUU, Takue Kak aucTtpoduHonatuu (OGosiesnu JliomeHHa U
bekkepa), KOTopble BO3HUKAIOT U3-3a Aeduunrta Oenka auctpouna. K Hum taxke
OTHOCATCS KOHEYHOCTHO-TIOSICHbIE MbIIICUYHbIE AUCTPODUHU, XapaKTEPU3YIOIIHUECS
c1a00CThIO MBI TAa30BOTO U IJICYEBOrO TOsica, W JIMIE-JIONAaTOYHO-TIIeueBast
auctpodust (Oonesnp Jlannysu-Jlexxepuna). OTneabHO BBIACTSIOT AUCTaJIbHBIC
MUONATHH, PU KOTOPHIX MOPAKAIOTCSA MPEUMYILIECTBEHHO KUCTH U CTOIIBI.

CyiiecTByeT rpymmna CTPYKTYPHBIX BpOXKJIEHHBIX MHOIMATUN, KOTOPHIE
KJIACCU(DUUMPYIOTCA MO CHEeUU(PUUYECKUM H3MEHEHHUSIM B MBIIICYHOW TKaHHU,
BUJIUMBIM T10JT MUKPOCKOIIOM. K HUM OTHOCSITCSI HEMalTMHOBAsi MUOTIATHs, OOJIE3Hb
LEHTPAJIbHOTO CTEPXKHS M IEHTPOHYKJeapHas muonaTtus. Takke B 3TOT paszjaen
BXOJISIT MUOTOHUYECKUE PACCTPOMCTBA, CAMBIM M3BECTHBIM U3 KOTOPBIX SIBJISETCS
MHUOTOHHYECKAsT TUCTPOUS.

Merabonnyeckue M MUTOXOHJpHAIbHbIE MHUONATUU  BBIACIAIOTCS B
OTHeNbHBIN 0510Kk. OHM CBA3aHBI C HAPYLIEHUAMH OOMEHA BEUIECTB, HAIPUMED, C
AepeKTaMu OKHUCICHHS KHUPHBIX KHUCJIOT, HapyUIeHUsIMH OOMEHa TJIMKOTeHa
(6one3nn Ilomne) unu maTosOrUsMH B pabOTe MUTOXOHAPHM, YTO MPUBOIUT K
Ae(UIUTY SHEPTUH B MBIIICYHBIX KJIETKaX.

[IproOpeTeHHbIE MHOTATHH BKJIIOYAIOT BOCHAJIMTEIbHBIC 3a00JICBaHUSA,
TaKhe KaKk TOJUMHO3UT M JEPMATOMHO3UT, KOTOPHIE HMEIOT ayTOMMMYHHYIO
npupony. Takxke crooga OTHOCATCS MHOIATHH, BbI3BaHHBIE HHIOKPUHHBIMU

HapyILIEHUAMHU (HarpuMep, MpU TUCPYHKIUU IUTOBUTHOM JKeJe3bl), TOKCHUYECKUM
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BO3JEHUCTBUEM JIEKAPCTBEHHBIX IIPENAPATOB WUJIA AJIKOTOJI, & TAKKE CUCTEMHBIMU
3a00JIeBaHUAMHU OpraHU3Ma.

Tpancopmarnius kitaccuPUKaMOHHBIX OIXO0/I0B B OCJIEIHUE AECATUICTUS
O3HAMEHOBAHA IMEPEXOJOM OT OIKUCATEIbHOW CEMUOTUKA K NPEUU3UOHHOU
HO30JI0THYecKOM uaeHTu@ukauuu. Eciau TpaaulmoHHbIE METOJbl OCHOBBIBAJIUCH
NPEUMYIIECTBEHHO Ha Tomnorpaduy MBIIIEYHOTO TMOPAXKEHHUS M XapakTepe
HACJICIOBaHUS, TO COBPEMEHHBIC MPOTOKOJBI TIPEAINONAraloT O0O0sS3aTEIHHYIO
JIETOHALIMIO TTOBPEKIEHHOTO JIOKYCa F'eHa WK CIIeU(PUIECKOro NpoTenHa.

