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KJIMHUYECKUE CNYYAHU

HemannuaoBble MUOIIaTUIL:

KpaTKU 0630p U KIMHUIECKNI CTydait

@.J1. Haxymesa, A.B. Cepos

I'bY3 MO «HayuyHo-uccnenoBaTeNbCKUIM KIIMHUYECKUIA MHCTUTYT AeTcTBa MuH3apaBa MockoBcKoi obnacTtuy»

(yn. KomuHTepHa, 4. 24a, cTp. 1, I. Mbituwm, 141009, Poccus)

Pesiome

HemanuHoBble Muonatum (HM) npepctaBnswT cobol reHe-
TUYECKWU U KJIMHUYECKU TEeTepOreHHYK Tpynmy BpPOMXAEHHbIX
MUoNaTuii, MopdoNOrMYeCcKUM MapKepoM KOTOpbIX ABNSETCA
HanMuue HeMasIMHOBBIX (HUTEBUAHBIX) TN B MbILLEYHBIX BOJIOK-
Hax. B nocnepuue roabl 6naronaps BHeApPEHUIO BbICOKOMPOU3-
BOAMTE/IbHOr0 CEKBEHUPOBAHWSA PaCLUMPUINCh NPeLCTaBEHMUS
06 atnonorum 3abonesanus: uaeHTUpuUMpoBaHo bonee 12 re-
HoB (ACTAI, NEB, TPM3, TPM2, TNNTI, CFL2 v pp.), KOAMpYIOLLMX
BenKu TOHKMX CapKoMepHbIX GUAMEHTOB (CKENETHBIN a-aKTUH,
HeOynuH, MeAfIeHHbI -TPONOMMO3MH, B-TPONOMWO3WH, Mep-
NEHHbIA TPOMOHMH T M KOGUNIMH-2 COOTBETCTBEHHO) KOTOpble
ABNAKTCA MPUYMHONA OOMBLUIOrO YMCIA FEHETUYECKU LEeTepMU-
HWUPOBAHHBIX HEMAJIMHOBbIX MUONATHUH.

Knaccuueckumm npusHakamu 3aboneBanus asnawtca audays-
Has MblLLIEYHasA TMMNOTOHNA U cnabocTb (0c0beHHO BbipaXeHHas
B NPOKCUMaNbHbIX OTAENaX, MbILULAX nvua, LWen 1 TYNoBULLa),
CHUXXEHWE WM OTCYTCTBME CYXOMMWINbHbIX pednexcoB. Ya-
cTo HabnwopatTca aucMopduyeckue yepTol (fonuxouedanus,
BbICOKOE apKooOpasHoe HEDO, MMKporHatus), gedopmaummn
ckeneta (KMdocKonuos, BOPoHKoobpasHas rpynHas KIeTKa,
KOCOnanocTb), KOHTPaKTypbl cycTaBoB. Cneumduyeckoi na-
TOrEHETUYECKOI Tepanuu B HACTOSALLEe BPEMS He CYLLECTBYET.
JleyeHue 3aboneBaHus ABNSETCA CUMNTOMATUYECKUM, TpebyeT
MyNBTUAMCLMNIMHAPHOMO COMPOBOXKAEHUSA U BKJIKOYAET B cebs
PecnupaTopHyl M HYTPUTUBHYIO MOALEPMKKY, Kapauonoruye-
CKUI MOHWUTOPUHT, OPTONEANYECKYH KOPPEKLMIO.
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CLINICAL CASE

Nemaline myopathies:

ApxuB nmeguaTpuu u geTckoit xupypruu Ne3 [3] 2025 ropa

A brief review and a clinical case

Fatima I. Nakhusheva, Artem V. Serov

Research Clinical Institute of Childhood of the Moscow Region (24 A, bldg. 1, Comintern str., Mytishchi, 141009, Russia)

