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HacrencTBeHHbIe HepBHO-MBIIIEUHbIe 3a00/IeBAHUA COCTABIIAIOT
3HAUUTE/IBbHYIO TPYIIY CPelyi XPOHUYECKOI HEeBPOIOIMYEeCKOi MaTo-
JIOTYN. YYUTBIBAst CJIOXKHOCTD ¥ aKTYa/IbHOCTD 3TOM IaTonoruu B Poc-
CHM CO3[JaHO OOIeCTBO IO M3Y4YeHNI0 HePBHO-MBIIIEYHBIX OO/Ie3Hell.
V3maeTcs sxypHan «HepBHO-MblIeyHbIe 00/IE3HI».

B 1971 r B J/lonpone 6b11 ocHOBaH EBpormelickuil HepBHO-MbIIIEY-
Hbil neHTp(European Neuro Muscular Center, ENMC).Ero e-mail:
ria.broekgaarden@vsn.nl. Ynenamu 3T0OrO LIEHTpa ABIAIOTCA:

* Ascrpus(OEMEF)

* Ianua (MSFV)

» Opannus (AFM)

» Tepmanus (DGM)

* Uranus (Italian Teleton)

* Henepnanpmer (VSN)

* Cnosenns (MDSN)

* IIBeitiapus (SSRM)

* Bemuko6bpuranus (MDC)

* Poccus (acconyanms 60IbHBIX HEPBHO-MBIIIEYHBIMY 3a00/IeBa-
HusiMn «Hapexxma» ist meteit M B3pOC/IbIxX Ha 6aze MOCKOBCKOIT
00/1aCTHOJI € TCKOJI IICHXO-HEBPOJIOTMYECKOI OO/TbHMIIBI).

Poccmiickas accounmanys oprannsoBaHa B Hadasne 90-x ropos. Cy-
I[ECTBYeT MEX/[YHApOJAHBIN PEerucTp Hac/lIe[CTBEHHbIX HEPBHO-MBI-
IIeYHBIX 3a00/IeBaHMII JI/IsI BK/IIOUeHMsI OO/IBbHBIX B IPYIIIBI TeHOTepa-
VIV IO Mepe NOsABJIEHN S TaKUX METOJOB. B 9TOT perncTp BK/IIOYAIOTCSA
6onmpHbIe ¥ U3 Poccum ¢ ux cormacus.

B MockoBckoit obmactu 3apernctpupoBato 6osee 1300 601bHBIX
HaC/Ie[ICTBEHHBIM) HEPBHO-MBILIIEYHBIMM 3a00/IeBaHUAMIL.

Hanbonee monHo mpepcTaBieHa KnaccupyKanya HEPBHO-MBIIIEY-
HBIX 3a0071eBanuil, IpennoxkenHas V. [aycmanosoit-Ilerpycesny B 1971:
* Irpynma - MmuonaTun
* Il rpynma — 60/1e3H1 HEPBHO-MBIILIEYHOTO COEMVIHEHVIA (MIACTEHNIS)
 III rpynma — BTOpuYHbIe (HeBPOTeHHBIE) IOBPEX/ICHVSI MBIIIII]
(cnmHanbHAsA aMMOTPoGUs, 6OKOBOI aMUOTPO(PUIECKIIT CKIIe-
P03, HaC/IeICTBEHHbIE MOTOPHO-CEHCOPHBIE HEBPOIIATUN).
Mpbieynsle 3a00/1eBaHNA — KIMHIYECKVE COCTOSHUA, IIPU KOTO-
PBIX MeeT MeCTO IOBPeXIeH e MbIIIeYHOIO BOTIOKHA



Msinieynbie 3a00/1eBaHNA MMEIOT 0011 YEPTHI:
1. ITaronornyecknit mporecc MopakaeT MBIIIEYHYIO YacTh JIBUTA-
TeJIbHOW KJIETKII;
2. Knunndeckast KapTuHa uMeeT 001I[e YePThL:
e MbleyHas c1abocTb;
* Atpodun;
* CHIDKEHVe WM OTCYTCTBUE CYXOXKVIBHBIX pedIeKCOB.
3. [IpuMeHSAIOT 0011IVIe METOMBI /IS IUATHOCTUKM 3a00TE€BaHUIL.

KNACCUOUKALIMA MUOMATUN

1. HacnencrBeHHble
* [Tporpeccupymolue MblIeYHbIe JUCTPOPUI
* Henporpeccupyromue (CTpyKTypHBIe) MUOIIATUY
* Bpox/ieHHbIe MUOTIATUN
* MUTOXOHpUA/TbHBIE
* MMoOTOHMYeCKEe CUHIPOMBI

2. HenacnmencrBeHHbIe

e IIpn ammmongose

» Tuckanuemun

* [Ipyu ropMOHa/IbHBIX HAPYLIEHUAX

* BocraqmrenbHasA peakiys MBI Ha CIenuQuyecKue U He-
crienduryeckue GakTopsl (MapasuTapHOE BOCHAJIEHNE, Ay TO-
MMMYHOe IIOpakeHMe)

* Muonaruy npyu HOBOOOpa3oBaHMIX

* MuomnaTny TOKCH4ecKye ¥ MegKaMeHTO3HbIe

HacnencTBeHHble MyonaTum oOyclIOBeHBI MyTalMAMHU B TeHAX,
KOLMPYIOWMX CHTe3 6enKkoB B Mpimax. C 1 reHa MOXKeT CMHTE3MPO-
BaTbCA 6oree 20 O€IKOBBIX MIPOAYKTOB B pe3y/IbTaTe aJbTepPHATUBHO-
ro crtaricuara. OfHa MyTaIys MOXKeT JaBaTh pasIndHble (eHOTUIIBL.
Tak, ren mamMuHa paboTaeT ¢ 6€IKOM 3MEPUHOM Ha AfEPHOI 0607I04YKe
MBILIEYHOTO BOMOKHA. MyTanus B reHe 1aMnHa A/C BbI3bIBAET:

* AyTOCOMOHO-IOMUHAHTHYI0 (opMy Muonatuu Imepu-lpeii-

¢yca

° BapmaHT KOHEYHOCTHO -MOSICHOV MUOTIATUN



* YacTuyHyIo IMIOAUCTPOPIIO
* Cunpgpom Beprepa

Cy1iecTByIOT 001Me IPYHIUIIBI 00C/IeTOBaHNA IPY MUOIATHAX
1. Knuanyeckoe o6cmenoBanne

2. Teneanorudeckoe o0cnegoBaHe

3. dnexTpoMuorpans

4. buoxuMmn4eckoe 1CciegoBaHmne

5. [ucToXMMMYECKOE UCCTENOBAHME

6. MPT mpii
7. THK-guarHoctuka

Kmmanyeckoe o6ciemoBanne BKIIOYAET CIeAyoLIee:

I. YKamo6s1 Ha cmabocThb

II. AnamHes3 :

1. Haymame 3a60eBaHNA Y POICTBEHHIIKOB

2. O6pauaoT BHUMaHMe Ha BO3PACT HavaIa 3a00IeBaHNs

III. IIpn ocMOTpe OTMEYaIOT:

1. ATpoduro MbImg

2. [uneprpo¢uio onpeeIeHHBIX MBIIIII]

3. QacuuKynIAnUn

4. OulynbIBaloT MBI (OIIpeeNsiioT 60e3HEHHOCTD)

5. OnpenenAaT MUOTOHMYECKYIO 3a[Iep)KKy IpU pazKMMaHUN
CKaTBIX B KYJIaK MA/IbI[EB PYK

. ViccnepytoT MplledHyIO CUITY

. OmpenenaioT CHIDKEHNE WIM OTCYTCTBME CYXOXWIBHBIX ped-
JIEKCOB

8. Y 60/bHBIX MUONATHEl YYBCTBUTE/IBHOCTD He HapyLIeHa

O6pamraoT BHMMaHNe Ha Ha/Im4due mpreMoB [oBepca mpu BcraBa-
HUM (JOTIOTHNUTENbHbIE TIPYEMbI IIPY BCTaBaHMM, BCTaBaHNE «I€CEH-
KOJ1») IIpefICTaB/IeHbI Ha puc. (puc. 1)

Yacro mopaxaeTcs cepilie B Bufie HAPYIIEHN BHYTPUCEPHEIHON
IPOBOAVMOCTY, TIOPAKEHNA JIEBOTO XKeTyZouKa Ipy Muomnaruy Jrom-
eHHa 1 bekkepa, MuoToHn4ecko guctpodun, cuagpome Kepuca-Ceit-
pa, HyKJIeOTaTIAX, AeduiuTe cCapKOITIMKaHa.

HacrencTBeHHbIE MMONIATNM HACIEAYIOTCA MO ayTOCOMHO-JOMIU-
HAHTHOMY, 2y TOCOMHO-PeIleCCUBHOMY, X-CI[eIlTIeHHOMY, MUTOXOH/PU-
a/JIbHOMY (MaTepMHCKOMY) TUIIaM HacaefoBaHusA (puc.2).

~N



Puc. 1. Ilpuemel [oBepca mpy BcTaBaHUU
(Bradley’s Neurology in Clinical Practice Sixth Edition, 2012)



a) FogocnoeHana cemel GonbHbIX © ayTOCOMHO-

AOMHUHEHTHEIR TMN HAcNeA0BaHKMA 3300NEEaHMA
(MneYe-MenamoYHo =R eeaq M onanig flandya-
Llewepuna)

6) PopocnoBHaa ceMbU ¢ ayTOCOMHO-PELIECCUBHBIM
TUNOM HacnegosaHWa 3abornesaHns

(KOHEYHOCTHO -MosicHasi MvionaTys )

o

B) FoOoCNoBHER CemMel C X-CLeNNeHHEIRM
peleccHBHEIM TMNOM HACMeA0EaHW A
2aboneBaHnA (MKMonatiA JroweHHa)

Puc. 2. POI[OCTIOBHIJIe 6O0IbHBIX HaC/I€ACTBEHHBIMU MUOIIATNAMNU



AnekTpomuorpadpusa (M)

CymecTByeT Mronbyaras 1M HaKOXKHas 3neKTpomuorpamsa. OHa
MIO3BOJIAET ONPENe/INTDb TUII IOPAKeHNA (MBIIIEYHBIN, HEBPOTe€HHBII,
IopakeH)e MOTOHeIpOHa CIIMHHOTO MO3Ta), BBIABUTD HAIMYNE MUO-
TOHMM.