AHanmM3 MOJIEKYJISPHO-TEHETHYECKOTO TpOo(dwiis MmanueHTa o0ecrneynBaeT
BO3MOXXHOCTb HE  TOJIBKO  IPELU3UOHHOIO  MPOTHO3UPOBAHUSA  TEUCHUS
JIETEHEPAaTUBHOIO TIpollecCa W TEMIIOB WHBAIMIM3AIUM, HO U (HhOPMHUPOBAHUS
CTpaTEeruy NEPCOHAIU3UPOBAHHOTO TEPANEBTUUECKOT0 BMEIIATENbCTBA. B pamkax
KOHLICTIIIMM ~ TapreTHOTO  BO3JACUCTBUS ~ cOBpeMeHHas  (apMakoTepanus
OpUEHTHPOBaHA Ha MOJYJISIIUIO KCIPECCHHN T'€HOB, BOCTIOJHEHUE JTCPUITUTAPHBIX
OEJIKOB MJIM KOPPEKIHI0 META0OJNYECKUX LIUKIIOB, HEMOCPEACTBEHHO 3aTPOHYTHIX
MyTanuet. TakuMm 00pa3oMm, 3THOMATOTeHETHYECKass BepudUKaIUsg CTaHOBUTCS
00s3aTENIBHBIM yCIIOBUEM IS peaU3allii TMPEJUKTUBHOW W TMPEBEHTHUBHOM
MEIUIMHCKUX MOJICJICH, HAMPABICHHBIX HA MUHHUMHU3AILUIO MPOrPECCUPOBAHUS
CTPYKTYPHO-(DYHKITMOHAILHBIX HAPYIICHUIA CKEJIETHON MYCKYJIaTypBhl.

HecmoTpst Ha 3HAUUTENBHBIN TPOTpece B 00JACTU MOJICKYJISIPHON F€HETUKH U
MMMYHOTUCTOXMMHHM, B KJIMHMUYECKOW TMPAKTUKE HEBPOJOra MO-IPEKHEMY
BCTPEYAIOTCS CIIy4au, HE YKJIAJbIBAIOIINECS B PAMKHA M3BECTHBIX HO30JOTHUYECKUX
dbopm. HeuccienoBanHble W aTUINHUYHBIE MHOMATHU MPEJCTABISIIOT 0COOYIO
CJIIOKHOCTh, TaK KaK OTCYTCTBHE CHEIMU(DHUUECKUX JIHATHOCTHYECKUX MapKEepOB
BBIHY’KJIA€T Bpaya OMUPATHCS MPEUMYIIIECTBEHHO HA TOHKHE HIOAHCHI (PEHOTHIIA U
JAHAMUKY  pPa3BUTHUS ~ MHUOMATHYECKOTO  cuHApoma. Jlnsg  wiumocTpauuu
JAArHOCTUYECKOTO TMOUCKA B YCIIOBUSX KJIMHUYECKOW HEONPENECIECHHOCTH, KOTAa
pe3yJbTaThl CTAHAAPTHBIX TECTOB HE JAIOT OJIHO3HAYHOTO OTBETA, MPUBOIUTCS

ciaeayromec OIrMcannue KIMHUYICCKOro ciryvas.

JueBHuk Hayku | Www.dnevniknauki.ru | CMH DJ1 Ne ®C 77-68405 ISSN 2541-8327




SJIEKTPOHHbIN HAYUYHBIM )XYPHAJI « THEBHUK HAYKH»

[Tarmment, 15 ner, 06.08.2008 r. p., HaGmomaBmmiics B «brOmKeTHOE
yupexXJeHue 31IpaBooxpaHeHust Yamyprtckoil Pecnmy6muku ,,PecnmyOnukanckas
JeTCKasi KIMHUYeckas 00JpHUIIa MUHHCTEPCTBA 3/IpaBOOXpaHEHUsl Y AMYpPTCKOM
PecriyOnmmku®, mpemabsBisieT KaJoObl HA HEYCTOWYMBYIO TOXOJKY, OBICTPYIO
bu3HUECKyI0 YyTOMJIIEMOCTb, TPYIHOCTU TpPHU MOABEME IO JIECTHUIE, TPEMOP B
KUCTSIX PYK, HapylIeHHE TMOBEIEHUS — JI0 MEJAMKAMEHTO3HOM KOPPEKIUH
OTMEYaJIaCh arpeccus B MOBEJACHUH; HEYETKOCTh 3BYKOIPOU3HOUIEHUS, TPYIHOCTH
B 00y4YeHUH, HEYCTOMYMBOCTh BHUMAaHUSI, CHU’KEHUE OCTPOTHI 3peHus. Hapymienue
OCaHKH, TOJIOBHBIE O0JIM B TEMEHHOM 00JIaCTH CPEAHEH U BHICOKOW MHTEHCUBHOCTH
4acTOTOW 2 pasza B HeJeNo, 0e3 TOIIHOTHI, 0e3 pBOTH 10 4-6 OaIoB MO IIKaie
BAIIL.