Nemaline myopathies (NM) represent a genetically and clini-
cally heterogeneous group of congenital myopathies, the mor-
phological hallmark of which is the presence of nemaline (rod-
like) bodies in muscle fibers. In recent years, the introduction
of high-throughput sequencing has elucidated of the etiology
of this disease, with more than 12 mutations leading to the de-
velopment of nemaline myopathies being identified. The clas-
sical signs include diffuse muscle hypotonia and weakness,
which is especially pronounced in the proximal regions, fa-

cial, neck, and trunk muscles, as well as decreased or absent
tendon reflexes. Dysmorphic features (dolichocephaly, high-
arched palate, micrognathia), skeletal deformities (kyphosco-
liosis, pectus excavatum, clubfoot), and joint contractures are
often observed. Currently, there exists no specific pathoge-
netic therapy. The treatment is largely supportive and relies
on a multidisciplinary approach, including respiratory support,
nutritional support, orthopedic correction, and cardiological
monitoring.

Keywords: nemaline myopathies, congenital myopathies, nebulin, multidisciplinary approach, clinical case

For citation: Nakhusheva F.I., Serov A.V. Nemaline myopathies: A brief review and a clinical case. Archives of Pediatrics and
Pediatric Surgery. 2025;3(3):60—65. doi: 10.66825/2949-4664-apps-3-3-60—65

BBengenue

Hemanuuosbie wmmomatuum (HM; OMIM  #256030,
#161800 1 fp.) — rpymma HacAeACTBEHHBIX HEPBHO-MBbI-
IIEYHBIX 3a00/7eBaHMil, OOBENVHEHHBIX K/IIOYEBbIM
naromopdonornyeckum (peHOMeHOM: HaaM4MeM B I[U-
TOIIa3Me€ MBILIEYHBIX BOJIOKOH ITaTOMOTMYECKUX BKIIIO-
YeHUII — HeManMHOBBIX (rods) mam posoduaInHOBBIX
TeJl, COCTOAIMX IPEUMYILEeCTBEHHO U3 6e/IKOB Z-ucKa
U TOHKUX prIaMeHTOB capkomepa [1].

Tounas smupemmonoryst HM cio>xHa fi71s1 OLleHKM BBUY
3HAYMTENIBHOTO K/IIMHNYECKOTO MonnMopdusma u mosa-
Hell IMarHOCTUKM aTunIHbIX popm. [IpnbnmsnrenpHas
4acToOTa OUeHMBaeTcs Kak 1 caydvair Ha 50000 >xuBbIX
HOBOPO>K/IEHHBIX, XOTSI IIOIY/IALVIOHHbIE MCCIeOBAHMUS
B OVH/IAHANY yKa3bIBAIOT Ha 607Iee BHICOKYIO PacIIpOCTpa-
HeHHOCTb — 710 1:20000 [2]. 3aboneBanne He MMeeT STHUYE-
CKOJI VI/TU TeHJIepHOII TpefpaconokeHHocTy. Crnopaguye-
CKIe CITy4au, CBA3aHHbIe C de n0vo MyTalMsIMU, OCOOEHHO
BreHe ACTA1L, cOCTaB/IAIOT 3HAYUTENBHYIO JOTIO [1, 2].

HM saBnaroTca reHeTudecky rereporeHHbIMu. Ha ce-
rogHs ufeHTUduUuMpoBaHo 6oee 10 reHOB, MyTaLUN
B KOTOPBIX MPUBOAAT K GOPMUPOBAHUIO HEMAIMHO-
BBIX Te/. BOMBIIMHCTBO U3 HUX KORUPYIOT CTPYKTYp-
HbIe MJIM PEryIsATOPHbIe OeNKM TOHKUX (PUTaMEHTOB
U Z-[MCKa capKoMepa.

NEB (neb6ynuH) — Hanbosnee 4acTasi IpUIMHA pasBu-
i HM (okxomo 50 % cirydaeB), ayTOCOMHO-peLieCCMBHOE
HacnemoBaHue [3].

ACTAI (cxemeTHBIN 0-aKTMH) — BTOpas IO 4acTO-
Te npnunHa passutua HM (15-25 %), ayTocoMHO-
IOMUHAHTHOE (de 10v0) MK perlecCMBHOE HACIeOBAHIE;
acCOLMMPOBaHA C UIMPOKNM CIIEKTPOM TSDKECTH 3a6071e-
BaHus [4].

TPM2, TPM3 (B- u y-tpomomuosunsi), TNNTI,
TNNT3 (rpononunst T), CFL2 (kopunuu-2).

