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BBEAEHUE

Hepsro-mbimeunsie 3a0oneBanust (HM3) — oOmmpHas rpynma 3a-
0oJIeBaHUH, XapaKTEPU3YIOIIMXCS MPOrPECCUPYIOIIMM BSJIBIM ITapE30M
WM NIAPAJTUYOM Pa3IMYHBIX MBIIICUHBIX TPYIII B PE3YJIbTATe OPAKSHUS
OIPENICIICHHBIX OTICIIOB PEQICKTOPHON AYyrH, 00eCIeUnBarONICH HOP-
MaJbHYIO (DYHKIIHIO MYCKYJIaTyphl.

YTpara niv u3MeHeHHE HOPMaJIbHOMN JIBUTaTEIIbHON aKTUBHOCTH H3-
32 CHWKCHHS CUJIBl M TOHYCA MBIIIII MOKET BOSHHKATh KaK B Pe3yJbTaTe
MOpaXXeHUsT COOCTBEHHO MBI (TIEPBUYHO-MEBIIICYHBIE 3a00JIeBaHNUsA),
TaK ¥ B pe3yJbrare MOpaKeHUs Mepu(epuIecKux HepBOB (pa3iuvHbIE
BHJIBI TIOTMHEHPOTIATHIA) MJTH MOTOHEHPOHOB CITMHHOTO MO3Ta (CITMHAIb-
HBIE MBITIICYHBIC aTpOdUN), WIH TUCHYHKIINA HEPBHO-MBIIIETHOTO COC-
TUHEHNUA (MUACTeHHH), a TAaK)Ke HapyIIeHHI, KOCBEHHO BIHAIOIINX Ha
paboTy MBI,

OCHOBHBIMH NPUYMHAMH BO3HUKHOBeHUsI HM3 cunrarorcs ayTonm-
MYyHHbIE 00JIC3HH, HACJIEJICTBEHHBIC/TCHETHYECKHE (DaKTOPBI U OTpaBJie-
HUE PA3JIMYHBIMU BellecTBaMu. Takke B 3Ty IPYIIy OTHOCUTCS YacTh
BPOXJICHHBIX Je(PEeKTOB MeTaboin3Ma (B TOM Yucie 0OJIe3HU HaKOILIe-
HUS B MUTOXOH/IpUAJIbHEIC 3a00JICBaHNSs) U HEUPOJCTeHEPATUBHBIX 300~
JICBAHUH CO CXOXKUMH CHUMIITOMAaMH.

Knuandeckas nmpakTuka HEMPOMBIIIEYHBIX 3a00JIeBAaHUH B HACTOSI-
1iee BpeMsi MpeTeprieBaeT OrpoOMHbIC U3MEHEHHS, HAIIPSIMYIO CBSI3aHHBIE
C HEAaBHUMH MOJEKYISIPHO-TEHETUIECKUMHU OTKPBITHAMH. BONbIINH-
CTBO T€HHBIX HAXOJOK B OOJACTH HEBPOJIOTHYECKOH MaTOJOTHH OTHO-
CUTCSl UMEHHO K HEHPOMBIIIIEYHBIM 3a00meBaHusIM. [IpsAMbIM criecTBH-
€M 3TUX OTKPBITHH ABJSETCS BO3MOKHOCTh TOUHOM JMArHOCTUKH, OCHO-
BaHHOH Ha J[HK, 4ro naer manueHTam 4eTKyH MPOrHOCTHYECKYIO HH-
(hopMaIuIO U MO3BOJISIET MPOBOJAUTH I'EHETHUYECKOE KOHCYJIbTHPOBAHHE
0 BOIIPOCAM Haclie[I0OBaHUsI MAaTOJNIOTUH. TakxkKe 9TO CrocoOCTBYET CO3-
JIAHUI0 CKPUHMHTOBBIX MPOTPAMM JUIsl HAanOoJiee paHHETro pacro3HaBa-
HUS OCJIOHEHHH CO CTOPOHBI Cep/Ilia MK JIbIXaTelbHoM cucteMbl. K co-
YKAJICHHUIO, B HACTOSIIIEE BPEMsi MHOTHE MAIUEHTHI HE MOJTy4atT JOCTY-
I1a K CTOJIb TOYHBIM JUArHOCTUYECKUM METOUKAM, XOTS CUTyallns 1 Ha-
yuHaeT MEHATHhCSI. OTKPHITHE HOBBIX T€HOB U OEIKOB MPOKJIA/IBIBACT
Iy Th JUTISI HOBBIX OTKPBITHH B JISYCHUH OOITBHBIX HEHPOMBIIIIEYHON TTATO-
JoTHeH.
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3HAYUTENBHOE CXOICTBO KIMHUYECKUX MPOSBICHUI B TpyIIe Ha-
CJICJICTBEHHBIX HEPBHO-MBIIIICUYHBIX 3200I€BaHH (CHMITTOMBI BSLIOTO Tia-
panuya pa3IMYHBIX MBIIIEYHBIX TPYII) CO3/1aeT 3HAYUTEIBHBIE TPYIHO-
CTH TIpU TIPOBeNeHUH uX Au(QepeHIanpHON TUarHOCTUKY Ha dTarle
KIIMHUYECKOTO 00CIIeIOBaHNS.

HenpaBuiabHO MOCTaBJIEHHBIA TONMUYECKUW JUArHO3 MPUBOJIUT K
OomMOKaM B JWArHOCTHKE ONPEAEICHHONH HO30J0THIECKON (HOpMBI
HHM3, uT0 yBeTMUIHMBaeT dKOHOMHUSCKHUE 3aTPaThl Ha POBEIACHUE T0PO-
TOCTOAIINX MOJICKYJIAPHO-TCHECTUYCCKUX aHAJIN30B I/I/I/IJ'II/I HC ITO3BOJIACT
OCYILIECTBHUTH MPOPUIAKTHKY BOSHUKHOBEHHUSI IOBTOPHBIX CIy4aeB 3a00-
JICBaHHA B OTATOLICHHBIX CEMbAX, OIPCACIATH reHeTUUECKUM cTaryc
POACTBEHHUKOB OOJBHOTO, a TaK)Ke MPOBOAMTH MOJ00p aJeKBaTHOHU Ma-
TOTEHETHYECKOW Teparuu, BO3MOXHON B HEKOTOPBIX ClIydasix 3a00ieBa-
HUH 3TOW IPyMIIBIL.