Anamnesis morbi. C 3 neT 3anep)kka pedeBoro pa3BuTH, ¢ 4 Kiacca crail
HEYCH/IUYMBBIM, AarpecCUBHBIM, IMOSBWJIMCh HapyIIEHUE IMOXOJKH U IJIOCKO-
BasibrycHas crona. B 2020 rogy rocnutanu3upoBaH B ICUXHUATPUIECKOE OTACIICHUE
0 HEOTJIO)KHBIM TOKa3aHUsIM, B CBA3U C DIM30JI0M BBIPAKEHHOH arpeccuu B
OTHOLIEHUU MaTepu 1 OpaTta, a TaK’Ke CyuuganbHOM nonbITKoM. [Tomydan neyenue:
KJIOTIpaMUH, LHUKIOI0J, (eHa3enam, pUCHEepUIOH, KaOpaMas3enuH. 3aK/IIoueHue:
opraHuyeckoe  MU30(PEHONOI00HOE  pacCTpPOMCTBO € SNMJIENICHEH  C
TICUXOCEHCOPHBIMHU TPUTIAAKaMH, TUCHOpUIMU, aMOyJIaTOPHBIMH aBTOMaTH3MaMHU
C BBIP@XECHHBIMH HM3MEHEHHUSIMH JIMYHOCTH SIUJIENTUYECKOTO THUIA, C JIETKUM
KOTHUTUBHBIM cHUkeHueM. B 2021 romy mnosiBUIMCH SNU30/bI TpemMopa U
yCTaHOBJEHA HWHBAIMIHOCTb. B 3TOM e Troay TOCHUTAIM3alMs B
IICUXOHEBPOTUYECKOE OTAEJIEHHE s Jered B «bromkeTHoe ydpexaeHue
3ApaBooxpaHeHus Yamyprckodl  PecnyOnuku  ,,PecriyOnuKkaHcKas — JIeTCKas
KIIMHAYeCKass  OonpHUI@ MUHHCTEPCTBA  3/PaBOOXpPAaHEHUS Y AMYPTCKOM
Pecnyosuku® ¢ 28.0.2021 no 04.06.2021. B cranmonape npu nposenennn DHMI
BBISIBJICHBl M3MEHEHHUSl MO TMEPBUYHO-MBIIIEYHOMY THUITY, 3apPETUCTPUPOBAHA IIO
BUJICO MYJIbTHPErHOHAJIbHAs ASMIIECNTU(OPMHAsS AKTUBHOCTbh 0€3 KIMHHUYECKHX

nposiBinenni. KoncyneTupoBan reHeTukoM U 1o ganHeiM TMC ot 12.09.21 — He
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BBISIBJICHO HACJEICTBEHHBIX aMUHOALUIONATHIA, OPraHMYeCKUX aluaypuil u
nedeKTOB MUTOXOHApUAIbHOTO OeTa okucieHus. [Ipu moimHOM CeKkBEeHHWPOBAHUU
resoma 05.05.2022 - BeisiBieHa wmytamus c. 3711G>C B rene MYH7 B
reTepo3UroTHOM cocTosiHuu. BrisaBnena myranus ¢.3278C>G B rene SETBP1 B
reTepO3UrOTHOM COCTOSIHUM BeposiTHee naTtorenHas. [1o ntoram anann3a moKpbITUS
U MHAUBUAYAIbHBIX MPOYTCHUN CEKBEHUPOBAHUS MOJIYYEHBI JAHHBIE B IOJb3Y
HaJU4Hs IeTIeIUU cerMeHTa XxpomMocoMmbl 13, 3axBaTeiBatomias red SLITRK 1.