Tensl, kopupylomue youksutun-nmurassl (KLHL40,
KLHL41, KBTBDI3), HapyueHNsI B KOTOPBIX IPUBORAT
K fiepeKTy ferpafaliuy capKOMEpPHBIX Oe/KoB [5].

IIaTorenes u KIMHNYECKUE MpOsABIICHU A
HEeMaTMHOBBIX MUOIATUM

[Tatorenes HM cBoguTCsl K HapylIeHMIO COOpPKM, CTa-
OMIBHOCTY ¥ GYHKLMYU TOHKMX P1UIaMeHTOB. MyTanun
IPUBOAAT K CHHTEe3y aHOMAJIbHBIX O€NKOB, KOTOpBIE,
MHTETPUPYACh B CapKOMep, HApYLIAIOT €ro CTPYKTYp-
HYI0 LIeIOCTHOCTb U MeXaHNU3M cokpamenusa [6]. Ila-
TOJIOTMYECKUII MpPOLlecC BIedeT 3a cOo0Oil BTOPUYHBIE
HapyLIeHNA: Me30PraHM3alNI0 CapKOMepoB, aKTUBa-
IUI0 IPOTEONUTUIECKUX CUCTEM, MUTOXOH/PMAIbHYIO
EMCOYHKIVIO ¥ HapylIeHUe KalblMeBOIO IOMeocCTa3a,
9YTO B COBOKYITHOCTY IPUBOAYT K MBILIEYHON CTab0CTH
u runorpodun [7]. B nmocnenHee BpeMs BHUMaHUeE KC-
CrIefioBaTeiell IIpUBIeKaeT Po/Ib HapyIIeHns ayTodarum
B IaTOreHe3e HeKOTOpbIxX ¢popM HM, cBsI3aHHBIX ¢ MyTa-
uusimu B reHax KLHL40 n KLHLA41 [8].

Knnanueckuit cnextp HM upe3BbI9aiiHO MMPOK —
OT TSDKE/IBIX BPOXKIEHHBIX GOPM C (peTanbHOI aKMHesNelt,
IbIXaTeTbHOI HeJOCTATOYHOCTDIO 1 JIETa/IbHBIM VICXOOM
B HEOHATAIbHOM Ilepuofe 1o nerkux ¢dopM ¢ MaHubecra-
11eil Bo B3pocioM Bospacte [9]. Kmaccuyeckumu npu-
3HaKaMU 3a00/IeBaHNA ABAITCA AU Py3HAs MBIILIETHA S
TUIIOTOHMSA U ¢1ab0CTh (0COOEHHO BBIPa’kKeHHAS B IIPOK-
CMMaJIbHBIX OT/Ie/IaX, MBIIIIIAX JINI[A, IV ¥ TYTOBUINA),
CHIDKEHVIE MY OTCYTCTBYE CYXOXKVIIBHBIX pedekcos.
Yacro Habm0mawTCs frcMopduaeckie 4epTsl ([OMmXo-
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nedanus, BBICOKOe apKoobpasHoe HEGO, MUKPOTHATS),
nebopmaruu ckenera (kndockonmos, BOpOHKOOOpasHas
TPyAHas KJIeTKa, KOCOMAIIOCTD), KOHTPAKTYPbI CYCTaBOB.
Kputnueckoe 3HadeHye uMeeT BOB/IeUeHVe B IATONIOT Y-
YeCKMIl MIPOL[eCC IbIXaTe/IbHOI MYCKY/IaTypbl, TpebyIo-
1jee PeCIMPaTOPHOIL OAAEPKKIML, ¥ OyIbOAPHBIX MBIIIILI,
npuBogpsiee K gucharum [10].

JMarHocTuKa HeMa/INMHOBBIX MUOIIATHUIA
Iuarnoctuka HM Tpe6yeT KoMIIeKCHOTO mopxona [11].