Puc. 3. Uronpuatrass OMT

buoxummyeckoe ncciegoBaHye BKIIOYAeT ONpefeneHe:

1. KpeatnnpochoknHassl B KPOBI.

2. JlakTara B KpOBM O €fibl 11 Yepe3 1 Jac mocse mpueMa ITIOKO3bI
(Ir cyxoro BemecTBa Ha KI' Macchl Te/la), pACTBOPEHHOI B BOJIE.

3. II110K03bI B KPOBU IO U ITOCTIE HATPY3KM YITIEBOJAMIL.

4. AJIT u ACT (HOBBIIIEHBI IIPM MUOTOHMYECKON AUCTpodun,
IepMaTOMMO3NTE, CK/IepofiepMuH, MH(APKTe MUOKAPAA).

5. OneKkTponmmToB KpoBU (Kamii)

LuToxnmmnyeckaa akTUBHOCTb MUTOXOHAPUaNbHbIX
depmeHTOB B "iuMmdpouuTax neprudpepurnyeckon Kposm

JI/st OlleHKM TKaHEBOTO [ObIXaHMSA (IbIXaTeTbHON LN MUTOXOH-
ApWit) ¥ APYTYUX BUIOB 0OMeHa B MUTOXOHPYIAX IIPOBOJAT LIUTOXVMMIU-
YEeCKIII AaHA/IN3 aKTVBHOCTY MUTOXOHpYAIbHbBIX [I/151 KOIM4YeCTBEHHO-
IO LIUTOXMMUYECKOTO VCC/IENOBAHN aKTUBHOCTY MUTOXOH/IPUA/IbHBIX
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¢depmeHTOB B MMdoONNUTaX Nepudeprieckoil KpOBY MCHIONb3YIOT Me-
tox, npemnokeHHbiit A.G.E. Pearse B mogudukanuu PII. Hapruccosa.
Vcrionb3oBany XuMU4YecKue peakTUBBL: (PUKCATOP HJI Ma3KOB Ilepu-
dbepnueckoit KpoBu (aleTOH-TPUIOH), IUTOXUMWYECKIie HAOOPBI IS
ompenenenus aktuBHocTn gperupporenas (OOO HIIII «Ilomukom»),
KpacuTenb [IA JOKpallVBaHMsA Afep (MeTWIoBbIil 3enmenslit). O6opy-
IoBaHMe: OMHOKY/IAPHBIN MUKPOCKOI (yBenndeHue He MeHee 10%40),
OCHAIIIEHHBIIT 00'bEKTUBOM C BOJTHOI UMMepCHeil, BOISHOI TePMOCTAT,
obecrieyynBarOINIi OAAEp)KaHMe TEMIIepaTypbl € TOYHOCTBIO 70 0,1°C,
PH-meTp. MeTop, KOMM4YeCTBEHHOTO LUTOXMMMYECKOTO OIpeleneHns
aKTUBHOCTM (PepMEHTOB B KJIeTKax nepudepndeckoil KpoBu (mocra-
HOBKa peakumit). Peakiyy npoBoAATCsA Ha MasKaxX KpOBM, IPUTOTOB-
JIEHHBIX Ha 00e3)XVPEHHBIX NMpeIMEeTHbIX CTeKIaX. Mas3Ky BBICYLIN-
BAIOT Ha BO3JyXe IIpM KOMHATHOI TemIueparype B TedeHue 10-15 mu-
HyT. [locTaHOBKa peakuyy BK/IOYAET TPY ITama: GUKCALUIO Ma3KOB,
peaKuMIo I BBIABIEHNSA aKTUBHOCTU (PEpMEHTOB, JOKPACKY sAAep.
Qukcanys npenaparos IpoBofuTcs B 60% pacTBope aljeToOHa, HAChI-
meHHOM TpuinoHoM b nipu ph=5,2 - 5,4 npu KOMHaTHOII TeMIlepaType
B TeyeHue 30 — 40 cexyHy (mra mumoountos). [Tocne pukcaunnm npe-
naparhbl IPOMbBIBAIOT AUCTU/UIMPOBAHHO BOMONM M BBICYIIMBAIOT IIPU
KOMHATHOJI TeMIeparype Ha Bo3ayxe. CocTaB MHKYOaIMIOHHOI CPefibL:
Ha 40 M1 pocaTHOrO Oydepa 13 Mr I-HUTPOTETPA30INUA PIOIETOBO-
ro, 13 mr tpunona b, cneumbmqecxmﬁ cy6CTpaT IJ1A ONIPefeIeHHOIO
¢depmenTa. Peakunsa nposopurcsa npu ph=7,3 u temneparype 37° C B
TeyeHue 60 MUHYT B BOZHOM TepMocTare. Ilocie MHKybanmum Masku
IIPOMBIBAIOT BOJOI U IIOTPY>KAIOT B HACBHIIIEHHBII pacTBOP METU/IOBO-
T'0 3€JICHOTO (sJepHOTOo KpacuTes) Ha 15-20 ceKyH, OC/Ie Yero MasKu
BHOBDb IIPOMBIBAIOT 1 BBICYIIMBAIOT IIPY KOMHATHOI TeMIlepaType Ha
Bo3gyxe. [oToBbIE Ma3Ki MUKPOCKONMPYIOTCA IIOJ, BOLHOI MMMepcueit
Ha MMUKpockore Mukmer-6. O6 akTMBHOCTY pepMeHTa B KJIETKE CYAAT
10 KOJIMYEeCTBY TeMHO-(PMOIETOBBIX TPpaHyl (popMasaHa, 0Opa3oBas-
IINXCS B IPOIlecCe BOCCTAHOBJIEHMS II-HUTPOTETpasonus (uoneTo-
Boro (puc. 1). [l onpenenenus akTMBHOCTU pepMEHTA B IOIY/IALIN
MMMGOLNTOB NOACUNTHIBAIOT KOMNYIECTBO Ipanyl B 30 — 100 K1eTKax.
QepMeHTaTMBHAA aKTUBHOCTD IIPU UCIIOTb30BAHNM 3TOTO METONA BbI-
pakaeTcs rp./MMMEOLNT, YTO COOTBETCTBYET CPEJHEMY YMCITY IPaHY/I
IPOAYKTA LIUTOXMMIYECKOI peakiyy — popMasaHa.



O1eHNBAIOT aKTUBHOCTb 4 (epMEHTOB MUTOXOHAPUIL, YIaCTBY-
IOLIVX B YIVIEBOJHOM oOMeHe (makrarferupporenasa, JIJT), obmene
aMUHOKMCIOT (ImyTamaTaerugporeHasa, [1II), o6MeHe XMPHBIX KuC-
not (a-rmunepodocdarnerupporenasa, a-I'OAT) u I kommnekc mbixa-
Te/bHOI Iien MUTOXOHpuII (cyKkumHataernpporenasa, CII).

TucTonormyeckoe MCCIefoBaHNe MBILIN B HACTOsLIee BpeMs
aKTyaJIbHO IIPU AMATHOCTUKY CTPYKTYPHOI MuoNaTuy (HeMaauHoBasd,
MMOTYOY/IsIpHast MUOIIaTHs, OOE3Hb IIeHTPAIbHOTO CTepsKHs) (puc. 4 ),
MO>KHO OIIpefie/IUTh «pPBaHble KPacHble MbIIIeYHbIe BOTOKHa» (puc. 5),
BOCIIQ/IUTe/IbHAsL peaKlysA, HeKPO3 MbILIEYHbIX BOJIOKOH, HAKOIUICHVe
I/IKOT€HA B MBIIIIIAX IPY IJIMKOT€HO3aX 2 1 5 TUIIOB.

o
[
[ et

| =

e ﬁﬁ; %

Puc. 4. HemanuHoBast MUOIIaTUS

Puc. 5. PBanbie KpaCHbI€ MbIIIIEYHDIE BOJIOKHA
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MPT Mblui 103BO/ISIET BBIABUTDH MOPA’KEHHbIE MBIIIIIBI U [HA-
MIKY MX TIOpaKeHNUsl B Ipoliecce TedeHus 60me3un u Ha GoHe Ipu-
MeHs1eMOro yiedeHnst. [IpOBOIMTCS MCCIeOBaHe MBI BEPXHUX U
HIDKHUX KOHeYHOCTel (puc. 6).

Puc.6. MPT mpbinn,. (R.-Y. Carlier et al., 2011)

VccnepoBanne mposopat Ha anmaparte General Electric Optima
MR450w GEM c nnpyknueit MmarautHoro nons 1,5Tn B pexumax T1
n T2-STIR.