1. KNACCUOUKALUA HEPBHO-MbILLEYHbIX 3ABOAEBAHUH

Mopdgonornyeckan kKnaccHdHKaLHA HePBHO-MbILIEYHBIX 3a601eBaHHH

I. Cas3anHHBIE C TOPAKEHUEM CKEJIETHBIX MBIIIII.

II. CszanHBIE C TOpAKEHUEM NEPEIHUX POTOB CIIMHHOTO MO3Ta.

I11. CBsi3aHHbBIE ¢ TOpaXKCHUEM TMTepU(EepUICCKUX HEPBOB.

IV-VII. CBs3aHHbIE C TOpaKEHUEM HE TOJIBKO HEPBHBIX M MBIIIEY-
HBIX CTPYKTYp, HO U CHHAIICa.

KAuHHYeCKan KnacCHOHKaLHA

I. TIporpeccupyromye mbitieunsie auctpoduun (ITIMJ).
la. Hemporpeccupytormiye MpleyHble TUcTpodun (MHOTIATHH).
II. CnunanpHBIE aMHOTPOGUH.
II1. HeBpasbHble aMuoTpoduH.
IV. Muacrenus.
V. Muaronus.
Bpoxnennas MuaToHus.
(bonre3ns OnmenreriMa).
VI. Muortonust Tomcona.
VII.ITapokcu3masabHas MUOILIETHS.

OcHoBHble popMbl HacAeAcTBeHHbIXx HU3

1. IlepBuuHO-MBINIEUHBIC 3200ICBAHNS.

— BPOXJCHHBIE CTPYKTYPHBIE MHUOMATHH (B TOM 4YHUCIe OOJE3Hb
HEHTPALHOTO CTEPIKHSI, HEMATMHOBASI MUOTIATHS, MHOTYOYIISIpHAS MHO-
TaTwst ¥ p.);

— MPOTPECCHPYIOIINE MBIIICUHBIC JUCTPOPHUU (BPOXKICHHBIC MbI-
IIEYHbIE TUCTPO(UH, TTOSICHO-KOHEUHOCTHBIC MBIIIICYHBIE TUCTpoduH (B
TOM 4YHCIIe MbleyHas quctpodus romenna/bekepa, MbleuHas Juc-
TpO(me Omepu-/peiidycca);

JIUIIe-TIIeYe-JI0NaTOYHAs MbIIIeUHAast JUCTPOQUS;

—  JIONIaTOYHO-TIEPOHEAIbHBIC MBILICYHBIC AUCTPOPHH;

—  OKynoQapHHIeadbHbIe MBILICYHbBIC AUCTPOPHHL;

—  JIMCTAJIbHBIC MBIIICYHBIC TUCTPOPUH.

2. Merabonuueckrue MUOTIATHH:

— neduuut Gocdopunazel/6one3np Mak-Apais;

— nedunut KUCIOl ManbkTa3sl/0one3ns [lomme;



— neduuut GochodpykroknHazsl/oone3ns Taypu;

— neduuut BerBsmerocs Gpepmenra/oonesns Kopu;

—  MHUTOXOHAPHAJIbHbIC MUOIIATHH;

— JIedUUUT KapHUTUHA;

— nedUIUT KapHUTHH-TIAIBMUTHI TpaHchepasbl;

—  IedUUUT JIaKTaT-1ernAPOKUHA3KI;

— W Apyrue.

3. bone3nm MoTOHEHpOHA:

— pa3NWYHbIC THUITBI CTUHAIHLHOMN MBIIIEYHOH aTpoduu (B TOM YHC-
ne Oone3nb Bepnuure-l'opmanna, KyrenbOepra-Benangepa, 0ose3Hb
Kennenu, denkens);

— OOKOBOI aMHOTPOQHUYECKHUI CKIEPO3;

4. 3aboneBaHus nepuQepruuecKuX HEPBOB:

— H30JIMPOBAaHHBIE W CHUHAPOMAJbHBIE MOTOPHO-CEHCOPHBIE U
CCHCOpPHO-BEereTaTUBHbIC HeHpomatuu (B ToM uucie OosesHs Llapko-
Mapu-Tyra, 6one3ns Jmwxepuna-Cotra).

5. bose3HM HepBHO-MBIILICUHBIX CUHAIICOB!

— MUHACTEHHUS.

6. MUOTOHMU ¥ TIEPHOAMUIESCKIH TTapaTnd:

— pasNnYHbIe HO30JOTHYecKue (OPMBI MHOTOHHHA M MapaMHOTO-
HUH (B TOM YHCIIe MUOTOHHYECKast AUCTPODHs);

— NEpUOAUYECKUI Iapaany.

[lpu paccMoTpeHHH TPOOIEMBbl HEPBHO-MBIIICYHBIX 3a00JeBaHUI
HEOOXOMMO BBECTH MOHSTUE IBUTATEIBHON €ANHHIIBI.

JBurarenshas equanua (E) siBusercs ocHOBHBIM MOpdo-(yHKInO-
HaJIbHBIM 3JIEMEHTOM HEPBHO-MBIILICYHOTO amapara U COCTOUT U3 MOTO-
HEHpoHa U BCEX MHHEPBUPYEMBIX UM MBIIICUYHBIX BOJIOKOH.