1. MoreKynsApHO-TeHeTN4eCKOe TeCTUPOBaHUe CTaHO-
BUTCS IMAaTHOCTIYECKMM METOIOM II€PBOI IMHIM, 0CO-
OEeHHO NPy HAIMYNYU XapaKTePHON KIMHIYEeCKON Kap-
tuHbl. Vcnonbsytorcs nanenn NGS (Next-Generation
Sequencing), oxBaTbIBaloLIe TeHBI BPOXK/JEHHBIX MIO-
HaTMUIt, VIV TIOJTHO9K30MHOE CEeKBEHNMPOBaHIIE.

2. OnexTpomMuorpadus: 4acTo BbIAB/IAET MUOLIATUYE-
CKIII ITIATTEePH, HO MOXKET He BBIAB/IATD MATOIOTMYECKIX
M3MEHEHMI, YTO 0COOEHHO XapaKTePHO AJIs JieTell paH-
HEro BO3pacTa.

3. KnuHnveckas oleHka: 06s3aTe/IbHbI OL[eHKA JibIXa-
TeNbHOM PyHKIMU (CIMPOMETpPUsI, HOYHAS ITY/IbCOKCHU-
MeTpusi), KapAMOIOTnYeckoe 00cefoBaHme (9XOKapAmo-
rpa¢us, 9meKTpoKapauorpadsi), OlleHKa Hy TPUTUBHOTO
craryca ¥ QyHKIVY ITIOTaHMA.

Tepanus HeMaTMHOBBIX MUOTIATUIA

B Hacrosmee BpeMsA /A HEMaJVMHOBBIX MMOIATMUIL
He pas3paboTaHo maroreHeTndyeckoit Tepamuu. O6bem
Nle4eOHBIX MEepONpPUATUII OTpaHNYeH CHMIITOMATuye-
CKOIJ ¥ IOAI/IeP>KMBAOLEN Tepanuel, a K Kypauuu namu-
€HTOB HeOOXOIMMO IPUBJIEKATh CHEIMaINCTOB PasHbIX
npodueit 1y obecredeHN st My/IbTUAUCLVIINHAPHOTO
conpoBoXaeHus [12].

PecnimpaTophnas nonep>kKa: paHHUI CKPUHUHT 1 KOP-
PEKIMA IbIXaTe/TbHON HelOCTaTOYHOCTY (HeMHBa3MBHA
BEHTWIALVA JIETKUX, TPAXEOCTOMIS).

HyrputnsHas nogpmepka: KOHCYy/IbTallMs JYETOJIOTA,
npu gucdaruy — yCTaHOBKA FaCTPOCTOMBI /i obecIe-
YeHMsI PallMlOHA/IBHOTO 11 6€30I1aCHOTO IMUTAHUA.

OpTroneandeckoe BefeHMe: nedebHas GUKYIbTypa,
HallpaBJIeHHas Ha MOjJep)kaHue obbeMa ABVKEHUI],
PaCTSKKM, UCTIONIb30BaHIE OPTE30B.

Xupypruueckast KOppeKIysA CKOIM03a U KOHTPAKTYp
I10 TToKasaHmam [13].

Kappyonornaeckuit MOHUTOPUHT: perysipHble 00C/Ieno-
BaHMsA, 0c0beHHO py MyTaiysx B reHax ACTAI u TNNTI,
B CBA3M C PUCKOM Pa3BUTUA KapAnoMuomnarun [14].

[TporHos 3a6oneBaHMs HAIPSAMYIO 3aBUCUT OT T€HETH-
4eCKOTo MOATHUIIA, BO3pacTa MaHU(peCTALMNU U CTeIleHN
BOBJICYEHNA B ITATOJIOTMYECKUI IIPOLIECC ABIXATEIbHOM
u 6ynbbapHOIT MYCKynaTypsl. Tsskenble BpOXK/ieHHbIE
(bOpMBI UMEIOT BBICOKYIO IeTalIbHOCTD B IiepBble 1-2 roga
xu3HuL. [TarenTs! ¢ Ho3gHUMY popMaMy OOBIYHO MMEIOT
HOPMAaJIbHYIO IIPOJJO/KUTE/IbHOCTD XKU3HY, HO CO 3HAUN-
Te/IbHBIMU OTPAHMYEHUSIMU MOOMIBHOCTU. AKTUBHOE
MY/IbTUAVICHUIUINHAPHOE BeJleHVe TallYIeHTOB IT03BOJIAeT

YIyYIINTD TedeHNe 3a00meBaHns 1aXke IPU TAXKETbIX
¢dopmax HM [15].