Anamnesis vitae. Pebenox ot 1 OepemeHHOcTH: Ha (QOHE XP.
caspruHTOo0(OopHUTa, ypeariazmosa, YIIb B 23 nemenn, mamoBoaus (35-37 Hen.),
QHEeMHH U XP. BHYTPUYTPOOHOH TUNOKCHHM T10/1a. Poauiicst cpounbie B 39 Hen. B 2
roga 10 MecsmeB HaOmomancs y HEBpOJOTra ¢ pPe3ulyalbHO-OPraHUYECKUMU
nopaxenusimu [ITHC, 3anepxkkoit peueBoro pazsutusi, OHP 1-2 ypoBHs.
[Tepenecennsnie 3a0oneBanusi: OPBU, aHruna, BeTpsiHas ocra.

Obvexmugnuiii cmamyc. Co3HaHUE SICHOE, HA OCMOTpP peaklvs aJeKBaTHasl.
MenunreaabHbie 3Haku abs. ["ooBa npaBuiabHOM Gopmel. [nasubie menu OS=0D.
3pauku cpemaHel BenWuyuHBL, paBHble. doTopeakuus kuBas, TpsAMas U
coJpyXkecTBeHHasl. /[BuxkeHue ria3Hbix 00K B MOJHOM oObeme. Hucrarma Her.
HocoryOHble CKIagKd CHMMETpPUYHBIC, $3bIK IO CpenHed auHuu. [nyOokue
pediexcsl ¢ pyk xuBblie, D=S, ¢ Hor oxxusnensl, D=S. bpromnsie pediekco )KuBble,
D=S. [TIlatonmoruyeckwx  CTOMHBIX 3HAKOB  HET. MBIIMICUHBI  TOHYC
¢busnonornyeckuif. Cuia B KOHEYHOCTAX — 50. UyBCTBUTEIBLHOCTh HE HapyllIeHa.
Koopaunaropusie mpoObl BBIOJHSET ynoBieTBOpUTENbHO. B mo3e PomOepra
YCTOWYMB, NOXO0/Ka HelloBKasi. CO CTOPOHBI BHYTPEHHUX OPraHOB MATOJIOTMHU HE
BBISIBJICHO.

HononnumenvHuvle oocnedosanus. 1lo pezynpratam KILIC kpoBu y pebenka
OTMeYaJICSd CTOMKHNHN MeTa0OJHYSCKHUI allua03, B OMOXUMHUYSCKOM aHAJIM3¢ MOYH —
UCTUHYpHUS, 0 JaHHEIM DHMI' BBIABISIOTCS TMPU3HAKU MEPBUYHO-MUOTCHHBIX
HapyIlIeHUH, ¢ mpeodialaHieM B MBIIIIAX HIKHUX KOHEYHOCTEH, 0e3 aKTUBHOMU

JIeHepBaIuu MbledHbIX BoJIOKOH. Ha MPT ronoBHoro mo3ra — cydarpoduueckue
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U3MEHEeHUsBelecTBa Mo3ra. JKenmynoukoBas CUCTEMa BTOPUYHO HE3HAUYUTEIHHO
pacmpena. JInkBopoarHaMuKa KOMIIEHCUpOBaHa. B nepuBeHTpuKyIsipHOM OesoM
BEIIECTBE, MPEUMYIIECTBEHHO TEMEHHBIX PETMOHOB OTMEUYAIOTCSI 30HbI MOBBIIIEHUS
MP curnama wa T2 BU u pexume flair, xapakrepupie mns nelikonatuu. [lo
pesyabTraram TeHetudyeckoro wucciegoBanus (TMC 2021 r.) pgaHHBIX 3a
HACJICJICTBEHHbIE AaMMHOALMJONATUU OpraHUYeCKue auuiaypud U AedeKTbl
MUTaXOHPUAJIBLHOTO OeTa-OKHUCIEHUS He BbIABICHO. CKPUHUHI Ha HaJIU4due
MUTOXOHIpHabHOro 3a0oseBanus (12.10.2021) - na marepuane JHK manmenra
IPOBEJCH NEPBUYHBIA CKPUHUHT Ha HAJIWYUE MUTOXOHIPHAIBLHOTO 3a00JE€BaHUS:
meronoM MLPA mnpoenen anamu3 Ha dactele Mmytanuu MTAHK: mytanuit
m.3243A>G, m.8344A>G, m.8993T>C/G, m.13094T>C, m.13513G>A,
m.14459G>A, m.3460G>A, m.11778G>A, m.14484T7>C, m.8363G>A,
m.3697G>A, m.10197G>A, na JIHK, BbIieIeHHON U3 KJIETOK KPOBH U MOYEBOTO
ocajika, He 00OHaPYKEHO.