Hecmotpst Ha MHOroOOpasue ¢opM HEPBHO-MBILIEYHBIX 3a00j1eBa-
HUH, €CTh HEKOTOpble OOLIME KIMHUYECKUE NPU3HAKH, [T03BOJISIOLINE
Bpady 3aloA03pUTh CaMy BO3MOXKHOCTb HAJIM4Msl Y OOJIBHOTO HEPBHO-
MBILIEYHOH narojoruu. B paHHeM JeTCKOM BO3pacTe 3TO TaK Ha3blBae-
MBI CHHIPOM «BSIJIOTO pe0EHKa», K KOTOPOMY OTHOCHTCS TI03a «JIATYII-
KI» M3-32 BBIPAKEHHOM MBIIIEYHON THIIOTOHHUH, cJ1a00e COMPOTHBICHHE
IIPU TTACCUBHBIX JIBKEHUSIX, «Pa300ITaHHOCTHY CYyCTaBOB C YBEJINYCHU-
eM 00beMa JIBIKEHUH, CHIDKEHHE O0IIeH IBUTATEILHON aKTHBHOCTH, 3a-
Jiep>KKa MOTOPHOTO pa3BUTHs. B Goiiee mo3aHeM JEeTCKOM M FOHOILIECKOM
BO3pacTe MOsBIsiETCS AeopMaLusl CKeJleTa oA BO3AeHCTBUEM HEPaBHO-
MEpPHOTO MOPa)KeHUsI MBILIIL U TATH B CBOIO CTOPOHY 00JIee CHIIbHBIX —
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YCUJIMBAETCS JIOPJ03 MMO3BOHOYHMKA, MOSBIISCTCS JaTepu3alusl IJieya,
COKpalleHue crubdareneit 6eapa u GOpMUPOBAHUE KOHTPAKTYP B Tazo0e-
JPEHHOM M KOJICHHOM CYCTaBax, COKpalleHne crudareseii roieHu u ¢pop-
MHUPOBAHUE KOHTPAKTYP aXxUJUIOBA CyXOKMIIUS ¢ (POPMHUPOBAHUEM HKBU-
HoBapycHOH crombl. Co BpeMeHeM (OPMUPYIOTCS MbILLICYHbIE THIIOTPO-
(hun u iceBmorutiepTpodhun (0COOCHHO HKPOHOKHBIX MBIIIIIT 33 CUET pas3-
pacTpaHus KUPOBOH U COETUHUTEILHON TKaHW) HEKOTOPBIE IPOU3BOJIb-
HbIE JIBIKEHUS (X01p0a, BCTaBaHME) CTAHOBSITCS crenn(pUIeCcKUMH, Ha-
MpUMEp, Pa3INYalOT «CUMIITOM JIECEHKH», KOT/Ia OOJBHOM, MPEeXk/Ie YeM
BCTAaTh, UCTIOJIL3YET PYKHU U TEIIO, B3OMPAsiCh 110 HEMY KaK IO «JIECEHKE).
[ToMuMO TOpayKeHUsI CKENETHBIX MBIIII, YaCTO MOPAXKaETCsl cepleuHast
MBILIIA C PAa3BUTHEM KapIUOMHONATHH.

Janee OynyT npencTaBieHbl OCHOBHbIE HEPBHO-MBIILIEYHBIE 3a0071€e-
BaHUSI U X KIMHUYECKUE XaPAKTCPUCTHKH.



2. MUACTEHUA

Mpuactenuss (myasthenia gravis, Oone3nb DpOa-Ionpadama-
Konnm) — ayTouMMyHHOE 3a00JIeBaHHE, KITMHUYESCKH TPOSIBIISIONIEECS
B BUjE cnabOCTH M MATOJIOTMYECKONW MBIIICYHON YTOMIISIEMOCTH, 00Y-
CIIOBJICHHBIMU OOpa30BaHMEM ayTOAHTUTEN K Pa3lMYHBIM aHTHTCHHBIM
MHUILIEHIM MeprupepruiecKoro HEHPOMBILIEYHOTO anmnapara.

B nacrosiiee Bpemst pacpoCTpaHEeHHOCTh 3a001€BaHUsI COCTABIISCT
10-24 cnyuas va 100 000 nHacenenusi. MuacTeHHUs: MOKET A€0IOTHPOBATh
B JIF0OOM BO3pacTe, HAYMHAs C PaHHEro JIETCTBA M 3aKaH4YMBasl [TyOOKOM
crapocThio. CpelHAN BO3pacT Hadana OOJNE3HH y KEHIUH — 26 JeT, y
My)karH — 31 ron. CooTHOIIEHNE MY>KYWH U KEHIIMH Cpeau 3a00IeB-
IIMX COCTaBIseT 1:3.

Khaccudukauus

Occepmanom (1958) Obta mpeanoxeHa KiaccuUKanus, yTBEpK-
nenHast B 1959 r. B Jloc-Anmxkenece Ha Bropom cumnosuyme o Muacre-
HUM KaK MeXAyHapoaHas. Beyienstor cnenyromie GopMbl 3a001€BaHMS.

* [enepann3oBaHHAs MHACTCHHUS:

— MHMACTEHUS! HOBOPOXKICHHBIX;

— BPOXK/IEHHAsi MUACTCHMUS;

— noOpokadyecTBeHHAs! MUACTEHHS C 0TaTbMOIIAPE30M FITH O TaIIb-
MOTLICTHEH;

— ceMeiHas JeTCKas MUACTCHUS

— IOHOIIIeCKasi MUACTEHUS;

—TeHepaTu30BaHHas MUACTEHU B3POCIbIX: JIETKas, TshKenas, ocTpas
MOJIHHEHOCHAs, TO3JHsISI TSDKENast, ¢ Pa3BUTHEM MBIIICUHBIX aTpoQuid.

* [1a3nas MuacteHust:

— IOHOILIECKAS;

— B3pocasl.