ITenp: 06061KTDb NpeACcTaBIeHHDIE B INTEPaType CO-
BpeMeHHbIe JaHHbIe, KaCAOLIVIeCs STVOJIOT N, TATOTeHe3a,
AVMATHOCTYKY, KIIMHIYECKVX IIPOSBICHNI HeMa/IMHOBBIX
MMOIIATHI y feTent. [IpounnocTpupoBaTh 3HAYMMOCTD
MY/IbTUAVCIUIUITHAPHOTO COIPOBOXKECHNA MAI[IEHTOB
C HEepBHO-MBIIIEYHBIMY 3200/I€BaHMAMYU KIMHUYECKIM
CITy4aeM.

Knunanyecknii cnyyani

IleBouxka, 11 net. Kano6p! Ha MBIIIEYHYIO CTAOOCTD, Ha-
pYlIeHMe ITOXOAKMY, AedopMaIuio CTON, CHVDKEHMEe KOT-
HUTUBHBIX QYHKIIUIL.

AHaMHe3 3a6071eBaHVS: pe6EHOK OT 3-if GepeMeHHOCTI
(1-1 — oTCrIoiKa IJIAlleHThI, AHTE€HATa/IbHa s TUOENb III0Na,
2-1— 3[0pOBBIII pe6eHOK), IpOTeKaBIIell Ha pOHe aHEMU,
recTo3a B 3-M TPUMeECTpe, C HeBOCTATOYHOCTHIO MATOYHO-
IUTAL[eHTAPHOTO KPOBoOOpateHus Ha 36-it Hemerne. Porpr
3-1, CaMOCTOsTeNbHbIE, HA 36-11 Hele/ie TeCTallUM.

Pebenok poguiics ¢ maccoit tema 2200 1, ginHoit 47 cM.
Omnenka mo mkane Aurap — 7/8 6annoB. B HeoHaTanb-
HOM IIepyofie Hab/II0fiaIach ¢ JUAarHO30M: TUIIOKCUYECKH-
nimemmdeckoe nopaxxenue ITHC, HeonaTambHas XenTyxa.
Pe6eHOK HaXOAWMIICS Ha CTAlMIOHAPHOM JIEYeHUN B OT/ie-
JIEHMM MaTONOTUM HOBOPOXIEHHBIX 14 cyToK. PanHee
MOTOPHOE pa3BUTNE Ha IIEPBOM TORY XKM3HIU C 3a/Iep>KKOIL.
CamocrosTenbHas1 Xofb6a MOABUIACH B BO3pacTe 1 rof
7 Mecsnes. PeueBoe 1 ncuxmyeckoe pasBuTye Ha IEPBOM
TOfly YKM3HM 10 BO3PACTYy.

B Bospacre 3 et poputenu pebeHka oOpaTuIN BHUMA-
HIle Ha MeJJ/ICHHO HapacTAIOIYI0 MBILUIEYHYIO CTabOCTb:
HOJbeM M CIYCK IO JIeCTHUIIE HeBOYKA OCYIIeCTBIsIa
TOJIBKO C OIOPOIL, 6erasa ¢ TPyAOM, IIPBITaTh He YMeTIa.
Co c/10B [1eBOYKH, «IIOXYAe/Na CUIbHO 33 MOCTIeNHNI TOf,
YMEHBIININUCh B 00'beMe XXUBOT U Ljeku». PebeHOK Ha-
6mroganca B MOCKOBCKOI 00/IaCTHOI TETCKOI IICMXOHEB-
ponorudeckoit 6onpHuIe ¢ 2022 ropa.

Ha MoMmeHT niepBoli rociuTannsaluy B Bo3pacTte 7 IeT
npu ob6cnegoBannK ObIIO BbIABIEHO: ypoBeHb KOK —
34 En/n (Hopma — 0-145), AJIT — 13,8 Ex/n (Hopma —
0-34), ACT — 16,5 (Hopma — 0-31). IIpu npoBegennn
MPT romosuoro mosra (12.10.2022 r.): MP-maHHBIX 0 Ha-
VYUY TaTOJIOTMYEeCKMX M3MEHEHUIT 04aroBOTo 1 Aud-
¢dy3HOro XapakTepa B Bell[eCTBe F'OIOBHOTO MO3Ta He BbI-
SIBJIEHO.