IIpn oljeHKe HOpaKeHMs MBI MCIIOAb3YIOT KIACCU(UKAIUIO
CTeTIeHY >KMPOBOII JleTeHepalyl MbIIIeYHON TKAaHU:

0 — HOpMa/bHas MBIIIEYHAas TKAHb;

1 - HavyajbHBle NPOSBIeHNS (PEeHOMEHAa «U3beJeHHBIX MOJIbIO»
MBIIIEYHBIX BOJIOKOH C HEOOJBIIMMM Y4aCTKaMU ITOBBIIICHMS
MP-curnana;

2a- mosgHee NposB/IeHNs (EeHOMEeHa «M3bEeHHbIX MOJIBIO» BOJIO-
KOH C MHOTOYMC/IEHHBIMU OT/Ie/IbHBIMM YYaCTKaMM IIOBBIIIEHUA
MP-curHana ¢ BoBneueHneM 10 30% o6beMa KOHKPETHON MBbIIIIIIb;
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26- mo3nHee nposiBineHUs heHOMeHa «M3BbeleHHbIX MOTbI0» BOJIO-
KOH C MHOTOYVICJIEHHBIMI OTZHETbHBIMI Y4aCTKaMy ITOBbIIIEHNA
MP-curnana ¢ BosnedenueM ot 30% o 60% o6beMa KOHKpeT-
HOJ MBIIIILIBI;

3 — IposB/IEHNE PA3MBITOCTI U HEYETKOCTHU U3-32 CIUAHUA He Me-
Hee 3X o61acTell B OGHON MBIIIIIE C IToBbIIeHreM MP-curaarna;

4 - mocrnenHAA CTafuA JleTeHepaly MBIIIEYHON TKaHU, 3aMellle-
HIe ee COENVHUTEIbHO U XMPOBOM TKAHAMU C IOBBIIIEHHBIM
MP-curnanom, mmpy 9TOM pasnMyMMbl Koblia (acumii 1 HepB-
HO-COCYIMCTbIE TYIKH.

MPT wmpimn ABisgeTCs BaXHBIM METO[OM AMArHOCTMKMU IIOpa-
JKEHMsI MBIILI] IIPY HAaC/Tef[CTBEHHBIX HEPBHO-MBILIEYHBIX 3a007IeBa-
HUsX. BbIAB/IeHHBIe M3MEHEHMs MBI IO3BOJSIOT pa3pabaThiBaTh
HOAIXOABI K jIe4eOHOl (PU3KYIbType, METOAMKY HArpy3Ku HeIopa-
JKEHHBIX MbIIIL. Exxerogupiit KoHTponb MPT mbiiing mossosnseT ole-
HUTH CTelleHb HporpeccupoBanus 3aboneBanus u 3HPeKTMBHOCTD
JIe9eHm .

OHK-gnarHocrnka

Mertoy, m03BOJIsIeT YTOYHUTD AMATHO3 PV BBIABICHUM MYTallNu,
OIpeeNINTh HOCUTeIell TeHa O0IesHM Cpeiyt POJCTBEHHMKOB, IIPOBe-
CTH [JOPOJOBYIO JMATHOCTUKY B CeMbe AJIsI IIPERYIPeXXeHNS POXKe-
HYs1 60/IBHOTO pebeHKa.

NPOrPECCUPYKOLWME MbILLEYHbLIE ANCTPOOUN
Jlnye-nonaToyHo-NNeuYeBana MmuonaTuna
(mnonatusa Jlangysu-JlexxepuHa)

Pacpocrpanennocts 3abonesanus or 0,22 mo 4,38 Ha 100 000
HaceleHMsA. Muomarus HaclaeyeTcs MO ayTOCOMHO-TOMMHAHTHO-
My THUIy ¢ puckoM 50% n/s meteit 60TbHOTO (CHIHOBEI M lodepeit).
Omnucano aBa tnma 3aboneBanus — tumn 1 (FSHD1) u tun 2 (FSHD2).
O6a Tuma MMeT OfMHAKOBbIE CMMIITOMBI 3a00/IeBaHNA U pasInya-
I0TCA TI0 TeHEeTMYeCKoil NnpudmHe. JInie-n10naroyHo-1iedeBas MIO-
natys o0ycoB/IeHa U3MeHeH)eM B 00/IacTy KOHIIA [JIMHHOTO ITeYa
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4 xpomocoms! (pernon D4Z4). H cocrout 11-100 moBTOpsAIommxcs
cermeHTOB. Best o6macte D4Z4 o6bruHO rumepmermnnponasa. Jlo-
0aBjieHMe MeTWIbHBIX TPYII OTK/IIOYaeT (3acTaBjsieT 3aMON4aTh)
TeHbl, II03TOMY B IrunepMeTuanpoBaHHbIX y4yacTkax JHK, menbure
BK/IIOYEHHBIX (aKTMBHBIX) TeHOB (aKTUBHBIX). [Ipu 3ab6oneBanum 06-
nactb D474 runomernnuposana. I[Ipu 1-m tune 6onesun (FSHD1)
TUIIOMET/INPOBaHMe BO3HUKAET 13-3a YKopoueHMs obmactu D474,
KoTOpasi cofiepkut ot 1 1o 10 moBTOpOB BMecTO 06bIYHBIX 11-100
nosropoB. [Ipu 2-m tune (FSHD2) runomernnuposaHnue 4aiie Bce-
ro BO3HMKaET 13-3a Myrauuii B reie SMCHDI , KOTOpBII OTBEYaeT
3a IpefjoCTaB/IeHNe MHCTPYKUMU [ HONTydeHus OelKa, KOTOPBIil
06bIyHO runepmetunnpyet ob6macts D4Z4. Ho npumepno 20 npoueH-
toB mopei ¢ FSHD2 ne umeror mytauuu B rene SMCHDI , u mpudunHa
TUIIOMETW/IMPOBAHNs He ACHA.

3aboneBanne HaunHaeTcs B Bozpacte 11-20 jet. [IoABAAIOTCSA MbI-
mevyHas ¢1aboCThb 1 aTpodus MBIIIL /A (U0 cHUHKCA, TyObl Tamm-
pa, marodranbM), IIEYEBOro Iosica, nonarok. [losnHee mopakarnTcs
MBIIIIBI HIDKHUX KOHeyHoCcTel (puc. 3.1.). CyxoxXunbHble pedeKcht
JUINTENbHOE BpeMs coxpaHsioTcs. TedeHne 60/e3Hn yerkoe, 6e3 mpo-
rpeccupoBaHNs, KaK IPaBUIIo.

Ha MPT MbImi KoHeYHOCTel Tpy 000MX THIAX 3a00/1eBaHMs OT-
MedeHO IOpa)keHMe LIMpOoYarileli MbIIIIbI CIMHBL. B 6ortee crapiiem
BO3pacTe y OO/IbHOIT OBIIO TaK)XXe M3MeHeHVe MpIl Oenep. Vimeercs
ACYMMeTPUs IOPAXKEHNS.

BapmantoM 3T0i (HOpPMBI MUONATUM ABIAETCSA CKAITyIO-Iepo-
HeanbHasA popma, onucanHas C.H.[laBugenkosbiM. Yposenb KOK B
KpOBM OOBIYHO He HoBbIIaercsa. Ha puc. 6 nmpepcTaBieHsl U3MeHe-
HUS TIOKa3aTesneil aKTMBHOCTYM MUTOXOHJpUANbHBIX (¢epMeHTOB. C
y4eTOM M3MeHeHM aKTMBHCTY MUTOXPHIPUAIbHBIX (PePMEHTOB Ha-
3HAYal0T SHEPTOTPOIIHbIe Ipenaparel (IpenapaTsl KooH3UMa Q10 u
KapHUTHUHA).

13



A) car

p=0.0054

25- <0,0001
£ 20 _!—
A
& .
g 1
£ 1
10 T
v & N
& &
@dﬁ &
b)
roar
p=0.0253
151 ' '
p=0.0025
p=0,04416
£ 104 e
3 ! -
€ _L - 1
E o I I I
E N 1 =
B 5
0 : : : :
o & & &
&
&

Puc. 6. lluToxummuyeckass akTUBHOCTb MUTOXOH/IPUA/IbHBIX (ep-
MeHTOB /MMdoruTos nepudepudeckoit Kposu (Koros C.B. u coasT.
MuToxoHpyaIbHble HAPYLIEHNs TP HEPBHO-MBILIEYHBIX 3a00/IeBa-
HusixX //HepBHO-MblteuHble 60me3Hu. -2019.- T.9, N 3)

A) CIOI' (cykuunatgerupporenasa), b) a-I'OAT (a-rmuunepodoc-
¢arpernpporenasa), B) TII' (rmyramarpernpporenasa), I') JIOT (mak-
TaT/lerNIPOreHasa.

ITo ocu Y - umMroxummdeckass akTUBHOCTb MMMGounToB repude-
pudeckoit Kposu (rp./muMeonut).
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ITo ocu X - o6cnenyembie rpymnsl (H-Hopma (N=30), M]I — mMuo-
toHndeckas auctpogusa (N=11), HMCH 1 - HacnencTBeHHass MOTOP-
HO-ceHcopHas HeBpomatusA 1 Tuma (N=12), Mb - mmonaTtns bexkepa
(N=5), JI[] - nuie-nonaTo4Ho-1ieyeBas MplieqHast Juctpodus (Mmno-
narus Jlanpysu-Jlexxepuna)(N=15), M - muactenus (N=16)). Kaxpgas
TOYKA IPeACTAB/IAET MAIVIeHTa U 00C/IeyeMOoro B KOHTPOJIbHOI TPYII-
Te 37J0POBBIX JIUII. BepTuKaabHble Y€PTOUKY — ITO IIKaJIa, HA KOTOPOIi
TOPU30HTATBHBIMI Y€PTOUYKAMI OTMeUYeHbl MeiMaHa (IOCpeN1He) U ee
IOBEPTENbHBIIT MHTEPBAIL.

P - TOKa3aTeyb TOCTOBEPHOCTI PAa3ININIl MeIaH.