Metonom [P oueHb ATUMHHBIX (PparMEHTOB MPOBEIEH MOUCK KPYITHBIX
nepectpoek MutoxoHapuanbHoi JIHK. Otknonennit or Hopmsl Ha JIHK,
BBIICICHHOW M3 KJIETOK KpoBH, He oOHapyxkeHo. Merogom MLPA mnamuenty
IPOBEIEH TECT Ha 4YacTble MyTalMd B SACPHBIX TI'€HAX MHUTOXOHJPUATbHBIX
3aboneBanuii: ren POLG, myramuu p.W748S, p.A467T, p.P587L, p.L304R — ne
obOHapyxensl; reH PDHAL, myrtauus p.R263G — ne oOnapyxena; ren SCO2,
mytanus P.E140K — we oOmapyxena; ren SURF1, myramuun c.845 846delCT,
574 575insCTGC, ¢.311_321dellOinsAT, ¢.IVS7-1G>C — ne o6HapyxeHnbl. Takke
clieyeT OTMETUTh, YTO JaHHOE HCCJIEeIOBAaHUE HE HCKIIo4YaeT Oosiee pelKux
myTtauuid B sfaepHbix reHax u MTAHK. CkpuHMHr Ha MeTaxpoMaTH4YECKYrO
nevikogauctpoduio (07.10.2021) — apuncynsdartaza @ 220,5 aM/mMr/gac (Hopma
82,9-315,7); bera-D-ranakro3anasa 323,4 uM/mr/gac (Hopma 98,3-323,9). [TonHoe
cexkBerupoBanne reHoma (05.05.2022): BeisBiena myrarmus ¢.3711G>C B rene
MYH7, B retepo3uroTHoM cocTosiHuu. HeckoiIbKO KOMIBIOTEPHBIX aJTOPUTMOB

MpCaACKa3bIBaAlOT HCIIATOTCHHOCTD.
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3aboneBanusi, aCCOLIMMPOBAHHbIE C TE€HOM: JUIIaTallMOHHAs
kapaunomuomnarus, 1S, AD, kapaunomuonarus, runeprpoduueckas, 1 tuna, AD, DD,
nuctanbHas muonatusi JIsnra, AD, He KOMIIaKTHOCTH JIEBOTO KEIyJ0UKa O THUIIA,
AD, muonatusi ¢ HakoruieHneM muo3una, AD, ayrocoMHo-goMuHaHTHBIN TUIl, AD,
JIOTIATOYHO-TIEPOHEANIbHBIN CUHIPOM, MUonaTudeckoro tumna, AD. boina BeisiBiieHa
myTtanus ¢.3278C>G B rene SETBP1, B rerepo3urorHom coctostnuu. Heckonbko
KOMITBIOTEPHBIX ~ QITOPUTMOB TPEICKA3bIBAIOT TATOTEHHOCTh. 3a0o0seBaHUS,
ACCOIIMMPOBAHHBIE C T'€HOM: MHTEJUIEKTYyallbHas HEJOCTAaTOYHOCTh C ayTOCOMHO-
JOMUHAHTHBIM TUTIOM HacyienoBanus, 29 tun, AD, peTpakius cpenHei 4acTu auia
InHuens-I naeona. Cnenano 3aKJIIOUECHUE - METaxpoMaTh4eCcKas
JeHKoIucTpodusl UCKIIOUCHA; MOJATBEPXKIESHUE MyTaluu, BblsiBlieHHOW mpu NGS
cexBennpoBanueM 1o Cenrepy (31.03.2023): MeTo10M MPSIMOTO aBTOMATHYECKOTO
cekBeHHpoBaHUs Obl1 wuccienoBaH reH SETBP1, oOHapyxkeHa HyKIeOTHIHAS
3amena Chrl8:44952618C>G B reTepO3UrOTHOM COCTOSHUH. AHAJOTHYHAs
MyTarus oOHapy)KeHa y MaTepH MpobOaH/Ia B TETEPO3UTOTHOM COCTOSIHUM. Y OTIIA
JaHHash MyTauus He oOHapykeHa. [loaTBepkaeHHME MyTallid, BBISIBICHHOW MpU
NGScekBenupoBannem 1o  Cenrepy  (31.03.2023): wmeromom  mpsiMoro
aBTOMATHYECKOTO CEKBEHHMpOBaHUs ObUT mccienoBad u reH MYH7, o6HapyxeHa
HyKJeoTuaHas 3aMeHa ¢.3711G>C B rerepo3uroTHOM COCTOSTHUU. AHaJIOTHYHAs
MyTalus oOHapyKeHa y oTia mpobaH/ia B FeTepPO3UTOTHOM COCTOSIHUU. Y MaTepu
e JaHHOW MyTauud HeT. Y peOeHKa JaHHbIe 3a JereHepaTuBHOE 3a00JeBaHUE
HepBHOU cuctemsl (G31.8).