Ha MPT mbin HvkHUX KoHedHocTen (15.10.2022 1.):
BbIAIB/IEHA MUHMMAJIbHAS XKMPOBas JereHepanysa MbIIII]
Genpa 1 roneneit 6e3 ymeHbleHus obvema (puc. 1), ygact-
KJ OTeKa B CTPYKType MeIMa/IbHbIX FOI0BOK MKPOHOX-
HBIX MBI (puc. 2).

[Tpn nposepenun SHMT (17.10.2022 r.): mpu cTUMY-
ALY MOTOPHBIX BOJIOKOH IepudepudecKnx HepBOB
nposogAmasn yHkuna nmo kpurepuam CPB F-pomHb
He HapyuIeHa. [Io zanHBIM TOBepxHOCTHON OMI pasmnu-
HBIX I'PYIIII MBIIIII, BKIIOYasi MeXXpebepHble, II0TydeHa
HI3KOaMIUIUTyAHasA nHTepdepennnonHas OMI.



PucyHok 1.

MPT npoKcuManbHoiA rpynibl MbILLIL, HUIKHWUX KOHEYHOCTEN:
MWUHUMaNbHas XKUPOBas AereHepaums Mol beapa

Figure 1.

MRI of the proximal lower extremity muscles: minimal fatty
degeneration of the thigh muscles

Uronbuatas OMI (04.02.2026 r.): m. tibialis anterior,
m. vastus lateralis — CIIOHTaHHOJI aKTUBHOCTY He 3aperu-
CTpUPOBaHO, 0OTMevaeTcA nepectpolika IIJE mo Myuoren-
HOMY TUITy (CHMDKeHUe auTenbHocTy n ammntyn ITTE),
TYPHO-aMIUINTYSHBII AHA/IN3 II0 MYIOT€HHOMY THUITY.

PentreHorpadus Ta3o6epeHHBIX CYyCTaBOB B IPIMOIL
npoekiuy (18.10.2022 r.): peHTreHONMOTMYeCcKas KapTHHA
IIByCTOPOHHeI1 coxa valga.

PentreHorpadus rpygHOro u HOSICHUYHOTO OTJe-
JIOB TIO3BOHOYHMKA B IPSAMOI ¥ GOKOBOJ IIPOEKINN
(21.10.2022 r.): BBISIBJIEHBI IPAaBOCTOPOHHUII CKOITNO3
I creneHy rpyONOsACHMYHOrO OTHe/Ia IIO3BOHOYHNKA,
runepkn§os rpyHOro OT/esIa I03BOHOYHNKA | cTenenn.

9x0-KT (22.10.2024 r.): mOMOCTY Cepplia He pacIIMpeHsl,
CTEHKV He yTOJIIIEeHbI, IePeropofKy MHTAKTHBI, K/Iama-
HBI U KPYIIHbIE COCY/IbI He Mi3MeHeHbI, GYHKI[MOHAIbHbIE
HapaMeTphl CepAlia B HOpMe.

B 2024 r. 66110 IPOBEEHO MONIEKY/ISIPHO-TEHETUYECKOe
MICCTIEIOBAHNE, [0 pe3y/IbTaTaM KOTOPOTO Y IeBOUKM 00-
Hapy>XeHbl 2 MyTallUM B I€TEePO3UTOTHOM COCTOSHUN
B rete NEB B ax3one 109 u natpone 17 (OMIM: 256030).
Mytanuu B rene NEB B TOMO3SUTOTHOM ¥ KOMIIAyHJ-

ApxuB nmeguaTpuu u geTckoit xupypruu Ne3 [3] 2025 ropa

PucyHok 2.

MPT ancTanbHOW rpynnbl MbILLL, HUXHUX KOHEYHOCTEN: MU-
HWManbHas X1poBas AereHepaLmm MblLLL, rofneHen. YyacTku
0TeKa B CTPYKTYPE MeLMabHbIX F0I0BOK MKPOHOMHBIX MbILLILY
Figure 2.