15



KoHe4yHOCTHO-NOsAACHaA MrnonaTus
(limb girgle muscular dystrophy, LGMD)

90 3ab0/eBaHMe, paHblile HasbIBamu MuonaTusa dpba-Pora. B Ha-
CTosII[ee BPeMs CIMTACTCS, YTO ITO — TPYIIIA MUOMIATUI C IOPAXKEeHN-
€M Ta30BOTO, I/IEYeBOTO MOsACA ¥ KOHEYHOCTEN C PA3IMYHBIM TUIIOM
Hac/eoBaHMsA. PacpocTpaHeHHOCTb KOHEYHOCTHO-TIOSICHOI MMOTIA-
Tuu ot 0,35 go 8,45 Ha 100 000 HaceneHus

3aboneBaHne B 85% Hac/IeNyeTCA IO ayTOCOMHO-DPEIeCCUBHOMY
Iy U B 15% 110 ayTOCOMHO-OMUHAaHTHOMY. I1o HOBOII Kmaccuduka-
uyu Beifensiion LGMD R1 m fip. (undpa o3HavaeT MOpsALOK OTKPBITHS
MyTaluu B reHe 3aboneBaHus, R — ayTOCMOHO-peljecCHBHOE HaC/eNo-
Banue) 1 LGMD D1 u gp. Hanpumep, LGMD R1 - 370 Kannans-cBs-
3aHHAs MUOIIATHUA.

3aboreanne HaYMHAETCS B IIOOOM BO3pacTe, OTMeYaeTCst CTaboCTb
¥ aTpOdUM MBI IJIEYeBOTO ¥ TA30BOTO MOsCa, apedrieKkcus.

Mwnonatuna [jioweHHa

[Iporpeccupyiomas MplmeyHas guctpodusa (wm muonarus) Jro-
IIeHHA — 3TO caMasl paclpoCcTpaHeHHas 1 Hanboree TspKenast. Pacipo-
CTpaHEeHHOCTD cocTaBsAeT oT 1,0 o 24,45 Ha 100.000. Tun HacnenoBa-
HMsA X-CIeIUIeHHBIN peljeCCUBHBIN. [eH KoaupyeT cuHTe3 Oerka muc-
TpoduHa. Y 60/MbHBIX MMeeTcA AedeKT Oenka AUCTpoduHa, KOTOPbIil
IIOJTHOCTBIO OTCYTCTBYET M/ JETPAAUPYET Cpasy IOC/IE €ro CMHTE3a.
CymiecTByeT roHajHbll MosaunusM. B 30% - 3TO HOBBIE MyTalMK
B II0JIOBBIX KJIETKaX MaTepl, 1I03ToMY 1/3 MaTepell He ABAITCA HOCU-
TeIAMI TeHa OOJIE3HM.

Bonewr tonmbko manpuukyu. HaumnHaerca 3aboneBaHue 06BIYHO
B 4 I. CUMMeTPUYHO MOPaXKaIOTCA MBIIIIBI Ta30BOTO II0sICa, 3aTeM
MATOIOTMYECKNIT IPOLleCC PACIPOCTPAHAETCA HA IUIEYEBON IOsAC.
ATpodusa MBI NIPEVMYIIeCTBEHHO IIPOKCUMA/IbHON JIOKAIM3aLUn
(puc. 7). B 80% ormeuaroTcsa runepTpoduy MKPOHOXHBIX MbII. Te-
JeHMe 60/1e3HN OBICTPOE, IpOrpeccupyollee, 3aKaHINBAIOLIeeCs H-
Ba/IMJJHOCTBIO B KOpoTKue cpoku. K 10 rogam 6o/bHbIE HepecTaT
XOofuTh, K 15-20 rogam — paHblile HOrnbanm OT JAbIXaTeNbHON Heo-
CTaTOYHOCTH M maronoruu cepaua. Ceityac 6aroapst mopTaTUBHBIM
AbIXaTeTbHBIM allllapaTaM >XUBYT 0 30 u 6oyee eT. Y 6ONbHBIX pa3-
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BUBAIOTCA KOHTPAKTYPbI, CKOIMO3 13-3a anOCI)I/II/I MBI CIIMHBI, I1a-
TOJIOTUA cep,uequﬁ MbIIIIIBI.

Puc. 7. bonpHoM MuormaTued JlioneHHa
(n3 apxuBa [BY3MO MMOHUKN).
Domo npedocmasnero npogeccopom B.B. Aeagorosvim

B 20% cHmKaeTcAa MHTENIEKTa, TaK Kak m3opopma AUCTpodu-
Ha 9KCIIpeCCUPYeTCcs B TOIOBHOM Mo3re. YpoeHb KOK sHaunTenbHO
TIOBBIILEH .

PaspabatpiBaeTcs TeHOTepanus, KIeTOYHAA Tepays MUoOIacTaMm
3[J0POBBIX JJOHOPOB. HasHavaror npepunsonon B jfose 0,5 MI/Kr mac-
CBI TeJIa 4Yepe3 JeHb B Bo3pacTe 5-10 J1eT npy OTCYTCTBUM OXUPEHUA.
MexaHNU3M JIeiiCTBMA KO KOHIIA He siceH. Bo3aMoXkHO, rpyboe mopaxkeHue
MBIIII] C TOTHBIM OTCYTCTBYEM Oe/IKa AUCTPOdUHA IPUBOINT K Ay TONM-
MYHOMY IpoIieccy ¢ 00pa3oBaHIeM aHTUTEN K MbILIeYHOI TKaHI.
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Mwnonatuna bekkepa

PacnpocTtpanennocts muomnatun ot 0,4 go 2,38 ma 100 000 . Tun
HacnefoBaHue X-CLUeIUIeHHbIN penieccuBHbI. [lopaskaeTcsa ren guc-
TpoUHa, KaK ¥ Mpy Myonaruy JJIolieHHa, HO MyTaliuyu He TsDKeTIble
U 0e/IOK AUCTPOPUH CUHTE3UPYeTCs, HO OH JieeKTUBHBIIl, 4acTO
VIMEETCA B YKOPOYEHHOM Bufe. HaunmHaeTca MuonaTus B BO3pacTe
15-20 net, HO MHOrma u nociue 30 jet. I[loAaBnsgercs cnmabocTu n aTpo-
¢buu MbImIL Ta30BOro mosica u Gemep, a MO3[jHEe — MBIIIL] BEPXHIUX
KOHEeYHOCTell. VIMeroTcs nceBgornnepTpodun MKpOHOXKHBIX MBIIILI,
KOTOpBIE MOTYT OBITh C poXKAeHUs. TedeHue mMmomaTun foOpoKade-
CTBEHHOE C JUIUTETbHOI KOMIIEHCAIMeil ABUTaTeIbHbIX (YHKINII,
COXPAaHHOCTbIO MHTe/lIeKTa. YpoBeHb KPK moOBbIIIeH Takxke, Kak
U npy Muomnaruu JJomeHHa.

IIprMeHeHMe SHEPrOTPOIHBIX IpernapaToB IPMBOAMUT K 3HAYM-
TeIbHOMY yy4lleHuio (puc. 8).

144

121

Ho Yepesz 3

JedeHH Mecsa

Puc. 8. [luHamMuMKa MblIIeYHON CUIbl Ipy Muomnatun bekkepa
(mpucenanus) Ha $poHe mprema ngebeHOHA

C menpo paHHeN JUMATHOCTUKM M IIPefyNpesK[eHns IOBTOPHOIO
POXJIeHMs B ceMbe 60/IbHOTO pebeHKa ¢ MuonaTie [lomenHa 1 bexke-
pa B psAfe CTpaH NPOBOAATCA MACCOBBIN CKPYMHMHIY HOBOPOXK/I€HHbBIX
MaJIbYMKOB Ha 9TI 3a00/IeBaHNA.
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BbIfie/IAI0T HECKOIBKO 3TaIllOB MaCCOBOTO CKPMHIHTAa HOBOP OXKJIE€H-
HbIX Ha Myonaruio [romenHa u bekkepa (Naylor E.NN. u fip., 1992):

I. BolABneHMEe Y HOBOPOXXIEHHBIX MaJbu4MKOB BCEX CIIy4aeB IIO-

BointeHus yposHsa KOK B xpoBu mpu 3abope KpoBU METOOM

CyXOJ1 KaIlin

II. Onpenenenne y nereit B kposy Tnia nsogpepmenra KOK:

KOK-MM - u3 ckeneTHOI MBI
K®K-BB - u3 romoBHOT0 Mo3ra
K®K-MB - u3 Mnokapza

III. THK-guarnocTrka

IV. Onpenenenue auctpodnHa B MbIIIIEYHOM OMOIITaTe (XOTS B HACTO-
sAlllee BpeMs 9TO He aKTyasIbHO, foctarouHo JHK-amnarnoctukm).
V. BolsaBleHne HOCUTeNel reHa 0One3HM Cpenyt POACTBEHHUKOB

60IbHBIX

VIIIpenatanbHasa gmuarHocTuka muonatuy JiomeHHa u bekkepa

y MaTepy 607IbHOTO pebeHKa

B ta61. 3-5 npepcTaBieHbl CyMMapHbIe JaHHbIE TAKOTO MacC-CKPU-
HyHra. CrabbpIM 3BEHOM IIPOTPAMMBI SBJISAETCS OTCYTCTBUE 3ddek-
TUBHOTO jledeHN:s Muonarum JlronieHHa n bekkepa, XOTs B IOC/IeHME
roibl pa3pabaTbIBaeTCs TeHOTepas 3THX 3a0oneBanmii. [ nedeHns

IIPUMEHAIOT HNU3KNE NO3bI IIPETHMI30/I0HA.

Tabnumna 3.