Matorenes

ITpu MuacTeHUH aHTUTENA U AyTOPEAKTUBHBIE T-KIETKU OPAKAOT
AHTUTCHHBIE MUILIECHU IOJMIENTUAHON MPUPOABI, PACIOIOKEHHbBIE Ha
MOCTCHHANTHYECKOI MeMOpaHe 1 B MbIIIeYHOH KileTKe. K HUM oTHOCST-
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Cs MBILICYHBIH ALETUIXOJIMHOBBIA PELENTOP, MBIIICYHO-CIICIH(H-
yeckasi THpo3uHkHHa3a (MuSK), puanogmnoBwiii peuentop (RyR),
TUTUH-TIPOTEUH U Jp. [lopaxkeHne 3TUX U HEKOTOPBIX APYTUX aHTUIEH-
HBIX MHIIEHEH NIPUBOANT K HAPYIICHHIO HEPBHO-MBIIIECUYHON TepenayH,
MIPOSIBIISIONIEICS MBIIIEYHON €1a00CThI0 M TaTOJIOTHYECKOW yToMIIsie-
MOCTBIO. B HOpMaIbHOM HEPBHO-MBIIIIEYHOM COEIUHEHUHN KOJINYECTBO
0CBOOOXIAIOMIETOCS Ha HEPBHBIN MMITYJILC MeIUaTOpa (aIrleTUIIXOIHNHA)
3HAYUTENILHO MPEBBIIIACT HEOOXOIMMOEe JJIsl TeHepaluy MOTCHIMaNa
KOHIIEBOM IUIACTUHKH ¥ BOSHMKHOBEHMSI TOTEHIIMAJIA JEHCTBUS MbIIIEY-
HOTO BOJOKHA. KOIMYEeCTBO alleTHIXOIMHOBBIX PELENTOPOB HA ITOCTCH-
HANTUYECKON MeMOpaHe TakKe CYHICCTBEHHO OOJblie, YeM HeoOXOIu-
MO 11151 3ppeKTUBHOTO B3aMMOJIEHCTBHS BO30Y>KICHHSI MBIILICYHOTO BO-
JIOKHA alleTWIXONUHOM. [Ipr MruacTeHnH IMeeT MECTO He TOJIBKO YMEHb-
IIeHNEe TUIOTHOCTH PELeNITOPOB Ha MOCTCUHANITHYECKON MeMOpaHe, HO U
HapyleHre MX (QYHKIHOHAIBHOTO COCTOSHUS, Pa3pyLICHHE CKIAJI0K
[IOCTCHHANTUYECKON MeMOpaHbl U N3MEHEHHE (POPMbI CHHANTHYECKOH
LICIIN.

KAaMHHuecKan kapTuHa

JIJis1 MUaCTEHUH THITUYHO XPOHHYECKOE TCUCHUE C EPUOANICCKIMU
00OCTPEHUSIMU ¥ PEMHUCCHSIMU U BO3MOXKHBIM Pa3BHTHUEM TSDKEIBIX CO-
CTOSTHU, Ha3bIBa€MBIX Kpu3aMu. KImHIYecKne MposBICHHS 3aBUCAT OT
(hopMBbI 3200J1€BaHNS U CTAJNH €€ TeUeHUS (PEMUCCHS WIH 000CTPEHHE).
Benyumii kinHUYeCKui cCUMITTOM TIpY BeeX (hopMax MUACTCHUU — Clia-
00CTh 1 TaTOJIOTHYECKast MBITIIEYHAS YTOMJISIEMOCTD, YCHITUBAIOIIASCS Ha
(doHe pu3NIEeCKUX HArPY30K M YMEHBIIAIOMIASICS TIOCTIC OT/IbIXA UITH ITPH-
€Ma aHTUXOJMHACTEPA3HBIX MIPEIaparoB.

o Jlyis MEacTEeHUH ¢ paHHUM HadalloM XapaKTepHO YacToe BOBJEUe-
HUe 3KcTpaoKyisipHoii (80 %), Mumuueckoit (92 %) u OynbeoapHoi (65 %)
MYCKYJIaTypbl, OTHOCUTEIBLHO PEAKOE MopaxkeHue xeBarenbHbIX (40 %) u
nerxarenbHbIX (20 %) mprmm, a takoke mbi men (30 % cmydaes).
Y GonpmHCTBA OOMBHBIX BBISBISIOT CI1a00CTh MBIIII TYTOBHINA U KO-
HEYHOCTEH, IPUYEM CHIDKCHHE CHJIBI B TPEXIJIABOM MBIIIIE BHIPAKEHO B
oompmieit crenenn (60 %), yem B nenbToBUAHOM (35 % cirydaes).

* YV G0JbHBIX MHACTECHUEH, COUETAOIIEHCS ¢ TAMOMOM, M OOJIBHBIX C
MO3IHUM Ha4ajIoM 00Jie3HU 0€3 THMOMBI CYIIECTBEHHO Yallle MOPakaroT-
cs1 OynmpOapHas u xeBarenbHas Myckymnarypa (80 %), mpitisl men (65 %)
U AenpToBUAHAS MblIa (75 % ciydaes).
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e JInst cepoHeraTHBHONW MHUACTEHHU XapaKTEPHO OTHOCHTENBHO pell-
KO€ BoBJIeueHHEe IKCTPAOKYIApHBIX (10 %) u TymoBuIIHBIX (35 %) MbIm,
a Takxe Oonee yactoe nopaxenue OynpoOapHoH (90 %) u apIxarenbHON
(65 % cnyyaeB) MyCKyIaTyphl.

BHezannble HapylIeHUs BUTAIbHBIX (PyHKUNH, Ha3bIBAEMble KpU3a-
mu, HaOmonaoT y 10-15 % manuentoB. Pa3znuuaioT MuacTeHUYECKU U
XOJMHEpruueckui kpussl. CiokHOCTH X auddepeHuuannu o0ycioBe-
HBI TeM 00CTOSTEILCTBOM, UTO Yallle BCETO OHU Pa3BUBAIOTCS MApaILJICITh-
HO B BHJIE CMELIAHHOTO Kpu3a. HecMoTps Ha CXOACTBO KIMHHYECKOM
KapTUHBI MUACTEHUYECKOTO U XOJIMHEPTUYECKOTO KPU30B, IaTOreHETHYe-
CKHE MEXaHWM3Mbl UX Pa3BUTHUS Pa3IWYHbI U COOTBETCTBEHHO JICUCHHE
9THUX COCTOSIHUI TpeOyeT Pa3HbIX MOIXOAOB.