MRI of the distal lower extremity muscles: minimal fatty degen-
eration of the calf muscles. Areas of edema in the medial heads
of the gastrocnemius muscles

reTepO3UTOTHOM COCTOSIHIY OIVICAHBI Y MAL[MIEHTOB C He-
MaJIMHOBOJ MUOIIATUEN, TUII 2.

Ha momeHT noBTOpHOI rocnuTanusauyu (2025 r.): Mac-
ca Tena — 32 Kr, pocT — 154 cm. VIHfiekc Macchl Tena —
13,5 kr/mM?%. B cBsA3u ¢ geduimtoMm Maccel Tena pebeHoK
IPOKOHCY/IbTMPOBAH AMETOJIOTOM [/1sI KOPPEKLUWN HY-
TPUTUBHOTO CTATyCa.

CoMaTmyeckmil CTaTyC: KOKHbIe IIOKPOBBI 4JCTBHIE.
HocoBoe fpixanne cBo6opHOe. B merkux: BesuxynspHoe
AbIXaHUe, XpUIIOB HeT. YacToTa bIXaTe/IbHbIX JBVKEHUI
17 B MunyTYy, carypanud 98. KinmHudeckne nposaBaeHns
IBIXaTebHOM HeJOCTATOYHOCTY He BBIABJIAITCH, B pe-
CIIMPATOPHOII Ofiep>KKe He HyKpaeTcsa. O6macTb cepaia
BM3YyaJIbHO He M3MeHeHa. TOHBI cepfilia sICHbIE, YeTKMe
putMmuHble. YacToTa ceppedHbIx cokpamennii — 80 yna-
POB B MUHYTY. 3€B CIIOKOVHBIN. SI3bIK UMCTBIN, BIaX-
Hblit. JKuBOT MsArkuii, 6e360/1e3HEHHBIN IPU IITyOOKOI
najpnanuy. [ledeHs u cenesenka He yBenudeHbl. CTynn
U Juypes B HOpMe.

B HeBponmornyeckoM craryce: cosHaHue scHoe. O61e-
MO3TOBOI I MEHMHT€a/IbHOW CUMITOMATUKN HeT. BHu-
MaHNe IPUBIEKAETCS, YOeP>KIUBAeTCs HelOCTaTOYHO.
O6palieHHYI0 peub [IOHNMAET, CI0KHbIe MHCTPYKIUN
BBIMOTHsIET. YYUTCS B 6 Kimacce 001e06pa3oBaTeibHOIN
HIKO/IBL, TPYGHOCTHU C OCBOEHMEM IIpOorpaMmbl. MHecTu-
KO-MHTEeJIeKTya/IbHasA HeJOCTaTOYHOCTb.

Co CTOpOHBI YepeITHbIX HepBOB: OOpaliaeT Ha ce6st BHU-
MaHMe ¢1ab0CTb MUMUYECKOI MYCKY/IaTyPbl M TUIIOMU-
must (puc. 3), mposiBienus gucdaruy He HAOTIOFAOTCS.

IIBurarenpHas cpepa. O6beM aKTUBHBIX U ACCUB-
HBIX [IBVKEHUII OTPaHNYeH B FOICHOCTOIIHBIX CYCTaBaX.
Xoppba Ha HOCKaX, Ha IIATKaX 3aTpyjHeHa. BeraeT ¢ noma
C IpMMeHeHNeM MUONATUYeCKNX IIPUEeMOB, He MOXeT
BCTaTh CO CTy/a 6e3 moMouu pyK. BosHUKaoT TpysHO-
CTU NIpY IOZ'bEMe U CIIYCKe II0 jiecTHuIe. JleBoduka mc-
IBITBIBAET TPYAHOCTY IIpH Oere, IpbIrath He yMeeT. OT-
Me4aeTcs TYTONOABVXHOCTb I'OJIEHOCTOITHBIX CyCTaBOB.
KpeinoBupusle nomatku (puc. 4). InddysHasa MbimreyHas
runoTpodus u BelpakeHHas AudQysHast MbllIeqHAS TU-
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Knmnunyeckue cnydan/ Clinical case

PucyHok 3.
[unomMumms
Figure 3.