JlaHHbBIe CKpMHIPYIOIIell MPpOorpaMMbl Ha MuonaTiu [JronenHa
u bekkepa y HOBOpOXKIeHHBIX Manb4iKOB B IleHcunpbBaHnmn

O6cnenyemas rpymma

IToxasaTenu

Ipyrmma 06cmefoBaHHbBIE HOBOPOXK/IEHHBIX 000€ro mosa
(Bxmouas 21 920 us bpasnmn)

83 396

B Tom uncre:
ITpu nepBoHayanbHOM NoBbIIIeHNN YpoBHA KDK
(2 n3 bpasunun)

124 (0,15%)

ITpu ycroitanBom nossitieHnn yposHa KOK

12 (0,02%)

[Tpu nopTBep>KIeHHOI MuonaTuy JlomeHHa

10

[TopTBepxeHHast MyuonaTus bekkepa (merkas ¢popma)

1

BosmorkHas Myomnarus bekkepa (Tspkenas popma)

1
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IIpodonscenue mabn. 3

Yucmo 6ompHbIX Muonaruert [JomenHa u bexkepa 12
Yucrno cnyyaes ¢ nosbienneM yposH:a KOK:
Tsxenas MpleyHast NIIEMI 1

Yacrora muonarun Iromenna u bekkepa 1 Ha 6 950
(1 1a 3544
MaJIbYIKOB)

Yacrora muonatum [JromenHa 1 1a 8 340
(1 1a 4253
MaJIb4ylKa)

Yacrora muonmarun bekkepa 1 Ha 41 798
(1 Ha 21266
MaJIb4MKOB)

Tabnuua 4.

JlaHHbIe CKpUHITHTa HOBOP O)K/IEHHBIX Ha MIIOIIATIIO
Iromena u bexkepa nmpu 3a6ope KpoBM MeTOTOM CYXOJI KaIlIn
B IlencunbBanun

AxtuBHOCTH KOK, en/n
Bortb- TIpn Tpn Tum uso-
¢depmenta | JHK-gmarHocTnka
HbIC TIePBOM TMTOBTOPHOM KDK
VCCIIEIOBAHNM | MCCIIEOBAHUA

K.T. >2000 >2000 MB Henerus 4,8,12,17,19
E.C. >2000 - MM,MB |Her peneuun

M.B. >2000 >2000 MM Hert genetun

A.P. 500-1000 - MM Henerus 19, 44

J.K. 1000 500 MM,MB |Her penennn

C.P. 1000 500 MM Henerus 4, 8,12, 17
C.B. 1000 1000 MM,MB | Ienetus 44

C.L* >2000 >2000 - Hemenus 45, 48, 51
]J.C. >2000 >2000 MM Hemenus 48

J.K. >2000 >2000 MM Hert genetun

D.S. >750 >500 MM,MB | lenenus 45, 48

A.H. >2000 >2000 MM Her peneuun

* — 6onbHOIT 13 bpasunun
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Tabnuya 5.
MaccoBblii CKpMHMHT HOBOPOX/ICHHBIX HA MUONATUH
JromenHa 1 bekkepa mo yBeIm4eHNIO COflepKaHmA
KpeaTuH¢pocPOKMHA3HI B KPOBU

IToxasaTenm Hosas 3emanpgua | lepmanna
(1978) (1984)
Yucno 06cmeoBaHHbIX HOBOPOXKIEHHBIX 10 ThIC. 82 ThIC.
MaJIbUYMKOB
Yucno cnydaeB muonaruei [lomenHa 2 24
Yucno cnyyaes Muonnaruen bekkepa 1 3

Mwuonatua dmepu-[pendyca

3aboseBaH1e HACTIEAYeTCA [0 @y TOCOMHO-/JOMIHAaHTHOMY, 2y TOCO-
MHO-peLeCCMBHOMY U X-CIIeIVIeHHOMY peljeccuBHOMY TumaM. Hadaso
6orne3nu B Bodpacte ot 3 o 15 net. OTMeuaTcs cmabocTb 1 arpodun
MBIIII] TA30BOT0 051Ca, Oefiep. VIMeIoTcs paHHVe KOHTPAKTYPbI B IOKTe-
BBIX CYCTaBaX, peTpaKIU/ aXM/IOBBIX CYXOXKI/INIL, KapAOMUOIIATI,
CHIDKEHMe VIHTEVIEKTa, OTCYTCTBYIOT IceBforuneprpodmit (puc. 9).
INosbimena KOK B kposu. Vimeercs HapylleHMe cepIedIHOro puTMa.

Puc. 9. BonbHoit Muonarueit Omepu-Jpeiipyca
(Okcdoppckast 6a3a JaHHDIX)
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AwncTanbHble MmuonaTumn

JucTanbpHble MMOTIATVMM KIVHWYECKN HAIIOMUHAIOT HACTIefICTBEH-
Hble MOTOPHO-CEHCOPHbIE HEeBPOIATHI. Taxke OTMedaTcsA arpodun
¥ MbIIIEYHAs C/TabOCTD AMCTATIBHBIX OTHE/I0B KOHeYHOCTell. CHYDKEHBI
CYXOXXI/IbHBIE U IepUOCTabHble pediekcel. Her HapymieHms 4ys-
cTBUTeNbHOCTI. VIMeeTcs nosblienyie KOK B kposu.

MasHaa mmnonaTusa

BHenrHe 60/1bHbIE TOX0XKM Ha IALMEHTOB C [71a3HOI HOpMOIl Mua-
CTeHIU, HO Y HUX OTCYTCTBYeT JleKpeMeHT M-0TBeTa IIpy IPOBeJeHIN
CTUMYJ/IALIMOHHON 3/IeKTpoMuorpaduu Kpyropoit Mplmel riaaza. Ot-
MedYaeTcs IITO3 BeK, OTpaHMYeCHNe [IBVDKEHNMII ITTa3HbIX A6710K. [Ipoba
C AHTUXO/IMHECTEPA3HBIM IIPerapaToM (IIPO3ePUHOM MU KaIIMUHOM).
Ioswimren yposH:A KOK B kpoBH.

OkynodapuHreanbHaa muonarTus

3aboneBaHMe Hac/leAyeTcsA MO ayTOCOMHO-ZOMUHAHTHOMY U ay-
TOCOMHO-PeLIeCCUBHOMY THITy. [eH ayTOCOMHO-/JOMIHAHTHON (OPMBI
HaxoauTcs B xpomocome 14q11.2-q13, oH KopupyeT cuHTe3 Oeka Io-
JMaieHNIH-aCCOLMMPOBAHHBIN Oe/IoK. BhIAB/IAETCA SKCIIAaHCUA TPU-
HYK/ICOTUIHBIX TOBTOpOB. Havano 3aboneBanne NpuxopnTcs Ha BO3-
pacrt ot 40 o 60 net. Hapsny ¢ odranbMmornieryeit 4acTo OTMe4aeTcst
CMab0CTh MBIIIL] JIVIIA ¥ IPOKCHMA/IbHBIX OT/E/IOB BEPXHNUX KOHEYHO-
cteii. [ToBbiraetcs yposenb KOK B kposn.

BPOXAEHHbIE MUOMATUN

Cpem/l 9TOM I'pyniibl 3ab01eBaHMsA BBIICTIAIOT CHMHJIPOMabHbIE
" HECUHpOMa/IbHbI€ BPOKAE€HHDbIE MUOIIATUN:

1. CuHgpoManbHbIe.
¢ «Yucrag» BpoXKX/IeHHAA MUOIIATHA.
¢ Bpoxpennas mmuonarus OyKkyambl.
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e bBosne3Hb «MblIIIIIIa-T1a3-MO3I»

* Cunpgpom Yonkepa-Bap6ypra

2. HecunppomabHble.

“Qucmaa” epoioeHHAT MbluieuHas Oucmpodus TeperaeTcs
10 HAC/IefCTBY II0 ayTOCOMHO-PELIeCCUBHOMY TUIIy C PUCKOM 25%
11 OparbeB 1 cecTep O60/bHOTO. VIMeeTcs epBUYHBI feuuT 6em-
Ka Mepo3yHa B MblIIax. C po>KAeHNs NMeeTCs CUMITOMATHKa MIO-
natuy, KoTopas He mporpeccupyer. CodeTaeTcss ¢ apTPOIPUIIIIO30M,
HO MOXeT ObITb U 6e3 Hero. AktTuBHOCTh KOK HOpManpHas win He-
MHOTO HOBBIIIEHA.

Bposncoennas mouueunas oucmpopus Pyxyamor (mun II) nepe-
JaeTcs MO HACTeACTBY 110 Ay TOCOMHO-peljecCMBHOMY Tury. Pogyrenn
ABJIAIOTCS HOCUTEAMY TeHa 6oesHu. VIx getu 3aboneBatot B 25% ciy-
qae. Y 60/IbHBIX IPOVICXOAUT paspylIeHVe JUCTPOPIH-aCCOLMPOBAH-
HOTO KOMIUIEKCa 0€/IKOB B MBIIIIAX. DTO MPOMCXOAUT M3-3a MyTaI[UN
B reHe (hepMeHTa, KOTOPBIl Y4aCTBYeT B IIMKO3VIMPOBAHMUM O-JVIC-
TPOI/IMKAHA, KOTOPBII SB/IAETCS LIeHTPA/TbHBIM 0€/IKOM, OCYIIeCTBIIA-
IOLIVIMO Yepe3 B-AUCTPOITIMKAH CBA3b AUCTPO(dUHA C BHEKIETOUHBIM
MaTpUKCOM. [MCTPOIIMKaHbI IPUHIMAIOT y4acTBIUE BO BCEM JJUICTPO-
¢uHOBOM KOMITeKce. BobIIol BHEK/IETOYHBI O€/IOK a-AUCTPOIIN-
KaH CBI3aH C KOMIIOHEHTOM 6a3a/IbHOI MeMOpaHbl IAMUHIHOM 2 (V11
MeposuHoM). [Ipu muopucrpodun Pykysama DpoucxXoauT BTOPUYHOE
CHIDKEHE 9KCIIPeCCUM A-AVICPOI/IMKAHA U IOTHOE VIV YaCTUYHOE pas-
pyLIeHue JUCcTpOdUH-acCOLMMPOBAHHOTO KOMIUIEKCa OeKoB. [laHHas
MIONATHA 4acTo BCTpedaeTcs B Snmonun. [lopaskeHne Mblmiy coueTa-
€TCA C MOpaKeHNeM LIeHTpanbHOI HepBHON cucTeMbl. YpoBeHb KOK
B KpoBU yBemmuuBaerca B 10-50 pas.