MuacTeHn4YecKUil KPU3 CBsI3aH HE TOJIBKO C YMEHBIICHUEM TLIOT-
HOCTH XOJIMHOPELENTOPOB MOCTCHHANTUYECKOH MEMOpPaHbI BCIECICTBHIE
HX KOMIUIEMEHT-OTIOCPEIOBAHHOTO Pa3pylICHUs, HO U C M3MECHEHUEM
(YHKLIMOHATIBHOTO COCTOSIHUSI OCTABLIMXCS PELIENTOPOB M MOHHBIX Ka-
HasoB. Tsokesnble reHepanu30BaHHbIE MUACTEHUYECKUE KPU3bI IPOSIBIIS-
IOTCSl pa3JIMYHON CTETIEHBIO YTHETECHHS CO3HAHMS, BBIPAKCHHBIMH OYIb-
OapHBIMM HAapYLICHUSMH, HAPACTAIOLIEH IbIXaTelbHON HEJ0CTAaTOuHO-
CTBIO, PE3KOH c1aboCThIO CKEIETHON MyCKyJarypbl. PaccTpoiicTBa JbI-
XaHUSl HEYKIIOHHO MPOTPECCUPYIOT Ha MPOTSHKEHUH HECKOJIBKUX YacoB,
a MHOrzna gaxe MuUHYT. HapylneHue cepaedHo-coOCyIUCTON esATeNbHO-
CTH B MOMEHT Kpu3a Belpaxxaetcs yBeianueHueM YCC no 150-180 B mu-
HyTy U noBbiieHueM AJl 1o 200 mM pt. cT. B gansneitmem A/l monuxka-
eTCsl, MyJIbC CTAHOBUTCS BHAYaJle HANPSHKCHHBIM, 3aTEM apUTMHUYHBIM,
PEIKUM, HUTEBUAHBIM. YCHUIIMBAIOTCSl BETETATUBHBIC CUMIITOMBI — Ca-
JuBanys, norooraeneHue. [Ipu kpailHel cTeneHu TSHKECTH MOTepst Co-
3HAHUS COMPOBOXKIAETCS HEITPOU3BOJIBLHBIM MOYEHCITYCKaHUEM H Jede-
kauueil. Ilpu TsoKenbIX IeHepaau30BaHHBIX MHACTEHHMYECKHX KpH3ax
Pa3BUBAIOTCS SBJICHHUS THIIOKCHYECKOH dHIIe(aonaTiu ¢ o0pa3oBaHu-
€M HEMOCTOSIHHON MUpaMHUIHONW CUMITOMATHKH (CHMMETPHUYHOE TTOBBI-
IICHUE CYXOXHIIbHBIX pe(IIeKCOB, IMOSIBICHHE MATOJIOTUYECKUX CTOTI-
HBIX 3HAKOB).

XouHepruyeckuidi Kpu3 oOycCIoBICH M30BITOUHON aKTHBAIHEH
HUKOTHHOBBIX U MYCKapWHOBBIX XOJIMHOPELENTOPOB BCIEICTBHE Tepe-
JO3UPOBKHM aHTUXOJIMHAICTEPa3HbIX mpenaparos. Ilpu sTom Tumne kpusa
Hapsly C pa3BUTHEM T'€HEPATU30BAHHON CIIA00CTH MBI (POPMHPYET-
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Csl BECh KOMIUIEKC MOOOYHBIX XOJNMHEPrHuecKux 3pQexToB. B ocHOBe
JIBUTATEIbHBIX W BET€TaTUBHBIX PACCTPONCTB MPHU XOIMHEPTHUECKOM
KpH3€ JIeXkKaT THIIEPIIONIIPU3aLHsl I0CTCHHANTHYECKOW MeMOpaHbl U Jie-
CEHCHUTHU3ALUS XOJUHOPELENTOPOB, YTO CBSI3aHO C BBIPAXKEHHON OJI0Ka-
JIOW aleTHIIXOJIMHACTEPa3bl M BBI3BAHHBIM 3THM H30BITOYHBIM IMOCTY-
IUICHHEM aLEeTWIXOJIMHA K XOJIMHOPELENTOpaM IOCTCUHAIITHYECKOM
MeMOpaHEI.

XoMuMHEPruIecKrue Kpr3bl HAOMIOAAI0T JOBOIBHO peako (Y 3 % 00ib-
HBIX), ¥ Pa3BUBAIOTCS OHHM OOJiee MEJICHHO, YeM MHacTeHH4Yeckue. Bo
BCEX CITyYasiX BO3SHUKHOBEHHUE MX CBSI3aHO C MEPET03UPOBKOM aHTHUXOIH-
HAICTepa3HbIX MpenapaToB. B TeyeHne CyTOK MM HECKOJIBKHX JIHEH co-
cTostHUE OOJIBHBIX YXYALIAETCs, HApacTaloT cIaboCcTh U yTOMIISIEMOCTb,
OOJILHOH HE BBIACPIKMBACT NPEKHETO MHTEPBaAIa MEKAY MPHUEMaMH aH-
TUXOJMHACTEPA3HBIX PENAPATOB, MOSABIAIOTCA OTAEIbHbIE TPU3HAKHU XO-
JIMHEPTUUYECKOW MHTOKCUKAIINH, 3aTEM, MI0CTIE OUEPEIHON MHBEKIIUU HITH
[EPOPAIILHOTO MpPUEMa aHTHXOJIMHACTEPA3HBIX MPenapaToB (Ha BBICOTE
uX ae#icTBus — o0braHO uepe3 30—40 MuH), pa3BUBaeTCs KapTHHA KpH3a,
CUMYJIMPYIOLIEI0 MHAacTEHUYEeCKHe paccTpoicTa. CiaokHOCTh nudde-
PEHLMAIBHONW AMAarHOCTUKU XOJIMHEPIHMYECKOTO KpH3a COCTOUT B TOM,
YTO BO BCEX €ro CIydasx MPUCYTCTBYET TeHepaIM30BaHHAS MBIIIEUHAs
cabocTh ¢ OyapOapHBIMU U JIBIXaTEIbHBIMU HapyIICHUSIMU, HabIronae-
Masi ¥ IpY MHacTeHNYecKoM Kpu3e. [loMoris npu quarHocTuke okas3bliBa-
10T pa3IMYHbIe XOJMHEPIUYECKHe MPOSBICHUS, PU3HAKH XPOHUUYECKOM
XOJIMHEPTUYECKOM NHTOKCHUKALIMKU 110 JAaHHBIM aHaMHe3a. J[narHos xonu-
HEPru4ecKoro Kpu3a OCHOBBIBAETCS Ha MapajoKCaJIbHOM CHUKEHUHU MbI-
LICYHOU CHIIBI (0€3 MpeaIIecTBYIOMmEeH MPOBOKAUKN (PU3NIECKUM YCHITU-
€M) B OTBET Ha OOBIYHYIO WJIM YBEIMUYCHHYIO 103y aHTUXOJIMHAICTEPa3-
HBIX IIPETIapaToB.