Hypomimia

noroHus (puc. 4). Mblllle4Has cula B HYIDKHIX KOHEYHO-
CTAX CHIDKEHA CUMMEeTPUYHO: 3 6a//1a B IIPOKCHMa/IbHBIX
oTfienax, 2 6ama — B fuctanbHbX. CyXOXMUIbHBIE ped-
TIEKCBI C HOT CHVDKeHBI, D = S. MblllleyHas cuia B BEpXHNUX
KOHEYHOCTAX 4 6ana, D = S. ITaTomorn4eckux CTOMHBIX
U KVICTEBBIX pedpIeKCOB He BBIABJICHO.

YyBcTBUTEMbHAA Cepa: HapyLIeHNIT TOBEPXHOCTHOI
1 ITy0O0KOII YyBCTBUTENBHOCTY He BbIAB/IeHO. KoopayHa-
TopHas cdepa: B mose Pombepra ycroitunsa. Koopauna-
TOpHbIE IIPOOBI BBIIIOTTHSIET YAOBIETBOPUTEIBHO. Ta30BbIe
byHxuyn: neprudeprdeckiie He HapyIIeHbL, LIEHTPaIbHbIE
copmupoBaHsl.

Ha nanHbIil MOMEHT MMaLIMEHT MOMyYaeT IEBOKAaPHUTUH
B ose 300 mr/m no 15 Kamenb 2 pasa B CyTKW, BHYTPb,
KypcaMu 110 2 MecsIja, 2-3 pasa B rofj, yOMXIHOH B fj03e
30mMr/mi o 20 xamesnb 1 pa3 B CyTKH, BHYTPb, KypcaMu
o 2 Mecsiua, 2-3 pasa B rof. Ha done mpoBopumoit Te-
panumu geBo4YKa OTMeYaeT MONOXKNUTENbHYIO JMHAMUKY
B BU/JI€ YBETMYEHN S MBIIIE€YHOI CU/IBI I BBIHOCTMBOCTI:
«MOT'Y TIPOIITK 6OJbIle M MOFHATHCS Ha 3 9Taka BBILIE,
4eM paHbLIE».

Pe6eHOK HabMOIAeTCs] HEBPOIOTOM, KapAuOIOTroM,
TPaBMaTO/JOTOM-OPTONELOM IO MECTY XKUTENIbCTBA.
Ha mocToAHHOI OCHOBE UCIIONIb3yeT OPTE3HbIE U3TENNA
Ha TOJIEHOCTOITHBIE CYCTaBbl. PerynApHO ocylecTBasAeTca
IJIAHOBasi TOCIUTAIN3aL s pebeHKa B CTALIMOHAP HEBPO-
JIOTMYEeCKOTO IPOGUIA /I IIPOBEIeHN S [UHAMIYECKOTO
006cIejoBaHMs U KYPCOB BOCCTAHOBUTE/IBHOTO JIEYCHM L.

3akmoueHne

HemanuHoBble MUOTIATUM OCTAIOTCA CIOXKHOM NI Oua-
THOCTMKY TPYIIION 3a60/IeBaHNUil B CHTy 3HAYUTETbHO-
r0 KJIMHUKO-TEHEeTUYeCKOro MHOroobpasus. Hecmorps
Ha OTCYTCTBME B HacCTOsAIee BpeMs IMaTOT€HeTNYeCKON
Tepanuy 3TOT0 WHBATUAUSUPYIOIIEro 3aboeBaHus,
MY/IbTUAUCIUIUINHAPHOE COIPOBOXAEHME, obecreun-
Balolllee KOMIIIEKCHOE M CBOE€BPEMEHHOe IpOBeieHNe

PucyHok 4.

MeiweyHas runotpodus. KpblnoBuaHble nonaTku
Figure 4.

Muscular hypotrophy. Winged scapulae

CUMIITOMAaTUYECKOM Tepaluy, IO3BONAET YBEINYUTH
BBDKVMBAE€MOCTb ¥ [OCTUYb YIYYIIEHUA COCTOAHUA
MaIVIeHTOB.
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