Bonesnv “mvumuya - 2na3 - mo32” yMeeT ayTOCOMHO-peIleCCUB-
Hoe HacefoBaHye. OTMevaeTcs MbllleyHass C1aboCTb, UBMEHEHMs CO
CTOpPOHBI I71a3 U cygoporu. YposeHb KOK MoxeT ObITh HOPMa/nbHO B
Te4yeHye IIePBOro TOfla >KM3HH, a B IIOCTIeAYIOIEeM ITOBBIIIAeTCS.

Cunopom Yonkepa - Baplypza TiepepmaeTcst IO HACHIEACTBY IO
ayTOCOMHO-PeIleCCUBHOMY Tuly. Y OOJNBHBIX MMeEeTCSl MBbIIIeYHas
cmabocTh, 3a/jep>KKa YMCTBEHHOTO PasBUTIS, RHOMA/INY LIeHTPaIbHON
HEepBHOII CiCTeMBl B Buie mu3aHLedany Tumna II, manbdopmanym ns-
BVJIVH TOJIOBHOTO MO3Td, QHOMAJIbHO YTOJIIEHHO! KOPBI I'OJIOBHOTO
MO3Ta ¥ IPYTUX CTPYKTYPHBIX MI3SMEHEHMIL.
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CTpyKTypHble MuonaTum

CTpyKTypHBIE MUOIIATUY — 3TO IPYIIIA HAC/IeNCTBEHHBIX MIOIIA-
TUIT, TIPY KOTOPBIX B MBIIIIIAX OHPEAe/NATCS 0CoOble CTPYKTYpHBIE
M3MeHEeHNs, BUMMBIE TI0] CBETOBBIM MUKPOCKOIOM. JTi 3abojeBa-
HMSI OOBIYHO He IPOTrpeccUpyoT. [[1arHos MoATBep>KAaeTcsl ¢ IIOMO-
I[bIO MBIIIEYHOI OMoTICKY (BbIsIB/IEHIE XapaKTEPHBIX U3MEHEHNIT TIPU
cseroBort Mukpockonvy) n JHK-guarHoctnkm. Beigensior cnemyro-
I[yie CTPYKTYpHbIe MUOTIATHN:

1. BoresHb LeHTpanbHOrO cTepXKHA (puc. 10).

2. Muory6ynspHas MUOTIATHSL.

3. Hemanuuosas muomnatus (puc. 11).

borne3Hb EHTPaIbHOTO CTEPXKHA — 3TO I'PYIIIA BPOXKIEHHBIX MIO-
ATy, TUCTONIOTMYECK) XapaKTePU3YIOIVIXCsl HapyLLIeHNeM T10/I0KeHsA
ARpa KJIeTKY (CKAIUIMBAIOTCA B LIEHTPAIbHOI YaCTH BIIIEYHOTO BOIOKHA)
C IIATO/IOT Vel PUAHOAMHOBBIX peliennTopoB. CylecTBYIOT (GOpMBI 3a0071e-
BaHMA C ayTOCOMHO-ZIOMVMHAHTHBIM 1 @y TOCOMHO-PeLleCCMBHBIM HacIe-
moBaHMeM. AyTOCOMHO-OMMHaHTHas ¢opma 6ojee HOOpOKadeCTBEH-
Hasi, MEIICHHO IIporpeccupyer. AyTOCMHO-perieccuBHasA (opma MMo-
IaTUM TIPOTeKaeT Ooree TKeNIO U OBICTPO Imporpeccupyer. Y GONbHBIX
OTMe4aeTcs MBIIIeYHas C/1abocTh, O(bTanbMonnerI/m. Ha MPT wmpiming
BBIAB/IAAIOT paspylueHye m. Sartorius, romoBky m. Quadriceps femoris .

MuoTy6yrsapHas MUONATHA TakKe OOYCIOBIEHO IATONIOTMeEN
pacrionoxxenus safep MuodubpuL. 3abonepanue mepegaeTcsa IO Ha-
CIefCcTBY N0 X-CIeIVICHHOMY pelieCCMBHOMY TUITY Hac/IeflOBAH, IPK
KOTOPOM 3a00/IeBaHNe IPOSABIACTCA Y Ma/IbYMKOB, TAK KaK OHM MIMEIOT
TOJIBKO OfIHY X- XPOMOCOMY, Y )KE€HIIVH VX 2 (OffHY IIOTTy4aioT OT OTIa
u offHy oT MaTepu). ITorn pebeHka ompepenaeTcs MONIOBOI XPOMOCOMOII
(X mmm Y) B My>KCKOJI ITOTIOBOJI K/IeTKe (B CIiepMaTo30u/e).

Yacrora 3ab6oneBanus Bo @pannuu 2 cryyas Ha 100 000 HOBOpO-
XKJIEHHBIX MaJIbyMKa. Y Ma/buMKOB C POXK/IEHUA OTMeYaeTcs CHIDKe-
HI€ MBILIEYHOTO TOHYCA, MbIIIeYHasA c1abocTb. OCOOEHHO BBIPaYKEHO
HOpa)keH)e MBI JIMIA M H IIasHbIX Mbiml. OTMedaeTca oTab-
MoIUTerys. VIMeTcs HapylleHNs AbIXaHNsA ¥ KOpMIeHnA. BosmoxHa
acmmpanus, KOTopas IpUBOAUT K JleTanbHOMY ycxony. [Ipu Tskenoit
¢dbopme 3ab071eBaHNS IPOTHO3 HEOIAarONPUATHBIIL.
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[Tpy MbIIIEYHOIT OYOTICUM OIPeeNA0T MbIIIeYHbIe BOTOKHA C Ma-
JIEHbKVMMM AJPaMM, PAcIOIOKEHHBIMY B LIeHTpe BonokHa. OHM OKpY-
YKEHBI CBETJIBIM I107IeM 6e3 MIoGuOpuI.

HemanmnHOBass MMONTHA — TeTepOTe€HHAsA TPYIIA MbIIIEYHBIX
3a00/IeBaHMIT C MyTaIMAMM B TeHAX, KOAMPYIOMNX KOMIOHEHTBI TOH-
KX BOJIOKOH CapKOMepBHI.

Yactora - 1:50 000. Tun HacnefoBaHNA Ay TOCOMHO-IOMIHAHTHBI
M ayTOCOMHO-peIlecCHBHbIA. [Ipy IMCTOMOrMYecKOM MCCIeOBaHNUN
MBI Y OO/MBHBIX 0OHAPYXXMBAIOT HUTEOOPas3Hble CTPYKTYPHI B MBI-
IIEYHBIX BOTIOKHAX.

JI151 60/IbHBIX HeMa/IMHOBOJ MYIOTIATel XapaKTepeH BHEIIHMIT BUT,
HAIIOMMHAIOINI OONbHBIX ¢ cMHApPMOM Mapdana (apaXHOmAKTUINA,
YIIMHEHHOe INLIO, fiepopmanns rpygHoit kiaetkn) (puc. 10). OTmevaeT-
A TeHepa/M30BaHHasA MBbIIIeYHas c1abocTh. MmomnaTus, Kak IpaBuo,
He niporpeccupyet. Ho 6b1BaroT 1 6071ee TspKenble GopMbl 3a00/IeBaHMA.
KpeatundocdoknHasza B KpOBY IOBBIIIAETCSA HE3HAYNTETHHO.

Puc. 10. HemanuHoBas Muonatus
((The face in genetic disorders (R. Goodman, R. Gorlin, 1977))
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JleueHne muonaTunin

OtcytcTByer crienndudeckas tepanys. [IpuMeHAOT 9HEPrOTpPOII-
Hble IIpenapaTsl: 1) npemaparsl kosusuma Q10, 2) KapHUTHHA, KapHO-
3MH. DTH IIpelapaThl Ha3HAYAIOTCA IOCTOAHHO. [lepen HasHaueHMeM
ux cnepyer nposectu IKI.

* IIpemaparsbi Q,, (y6uxmnona):

1. Tlpemaparsl, ABNAKIMECA TIONMHBIM AHA/IOTOM KO3H3MMa Q
(kyodecan, kyoesuma, B 1 16. — 30 Mr). II/10X0 IpOHNUKAIOT Yepe3
remarosHuedamueckuit 6appep. HasHavator 2 16. YTpom 1
1 gaem o 16.00.

2. ITpuenaparsl nge6eHoHa (KO3H3MMA Q,) - cuHTeTMYECKNIT aHa-
nor koaHsuma Q,, XopoIo MpOHMKAIT Yepes remMaTosnIeda-
Jm4ecknit 6apbep.

- Hoben - B xamncyrne 30 Mr. 3aperncTpupoBaH ¢ 18 yer.
IJenecma6 — B Kamcyse 45 Mr. 3aperucTpupoBaH ¢ 18 jer.
ne6enoH — kancynsl o 30 Mr u 45 MI. 3aperucTpupoBaH ¢
18 ner.

MHmecuc — TabneTku 110 45 MI.

Heitpomert . TabneTku 1mo 30 Mr 1 45 Mr. Be3 BodpacTHBIX orpa-

HUYEHUIL.

HasnavatoT mo 90 mMr B cyTku o 16.00, 4T06BI He OBIIO HAPYIIEHUS
cHa. Hanpumep, HoOGeH Ha3HAa4aloOT MO 2 KaICyIbl yTPOM 1 1 Kamcymy
THEM.