CMemaHHbIi KPU3 B KIIMHUYECKOW NMpaKTHUKE HAONIOMArOT dalie
Bcero. TpyqHOCTb €ro IMarHOCTUKY 3aK/II0YaeTCsl B TOM, YTO OH COYeTa-
eT B ce0e BCe KIIMHUIECKHUE YePThl MUACTEHUYECKOTO U XOJIMHEPTNYECKO-
T'O KPHU30B, OMTUCAHHBIE BBIIIE. JTO CAMBIN TSHKEIbI BAPUAHT BUTAIBHBIX
HapylIeHn# y O0NbHBIX MUAcTeHHEH. B nmuTeparype KoMOMHUPOBAHHBII
KpHU3 Ha3bIBaloT JIOMKuM (brittle) BeiencTBrUe MPOTHBOIOIOKHOCTH Me-
XaHU3MOB JICHCTBUS, JekKalmx B ero ocHoBe. C OJHOM CTOPOHBI, 00Jb-
HOM HyX/aeTcsi B HEMEJIEHHOM NIpHUEeME aHTHXOJIMHAICTEpa3HbIX Mpera-
partoB, a ¢ Ipyroil — OH HEe MEPEHOCHT UX, M €r0 COCTOSHUE YXYAIAETCs
MIOCJIE UX BBEJCHHUS.
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AvarHocTuka

AHamHe3

B nuarHocTMke MHAcTEHHM Ba)KHOE 3HAYEHHE HMEIOT JaHHbBIC
aHaMHe3a, yKa3bIBAIOLINE HA HAJIMYKME B IIPOLIIOM KPAaTKOBPEMEHHBIX
SMU30/0B CIIA00CTH U yTOMIISIEMOCTH, OJHOCTHIO MJIM YaCTUYHO pe-
I'PECCUPOBABIINX CAMONPOU3BOJIBHO WK Ha hoHE HecTenn(uuecKoro
neuenusi. B 90 % cioydaeB B mpoliecc BOBIEKAIOTCA IKCTPAOKYISIPHbIE
MBIIIIIBI, YTO MPOSABISETCS AUIIONHEH U NTO30M. 3HAUYUTEIBHO pexe
OTMEYaIOT 3MHU30AbI OyIbOapHBIX PacCTPOMCTB WM CIA0OCTH TYJO-
BUIIIHOW MyCKyJaTypsl. FIMeeT onpeneneHHoe 3HaueHUe U CEMENUHbIN
aHamHe3 (HaJIu4Yue y POACTBEHHUKOB HEPBHO-MBILICYHBIX, &y TOMMMYH-
HBIX M OHKOJIOTHYEeCKUX 3a0oneBanuii). lHOraa mosogom st odcieno-
BaHUS B LEJSAX JUArHOCTHUKM MHACTEHHUU MOTYT OBITh U BBISIBICHHBIC
npu perrreHorpadun, KT nmnmu MPT mpusHaku omyxoim mepeaHero
cpenoctenus. CieayeT MOT4epKHYTh, 9TO caM (akT 0OHAPYKEHUS 00-
pa3oBaHUs B CPELOCTCHUHM HUKOUM 00pa30oM HE CBUJIETEJIbCTBYET O Ha-
JUYUU MUACTEHUU U HE MOXKET OBITh KPUTEPHEM JAMATHOCTHUKH 3TOTO
3a00J1eBaHusl.

dusnkarbHoe o6caepoBaHHe

B ocHOBe KIIMHNYECKO KapTHHBI MUACTEHUH JIEKAT PA3INIHOM CTe-
IICHU BBIPAKCHHOCTH HapyIIEHUs! (PyHKIHHU IONEPEUHO-TI0I0CATON My-
CKYJIaTyphl, IPUBOASALINE K 3aTPYIHEHUIO WM HEBO3MO)KHOCTHU BBIIION-
HEHUs OIpPEACIICHHbIX JABWXECHHUW. IIpy Jilerkol CcTeneHu NOpaKeHUs
MBIIII HApyIIeHUs (YHKIMH BBISBISIOT TOJBKO MPU MHOTOKPATHBIX I10-
BTOPHBIX JBIKEHHSIX WM MPU JUIUTEIHHOM CTaTUYE€CKOM HAIPSLKEHUHU
OT/ICNBHBIX MBI, [Ipy BBIpaKEHHBIX KIMHHYECKUX MPOSIBICHUSAX 00-
JIe3H c1a00CTh BRIABISIIOT O€3 TpeBapUTEeNbHON Harpy3Kku. Pasnumunas
BBIPQKEHHOCTH C1a00CTH M MBIIIEYHOH yTOMIISIEMOCTH OBbIBa€T MPHYU-
HOM TOT0, YTO Bpay MOYKET HE BBISIBUTH NCXOAHOTO CHUYKEHUS MBIIIEYHON
CHJIBI 0€3 HCIIONB30BAaHMSI MPOOBI C MpeaBApUTEIbHON ITUHAMUYECKON
WJIM CTAaTHYECKOW HAarpy3Koi. JlJis MbIedHON cl1ab0CTH TP MHUACTEHUHN
XapakTepHbI N30upaTenbHoe (IPEeNMYIIECTBEHHOE) MTOPaKSHHE OTHAEIb-
HBIX MBIIICYHBIX TPYII, HECOOTBETCTBUE JOKAIN3ALUK CIa00CTH 30HE
MHHEPBALUHU OTIEJIbHBIX HEPBOB, JAaOMIBHOCTh KIMHUYECKUX IIPOsIBIIC-
HUH c1aboCTH, yMEHBIIEHNE CIa0OCTH MOCie MpUeMa aHTUXOIUHACTe-
Pa3HBIX TpenapaToB.