VY manmeHTta BpOXIEHHAs CTPYKTypHas wmuomnatws. Jlmcmerabonmdeckas
HedponaTus. Henb3s uckiaoyaTh HUCTUHYPHUIO. Y TOUYHSIETCS (hOpMa MUOTIATUU T10
pe3ysbTaTaM IUHAMUYECKOTO HAOIIOACHHUS.

Ha ocHoBanum xano0 (HeycToiuMBas MOXOJIKa, TPEMOpP B KHUCTAX PYK,
HapylIeHUEe MOBEJAEHHUS — JI0 MEAUKAMEHTO3HOW KOPPEKIIMU OTMEUYalach arpeccust
B TOBEICHUHM TI0 OTHONICHUIO K OJM3KWM; HEYETKOCTh 3BYKOTPOW3HOIICHUS,

TPYOAHOCTHU B O6ylleHI/II/I, HeyCTOfIqHBOCTB BHUMAaHHsA, CHUKCHUC OCTPOTHI 3PpCHUA,
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HapyILIEHWEe OCaHKH), aHAMHECTHMUYECKUX JaHHbBIX (C 2X JIET HapyILIEHUE PEYEeBOro
pa3BUTHS, TPOTPECCUPYIOIIECE HAPYIICHHE MTOXOAKH C / JIET, Jajee MPUCOSIUHEHNE
MICUXOMATUYECKUX 4epT ¢ 12 jer), KIIMHUYECKOro ocMOoTpa (HEPBHO-MBIIIIEUHbBIN
CUHIPOM, CEHCUTHBHAsi  aTakCUs, OMOILMOHAJIBHO-BOJIEBBIE  HApYIICHUS,
KOTHUTUBHAsA TUC(YHKIMSA) U AAHHOTO MPOBEJIECHHBIX OOCIEI0BAaHUN MOCTaBIEH
OCHOBHO# nuarto3 — «J/lerenepatuBHoe 3a0osieBanre HepBHOU cuctembl (G31.8).
Bpoxnennas CTPYKTypHas MUOTIATHUA, 00yCIoBII€HHAs MyTanuen
chr14:23889069C>G B reme MYH7 (G71.2). KoruutuBHas HSHHICHITHYCCKAS
nesunterpanus aerctsa (G40.8)» u comyrcrBytommii nuaruno3 «OU — muonarus
cpenssist co cnabbiM acturmatuzmom (H52.1). JIpyrue yTo4HeHHBIE TICHXUYECKHE
paccTpoicTBa, 00yCIOBIEHHBIE MOBPEXKICHUEM U TUC(YHKIIMEH FOJIOBHOTO MO3Ta
WM coMaTtndeckoi 6oie3nnio (F06.8).

[Tannenty Obla MpoBeIEHA TEPAMHS:

1. Jlesetupaneram (500 mr) mo 750 mr x 2 pasa B aenb ¢ 06.08.2024 mo
16.08.2024

2. I'mppokapOonar Hatpusi 4% - 65 M paBHOMEPHO B TEUYEHHE CYTOK C
06.08.2024 mo 07.08.2024, 3atem no 60 M B cytku ¢ 08.08.2024 o 09.08.2024,
3atem 1o 55 mit B cytku ¢ 10.08.2024 mo 12.08.2024, 3aTtem no 50 mu 13.08.2024,
3arem 1o 45 M ¢ 14.08.2024 o 16.08.2024.