CyTouHasa notpe6HOCTb- 500 Mr. [TosTomy, mpu HeoOXOAUMOCTH,
103y IperapaTa MOXHO YBeIN4IMBaTh 6omee 90 Mr.

ITpenapar He cnefiyeT HasHA4YaTh IIPYU SKCTPACUCTOIOTMY, APUTMUIAL.

ITpn npueme npenapaTa ciefiyeT KOHTPOIMPOBATh apTepuaabHOe
faB/ieHue. \IIpU CHIDKEHUY — Ha3HauuTb BuTaMuH Bl mo 100 mr B T6.
yTpom.

IKI npoBopuTtsb 1 pas B 6 MecALes. [Ipy nosBneHnn sKCTpacucToN
[03y IIperapara CHYDKATh.

* Ilpemaparbl KApHMTIHA:
1) KapHuijeTyH Ha3HavyaloT 110 2 KAIICy/IbI 2 pas3a B CyTKM o 16.00
nocne efbl. Coflep>XUT aleTUIbHYIO TPYIIy, KOTOpas CIIO-
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COOCTBYeT CHHTe3y alleTM/IXO/NNHA, KOTOPBIN 3aMefyIsieT cep-
meuHblll puTM. He >xemaTenbHO HasHa4aThb IIPM BBIPAXKEHHOI
Opapukappum.

2) Onbkap 1o 1 yaitHoli 1oXKe 2 pasa B CyTKu f0 16.00.

CyroyHas noTpe6HOCTHB KapHuUTHe — 500 Mr. [ToaTomy, npu Heo6-

XOAMMOCTH 103y IIpenapaTa MOKHO YBe/TNYNBATh.

* KapHo3uH (He 3aperncTpupoBaH KakK JIeKApCTBEHHBIN IIpeIa-

par). ITo 1 16. (0,5 T) yrpom.

bonpHble MMONIATUAMIU NPUHMMAIOT SHEPTOTPOIHbIE IIperapaThbl
MOCTOSTHHO 6e3 mepepbiBa. MOXKHO Ha3HAYaTh O[HOBPEMEHHO Mpera-
patbl KosH3uMa Q10 (MM ero aHaoTH), perapaThl KAPHUTHHA U Kap-
HO3JH, TaK KaK OHJ VIMEIOT pasHble TOUYK) IIPUJIOKEHN B MEXaHU3MeE
UX JIeICTBUS.

Ilepen, HasHayeHMeM SHEPTOTPOIHBIX IIpernapaToB >KeTaTe/lbHO
IIpOBeCTy TabopaTopHble VICCIeROBaHNA (PYHKIINU MUTOXOHIPUI, TaK
KaK 9HeprOTPOITHbIE IperapaThl HA3HAYAIOT /I KOPPEKIMM MUTOXOH-
IpVAIbHBIX HAPYIICHNIT, MMEIOIINXCS Y O0/IbHBIX MUONATUAMIL.

1) Onpepennth MakTaT B KPOBU O €IbL U Uepe3 1 yac mocsue npu-
eMa IJTIOKO3bl WM caxapa, paCTBOPEHHBIX B BOjie, B fo3e 1 T
CYXOTO BelllecTBa Ha KI' MacChl Te/la B /M000I KOMMepYecKoii
nmaboparopun. IIpenBapuTenbHO CIefyeT ONIpefeaTh ITII0KO-
3y HaTOIIAK ¥ HAaTPYy3KOIl yraesofjaMu. Eciy ecTh HapylleHue
yIZIeBOZHOTO OOMeHa, JIaKTaT IIOCJle HArpy3KU YIJIeBOAAMU
He OIIpefleNAT.

2) IIpoBecTn KommyecTBEHHOE OIIpefie/ieH)e AKTMBHOCTY MUTO-
XOHZIpUANbHBIX (epMeHTOB nMMMOIUTOB TepubepudecKoi
kpoBu 1o MeTony A.G.E Pearse.

* COT (cykumuarpmerupporenasa). Ilpemaparel kosHsuma Q10
MIOKa3aHbl, €C/IM MOKa3aTe/lb CHIVDKEH VI KOMIIEHCATOPHO IIO-
BbllIeH. [Ipy koMnieHcaToHOM noBbIeHNM YpoBHA CII MOxXHO
Ha3HAYMTbh MEHBIIYIO O3y IIpenapara.

o IOl (anbda-runepodocdarmernmporenasa). Ecnm mokasa-
TeJIb CHYDKEH, Ha3HAvYaloT IIpelapaT KapHUTIHA.

B nocnepytomeM MOXHO IIPOBOAUTD OIIpefie/ieHNie TAKTaTa 1 KOJIN-

YeCTBEHHOTO OTIpefieNieHNsI aKTUBHOCTY MUTOXOH/IPUATbHBIX hepMeH-
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TOB MMMpouNTOB nepudepudeckort Kposu 1 pas B rog. Ecin nokasa-
Te/IM He HOPMaIMU3yIOTCA, MOXKHO YBEINYUBATD 103y SHEPTOTPOIIHbIX
npenaparos. Eciu Ha oHe se4eHNs SHEPrOTPOIHBIMY IIpenapaTaMu
YPOBEHb JTAKTaTa OCTAeTCs BBICOKVM Ha3HA4YaloT AuMedocdoH.

[TpuMeHAIOT TYTOpbI B HOYHOE U THEBHOE BpeMs /I VAep KaHMs
CTOII, KOJIEHHBIX CYCTABOB C I1e/IbI0 IPeIOTBpallleHN A KOHTpaKTyp. [Ipu
HapyleHun abixaHus — Anmapat VIBJI mopratuszbiil AVIBJIn-2/20
«TMT». CymecTByeT Xupyprudeckas KOppeKIysl HepBHO-MBbIIIEYHO
nedopmanyy T03BOHOUYHMKA

MUONATUN NPU HACNEACTBEHHbIX HAPYLUEHUAX
OBMEHA BELLECTB

MpbimreyHast cnabocTh, 00YC/IOBIeHHAs! HapylleHle CUHTe3a IJIN-
KOT€Ha, er0 HAKOIUICHNEM B MBIIIIAX M3-3a HAPYLIEHNSA ero pacla-
lla BO3HNMKAeT IpM IIMKoreHosa. CyllecTByeT 2 TUIA ITIMKOT€HO30B,
pM KOTOPBIX Pa3BMBAETCsI MUOIATHS:

e Tum 2 (6onesub ITomre)

* Tun 5 (6one3up Mak Appyis).

[MarHo3 mOATBEp)KAAeTCsi € MOMOIBI0 MBIIIEYHON OUONICUU U
IOHK-gnaraoctrku.

[ 6onesun ITomrie cyljecTByeT SH3MMOTEepaINsL.

MUOTOHUN

MuoroHun — rpymna 3aboneBaHWil, IpU KOTOPBIX HAOIIOfaeTcs
HeCII0COOHOCTD MBIIII] OBICTPO PacCIabIATHCA IOCTIE MBIIIEYHOTO CO-
KpallleH.

Kraccnpukanysa MuoToHmii:

I. HacnenmcTBeHHBIE MUOTOHUMA:

* Bpoxpennas mnotoHus Tomcena

+ lenepanmmsoBanHasa MuoToHuA bekkepa

* BpoxgeHHast MMOTOHMS C 60/IE3HEHHBIMM  CTTa3MaMy (KpaMIIn)
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* BpoxxsieHHasa mapaMUOTOHKA

* VHTepMUTTUPYIOLIasA MUOTOHNA

* Heitpomnoronus

* Muoronndeckas fucTpopus

+ Xonpapopucrpoduyeckass MUOTOHUSA

II. I[Tpno6peTeHHbIe MUOTOHUMN:

* DBpI3BaHHas IeKapCTBEHHBIMU NIpenapaTaMiu

» CoyYeTawmiasacs co 3710Ka4eCTBEHHOI OITYXO0/bI0

Ha MPT ™Mbl KOHEYHOCTEN U MUOTOHMYECKON AUCTPOPUM
3aperucTpMpoOBaHO MOPaKeHNe Me[yajbHOI TONMOBKM MKPOHOXKHOI
MBIIILIBI, TopaxkeHMe cuMMeTpuyHoe. [Tpy HMCH nmenoch acumme-
TPUYHOE IIOpa>keHl)e MBIIIL] TONeHel.

Ha OMI ormevaloTcs XxapaKTepHble M3MeHeHus (puc.11).

N
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Puc. 11. Onextpomuorpadust 60TbHOTO MUOTOHUYECKOT AUCTPOdIeit

II)'IH JIeYeHVA IPYMEHAIT SHEPTOTPOIIHbIE ITpenaparhl IpM MUO-
TOHUYECKOI HI/ICTPO('I)I/H/I, A1 YMEHbIICHNA CKOBAHHOCTH — Kap6Ma—
3CIINH.
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CMNHAJNIbHBIE AMUOTPOOUNA

CnmHabHble aMMOTPOdUY — 9TO IPYIIIIA 3a60/IeBaHNI, IPU KOTO-
PBIX aTpOoguM MBI BO3HUKAIOT BCIEACTBIUE ITOPaXKeHNe MOTOHE-
POHOB CIIMHHOTO MO3Ta.