dapmakonornyeckmm Tect

dapMaKoJIIOTHYECKUH TECT € BBEACHHEM AaHTUXOJIMHACTEPa3HBIX
[penaparoB CUUTAIOT OHUM U3 HauOoJIee 3HAYUMBIX KPUTEPUEB JHATHO-
CTMKM MHacTeHHH. Mcronp3yloT HEOCTHIMHHA MeTWICYlb(ar (mpose-
puH) (ipu Macce Tena namuenta 50-60 kr — mo 1,5 mm, 60-80 kxr —
2 mi, 80-100 kr — mo 2,5 ma 0,05% pacTBopa) Wiy NUPUIOCTUTMHUHA
Opomua — kanuMHH (TIpr Macce Tena manuenta 50-60 kr — mo 10 wmr,
60—80 xr — 20 mr, 80—100 kT — 110 30 MT).

V nereii 103a yKa3aHHBIX IIpenaparoB COCTABISAET | MJI Wik 5 MT co-
OTBETCTBEHHO. [Ipu BO3HMKHOBEHUH MYCKapUHOBBIX d(PPEKTOB aHTHUXO-
JINHACTEPA3HbIX MPENaparoB Mocie oleHKN 3()PEKTUBHOCTH TeCcTa BBO-
nsat atpornu (0,2—0,5 M 0,1% pactBopa). OnieHKy pe3ysTaToB TECTa
poBOJAT B MHTepBasie oT 40 MuH 10 1,5 4 mocie BBeeHUsI ITpenapara.

[lomHy!0 KOMMEHCAIUIO ABUTaTEbHBIX HAPYLIEHUH BBIABISIOT Y
15 % GonbHBIX MUAcTeHUEH (TOHAasE KOMIICHCALMS MPEAIoaraeT Boc-
CTaHOBJICHHE CHJIbl MBIIILBI JO HOPMAaJbHBIX 3HAYECHHUH, T. €. 5 OayIoB
HE3aBUCHMO OT CTEHEHHM €€ HMCXOJHOIO CHIKEHHUs). Y OOJIBIIMHCTBA
0onbpHBIX MuacTeHuel (75 %) oTMedaroT HEeNOJTHYIO PEaKIUio Ha BBEJe-
HUE TIPETNaparoB, T. €. YBeJTMUEHUE CHIIBI MBIIIIIEI Ha 2—3 0aia, HO He JI0
HOpMBI. YacTHYHAS KOMIICHCAIINS XapaKTePU3yeTCsl YBETMICHUEM CHITBI
Ha 1 Oaxm B OTAENBHBIX MBIIIIAX, TOTAA Kak B IPYTHX MBIIIIAX OHA HE
W3MEHSEeTCSI.

ITpu nosHOM ¥ HEMOJIHOW KOMIIEHCALUU ABUTATEIbHBIX HAPYLIECHUI
po0y CUUTAIOT MO3UTUBHOM, ITPH YACTUYHON — COMHHUTEIBHOM, ITPH OT-
CYTCTBUU pEaKLMN — HETaTUBHOM.

AaboparopHbie HccAeaA0BaHHA

V Bcex OONBHBIX MUACTEHHEH HEOOXOIMMO HCCIICI0BAHHE CHIBOPOT-
KM KPOBH Ha YPOBEHb ayTOAHTUTENI K MBIIICUHOMY alleTUIXOJIUMHOBOMY
PENenTopy, KOTOPBIH CUNTACTCS OJJHUM U3 OCHOBHBIX KPUTEPHEB JHATrHO-
cTukH 3a0oneBanus. BaxkHoe 3HaYeHHEe UMEET JMHAMHUKA 3TOTO MOKa3a-
TeJIst It OLICHKH 3()()EKTUBHOCTH MATOTCHETHUYECKON TePATIHH.

WzydeHnue ypoBHS ayTOAHTUTEN K TUTHH-OCIKY HauOoliee Mmokasa-
TEJNBHO Y OOJIBHBIX MUACTCHUEH, COUCTAIONICHCS ¢ TUMOMON (TIOBHIIIIE-
HUE 3TOTO TMOKa3aress OTMeUeHO B 78 % cilydaeB), a Takke Y OOJIbHBIX C
MTO3/THAM Ha4yaJloM MUacTeHHH 0e3 TUMOMEI (84 %).

[Tpu MUACTEHNH, COYETAIOIICHCS] ¢ THMOMOM, BAYKHBIM MTOKa3aTesieM
CUUTAIOT U yBEIHUCHHE YPOBHS aHTHUTEN K PUAHOJAWHOBBIM PEIENTOPaM
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CapKOIJIa3MaTHYECKOTO PETUKYJIyMa (BBIABIAIOT B 35 % ciy4aeB), CBH-
JIETEIbCTBYIOMIEE O TSHKETIOM TeUCHUN 3a00JICBaHuUSI.

AyToaHTUTENAa K MBIILIECYHO-CIICHU(PUIECKON TUPO3UHKHHA3E O0HA-
pyxuBatoT y 40—50 % O0nbHBIX CEpOHEraTUBHOM MUACTEHHUEH.