3. Pucnepunon (pactBop 1 mr/mur) mo 0,5 mi x 2 pasa B nens ¢ 06.08.2024 no
16.08.2024

4. BHYTpUBEHHO-KaIEIbHO SHTAPHYIO KUCIOTY + HUKOTUHAMUJ + UHO3UT +
pubodnasun 5,0 ma Ha puzpactBope 0,9% - 100 mu ¢ 07.08.2024 no 160.8.2024

5. Buyrpusenno-kanenbHo jeBokapHuTuH 10% - 5,0 mn Ha ¢duspactBope
0,9% 100 mn ¢ 07.08.2024 no 16.08.2024

Ha ¢one mpoBoaumoii Tepanuu BbIsBIEHBI CTaOWiIbHBIE TMOKazaTenu PH,
peOeHOK CTall akTUBHEE. Pe3ynbTar rocnuTaiu3anuu — yIy4dllleHHue COCTOSHUS.

3akiawuyenue. Takum 00pa3oM, MPEJCTABICHHBIN KIMHUYCCKUM Clydaid
NOJYEPKUBAET MHOrooOpasue  (HEHOTHINHMYECKUX  MPOSBICHUN  MBIIICYHBIX
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3a007€BaHMA M  yKa3blBa€T Ha HEOOXOJMMOCTb BBICOKOM  KIMHUYECKOU
HACTOPOKEHHOCTH TMPHU paboTe ¢ TMAIMEeHTaMU CO CJIONKHBIM JTHATHOCTHYECCKUM
npoduiieM, Kak B MPEJCTaBICHHOWM Hamu paboTe. AHaAJIU3 MOJOOHBIX CIIy4aeB
JEMOHCTPUPYET, YTO JaKe€ TMpPU UCIOIb30BAaHUM COBPEMEHHOIO apceHalla
JMAarHOCTUYECKUX CPEJCTB OIpEAeNICHHEe KOHKPETHOM HO30JI0rM4ecKoi (Hopmbl
MOKET OCTaBaThCS HE3aBEPIICHHBIM IPOLECCOM, TPEOYIOMUM JJIUTEIHLHOTO
TUHAMUAYECKOTO HaOmoaeHus. TiiatenbHOe JTOKYMEHTUPOBAaHUE ATHITMYHOTO
TeYeHUs1 OO0JIE3HU U CUCTEMHBIN MOAXO0J K OLEHKE MPOTrPECCUPOBAHMS MBIIICYHON
c1ab0CTH TO3BOJISIIOT HE TOJIBKO ONTHUMH3UPOBATh TAKTHUKY TOJIEPKUBAIOICH
TEepanuu, HO W BHOCST BECOMBIM BKJIQJ B OOIIYI0 CTPYKTYPY 3HAHUH O PEIKHX
IATOJIOTUSAX MBIIICYHOM TKAaHU. B KOHEYHOM HTOre IPUOPUTETHOM 3ajadei
OCTaeTCsl YIy4IIeHHEe KadecTBa JKM3HU TaIlMeHTa M MPOPUIAKTHKA CHUCTEMHBIX
OCJIO)KHEHHH, 4TO JOCTHKUMO JIMIIb MPU YCIOBUU TTyOOKOTO WHIMBHAYaTbHOTO
NoJX0Ja MW  ydeTa BCeX JIOCTYNHBIX MAaTO()U3UOJIIOTMUECKUX  JaHHBIX.
CBOEBpPEMEHHOE PACMO3HABAHUE MHOIMATHYECKOrO MaTTEpHA, JaXKe B YCIOBHUAX
HESACHOM HSTHUOJIOTUH, SBISIETCS KIIOYEBBIM (PaKTOpoM B BBIOOpE aJeKBATHOMU
peadWIUTAIIMOHHON TIPOrpaMMbl U OMPEACNICHUHA TMPOTHO3a. Y HUKAIBHOCTD
KIIMHUYECKOT0 CJy4asl 3aKJII04aeTcsi B TOM, YTO Yy MHalM€HTa ¢ MHUONATUYECKOU
CUMIITOMATUKOM BbIsABICHBI ABe MyTaiuu (Mytanus ¢. 3711G>C B rene MYH7 B
TreTePO3UTrOTHOM cocTosiHuu, wMyTanusa c¢.3278C>G B rteme SETBP1l B
IeTEPO3UTOTHOM COCTOSIHHH), KOTOPbIE ObLIN BIICPBBIC 3apETUCTPUPOBAHBI B 0a3e
JAHHBIX.
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