Kmaccnpukanusa cnuHanbHbIX aMMOTPOduMii:
A. AytocomHo-peneccuBHble CA.
1. [TpokcuManbHbIE.
1) ®opma Beppuura-Todpdmana (puc.12).
a) Octpas popma (Tumal).
6) ITpomexxyTouHas ¢popma (Tuma 2).
2) ®opma Kyrenbbepra-Benaugepa (xpoundeckas gpopma,
T 3).
2. IIporpeccupytommnit 6ynb6apHbIit
napanundy y feTeii.
3. JlonarouHo-niepoHeanbHas CA.
4. OucrtanpHas CA.
b. AyrocomHo-noMmnHanTHble CA.
1. ITIpokcumanpHasa CA.
2. JInue-nomatouHo-mieueBass CA.
3. JlomaTtouno-meveBas CA.
4. Nucrtanpubie CA.
5. JlomarouHo-nepoHeanbHas CA.
B. X-creninennnie CA.
1. IOBenunpHas 6ynbbapHas u npokcumanbHas CA.
2. IIpoxcumanbrasa CA.
3. OucranpHasg CA.
4. BynbbapHo-cnyHanbHas amuoTpodus Kennenn.

B f o s, T
Puc. 12. BonbHas npokcumanpHble Gpopmoit
cnHanpHOI ammnotpodueit Bepauura-Topdmana
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BornbHbIe ieTH CO CHMHATBHOM aMMOTPOQUeNl COCTAB/IAIOT OCHOB-
HYIO TPYyIITy OO/BHBIX C CUMIITOMOM «BSIOTO pebeHkar(puc. 13).

Puc. 13. CUMIITOM «BSITIOTO peOGeHKax»
( Nelson Textbook of Pediatrics , Nineteenth Edition2011 )

[l nedeHMs NMPUMEHSIOT SHEPTOTPOIIHBbIE Ipenaparhbl, aHTUXO-
JMHeCTepasHble IIpenaparsl, (uanoTepanuio (37MeKTPOCTUMYIALVS
nepudepnyeckux HepBoB). IIpy IPOKCHMaNbHOI ayTOCOMHO-perec-
CMBHOJI CIITHA/IBHOJ MBILIEYHOI aTpOGUM IIPUMEHSIOT I'eHOTepaIio
(HycMHepceH, pUCANIIIAM, 30/ITE€HCMA).

HACNEACTBEHHDIE
MOTOPHO-CEHCOPHbIE HEBPOMNMATUIN

Bcero BbIienA0T 8 TUIIOB HAC/TIECTBEHHBIX MOTOPHO-CEHCOPHBIX
Hespomnatuit (HMCH). Tun I u I HMCH paspensatorcs ¢ yaerom CIIN
10 cpeMHHOMY HepBy — 38 M/c Ecim menbe - tun I (nemuennuusu-
pytotee nmopaxenue), Ecim 6onbire — v I1 (akcoHanbHBI THI TOpa-
JKEHMA) .

CymecTBytoT (opMBbI 3a007I€BaHUA C ayTOCOMHO-JOMIHAHTHBIM
Hac/leloBaHMeM, ayTOCOMHO-PELleCCMBHBIM 1 X-CILIeIJIeHHBIM Ha-
crnefoBaHyeM. 3abo/eBaHMe MOXKET HAauMHATbCA B TI0OOM BO3pacTe.
XapakTepHa MbIlleyHass C1ab0CTh B KUCTAX U cromax. Iloxopmka
«CTemmaXk». bolbHBIe He MOTYT CTOATb Ha HOCKax M mATKax. Cyxo-
KWIbHBIE pedIeKChl CHYDKEHBI WM OTCYTCTBYIOT. Hapymrena 6oe-
Basg YYBCTBUTEIbHOCTDb IIO IIOJIMHEBpUTHYeCKOMY Tuiry. OTMedaeTcs
CHIDKeHMe BUOPAIMOHHOI 4yBCTBUTENBHOCTY B MA/IbIAX CTOI. ATpO-
(bupy0TCA MBILIIIBI ToIeHel (puc. 14).
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Puc. 14. HacnencTBeHHasA MOTOPHO-CEHCOPHAsA HEBpOIIATHA

Cy1ecTByeT Hac/leCTBEHHAsA MOTOPHO-CEHCOPHAsA HEBPOIATUA CO
CKJIOHHOCTBIO K TIapajnyaM OT CHaBJIeHMs. BpI3bIBaeTcs AyIIMKaLyen
B reHe PMP Ha 17 xpoMocoMe, TakKe KaK ¥ HacJlefICTBEHHasA MOTOPHO-
CEHCOPHasd HeBponaryA 1 Tuna.

Jns nedeHns NIPUMEHAIOT SHEPTOTPOIIHBIE IIpenapaThl, aHTUXO/N-
HecTepasHble Ipelnaparsl, GU3NOTepanyio (IMEKTPOCTUMYIALUA TIe-
pudepryecKkux HepBOB).
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ATTecTauMoHHbIe BONMPOCHI

1. IIpu MuonaTuAX Nopa>kaeTcs:
A) MblIna
b) Heps.

2. Ilpu cimHanbHOIT aMHOTPOGUN TOPAKAETCS
A) MbI1IIa,
b) nepenHme pora CIMHHOTO MO3Ta.

3. [Ins AMarHOCTUKY MUONIATUIL MCIIOTIb3YIOT:
A) dnexrpomuorpaduio.
b) Pentrenorpadumio.

4. Muomnatrueii JIanpgysu-Jle;xepuna 60nerot:
A) 1 My>KYVMHBI U KEHIIVHBI,
B) TONBKO >KEHIIMHBI.

5. MuoToHus — 310
A) HecrtocO6HOCTH MBIIII] OBICTPO PACCTAOIATHCS TOCTIE
MBIIIEYHOTO COKPAIIEHN.
b) Mpieynas crabocTs.

6. MuonaTuy npu HapyueHnyu o6MeHa BelecTs — 3TO
A) rnuxorenos II Tuna (6onesus Iomme),
b) cmuanbHas amMmmnoTopodus.

7. CnmHanbHaa amuorpodusa Bepaunura_Iodmana - sTo
A) ITpokcuManbHas CIMHaIbHASA aMUOTPODUA.
b) IncTanbHas cniMHambHAsA aMMOTpOduA.

8. Kpearnndocdoxnnasa npu MuonaTusx
A) YBenuunBaeTcs.
b) Cumxaercs.

9. K Henporpeccupyouym MUONIaTUAM OTHOCAT :
A) BonesHp 1jeHTPaIbHOTO CTEPIKHSL.
b) Muomnaruto [JromeHHa.

10. K BpoXKmeHHBIM MUOTATUSM OTHOCSAT:
A) Cunppom Yonkepa-Bap6ypra.
b) Muonaruio Jlangysu-Jlexxepuna.



8.

34

lMpaBunbHbIe OTBETHI

A).
b).
A).
A).
A).
A).
A).
A).
. A).
0. A).

S XN RN =

CnucokK nutepartypbl

. Taycmanosa-Ilempycesuy V. «MblmedHble 3aboneBaHus». Bapiuasa,

1971, - 440 C.

. Hepemun B.A., Aeagponos B.B., Cuooposa O.I1. Menuko-reHeTn-

YecKoe KOHCYNIbTMPOBaHMe IPY HAC/IeICTBEHHDIX M BPOXXIEHHbIX
60re3HsX HEPBHOII cucTteMbl. — M., Mep., — 2004. — 221 C.

. Bradley’s Neurology in Clinical Practice Sixth Edition,2012.

R.Y. Carlier, P. Laforet, C. Wary, D. Mompoint, K. Laloui, N. Pellegrini,
D. Annane, PG. Carlier, D. Orlikowski, Whole body muscle MRI
in 20 patients suffering from late onset Pompe disease: involvement
patterns, Neuromuscul. Disord. 21 (2011) 791-799.

. R. Goodman, R. Gorlin. The face in genetic disorders, 1977))

Nelson Textbook of Pediatrics , Nineteenth Edition. 2011

Komos C.B., Cuooposa O.II., bopodamas E.B. u coaém. MuToxoH-
IpyajIbHble HApPYLIEHN IIPY HepBHO-MBIIIEYHBIX 3a00/IeBaHNAX //
HepsHo-MbImeynsie 6one3un. -2019.- T.9, N 3.

Engel A. Myology (2-volume). McGraw-Hill, 2004.



KnioueBble cnoBa

MuonaTtun

MPT mpimir

[Iporpeccupyromnye MbIIIeYHbIE AUCTPOGUN
Jlvme-monaToYHO-TIeYeBasi MUOTIATIS
Muonarusa/langysu-Jlexxeprnna
Muonatusa bekkepa

Mmuonarunu [IronreHHa

Mmonatnsa Omepu-[Ipeitdyca
HucTanpbHble MUOTIATUN

[lmasnas muomnarus
OxynodapuHreanbHas MUOIIATIA
BpoxpenHble MyuonaTumn
CrpyKTypHbIe MUOTIATU
bore3Hp LIeHTPaNbHOTO CTEP)KHA
Hemanuuosasa Mmuonarus
Muoty6ynspHas MUOTIATUA
Kosnsum Q

Vne6enon

Kapantna

KapanmeTtns

Inuxorenos

bonesns [Tommne

bonesnp Mak Appna

MuoTonun

CrounabHble aMUOTpOdUN
Bsinblit pebeHOK

HacrencTBeHHas MOTOPHO-CEHCOPHAsA HEBPOIATHUA

35



C.B. Kotos, O.II. Cupoposa, A.C. Kotos,
E.B. bopopatas, I.A. Bacuenko

HEPBHO-MbIINEYHBIE bOJIE3HI

Yuebnoe nocobue

MN3patenscteo «[lepo»

109052, Mockea, Huxeropopackas yn., a. 29-33, ctp. 27, kom. 105
Ten.: (495) 973-72-28,665-34-36
www.pero-print.ru  e-mail: info@pero-print.ru
Moanucano B neuvats 19.04.2021. ®opmat 60x90/16.
bymara opceTtHas. Yen. neu. 1. 2,25 Tupas 500 ak3. 3akas 1971.
OtneyvataHo 8 OO0 «M3patenscteo «[epo»



ISBN 978-5-00171-952-6

785001%719526