HHCTpyMeHTanbHBIE HCCAGAOBAHHA

OauH U3 OCHOBHBIX KPUTEPHUEB AMATHOCTHKM MHUACTEHHWH — Hapy-
LIIEHHE HEPBHO-MBIIIEYHOH Mepeayuu, BhIBIsIeMoe nocpeactsoM OMI.
Crenyer momM4epKHYTh, YTO C YI€TOM MHOT000pa3 st KITMHUYECKUX POpM
3a00J1eBaHMsI U HEPAaBHOMEPHOCTH BOBJICUCHHS B MATOJOTHUECKUI MPO-
LECC PA3IMYHBIX MBIILICUHBIX TPYII OHITHE «CTaHAAPTHAs AJISl UCclie-
JOBAaHMS MBIIIIIAa» P MUACTEHUH TEpseT BCSIKUM cMbIci. beccmbicien-
HO TIPU KpaHHOOYILO0apHOH (opMe MHACTEHHWH HMCCIICAOBATH KIIMHHIYC-
CKH He TIOPaXKEHHYIO JeIbTOBUIHYIO MBILIIY. AHAJIOTUYHBIM 00pa30M 110
OTCYTCTBUIO HapyLIEHUM HEPBHO-MBILIEYHOM ©eperadd B KPYyroBOi
MBIIIIIE T1a3a, KOTOpasi OTHOCUTCS K MUMHYECKUM, a HE K IKCTPAOKYIISIp-
HBIM MBIIIIAM, HENb3sI UCKIIIOUUTH Ta3Hyo (opMy MUACTEHHH. Takum
00pa3zoM, OYeHb BaKHO BBIOpaTh [uis mpoBeneHus DOMI Hauboree mopa-
KEHHYIO KJIMHUYECKU MBIIIIY (MM MBIIILIBI).

CoBepleHCTBOBaHUE METOJa CTUMYJALUMOHHOM OMI™ mo3Bosser B
HaCTOsIIEeE BpeMsl M3ydaTb COCTOSHUE HEPBHO-MBIIIEYHON MEpeaun B
MUMHUYECKOH, JKEBaTE€IbHON U JBIXATEIBHOM MyCKynaType, a TakXke B
JUCTANBHBIX U MPOKCUMAJIBbHBIX OTJeNIaX KOHEYHOCTEH. ITO 00CTOSTENb-
CTBO SIBJISIETCS BECbMa BasKHBIM, [IOCKOJIBKY TI03BOJISIET OOBEKTHBHO OI1e-
HUTb CTEIICHb BOBJICUCHMS PA3IMYHBIX MBILIL B IATOJIOTHYECKUN IPO-
ecc.

Cxema NnpoBeAECHHSA AHArHOCTHYECKHX HceneA0BaHHH TNPpH H3YYEeHHH
QYHKUHOHAaAbHOTO COCTOSAHHA HepBHD-Mbllue'lHOMv nepeaavyu

* M3mepenue HeraTuBHOMW (a3bl aMIIUTYAbI (Tuomann) M-oTBeTa B
OTBET Ha OIMHOYHBIN CynpaMakCUMaJIbHbIH CTUMYI (B MB).

e l3MepeHue BEIMUYMHBI JEKPEMEHTa aMIUIUTYAbl (IUIOIIAAN)
M-oT1BeTa npu CTUMYISIUUU MBIl 4acTOTOM 3 'l B MpoLeHTax Mo OT-
HOIIIEHUIO TIITOro M-0TBeTa K mepBoMy (AS/A1).

* lccnenoBanue H3MEHEHUS aMILTUTYAbl M-0TBETa IPU CTUMYJISALIIH
gactoToi 3 I'11 gepes 2 ¢ mociie OKOHYaHUS TeTAaHUIECKON cepr (ITOCT-
TeTaHIYECKOe O0JIeryeHne) NIl MaKCUMaJIbHOTO MPOU3BOIBHOTO yCHITHS
B TeueHue 10 ¢ (MOCTaKTUBAIIMOHHOE OOJIETYeHHeE).



* lccnenoBanue n3MeHeHUs aMIIUTY 6l M-0TBeTa U BEJTMUNHBI Jie-
KpeMeHTa IIPU CTUMYJISIMK YacToToi 3 I’ uepe3 3 MUH Mociie OKOHYa-
HUSl TETAaHWYECKOM cepuu (TMOCTTETaHWYEeCKOe MCTOIEHUE) UM MaKCH-
MaJbHOTO TPOHM3BOJIBHOTO YCHIIHs (ITOCTAKTHBAIMOHHOE UCTOIICHHUE) B
MIPOIIEHTaX MO0 OTHOLICHMIO MATOT0 M-0TBETa K IIEPBOMY M COIMOCTAaBIIe-
HUE BEJIMYMH JEKPEMEHTa JI0 U N0CJIe TETAHU3ALNN HJIK MAaKCHMaJIbHOTO
MPOU3BOJIBHOTO ycwind. Hapsany ¢ u3aMeHeHus MU aMIuIMTy el M-oTBeTa
P HU3KO- M BBICOKOYACTOTHOW CTUMYISILIMM OIIEHUBAIOT HM3MEHEHHE
mionanu M-oTBeTa, KOTOpoe B OOJBIIMHCTBE CIy4aeB COOTBETCTBYET
CTETIeHN U3MEHEHHS aMIUIUTY/Ibl M-oTBeTa.

[Ipu puTMUYECKOM CTUMYISIUU MBIIII 3[0POBBIX JIOAEH 4acTOTOM
3 'y rexpeMenTa aMITUTy A6l M-0TBeTa He BBISBISIOT BBUAY OOJIBIIOTO
3araca HaJe)KHOCTH HEpBHO-MBIIIEUHON nepenadn. [lockonbky Bce Mbl-
LIEYHBIE BOJIOKHA BOBJIEKAIOTCS B AKTUBHOCTh, AMIUIUTYAA CyMMapHOIO
MOTEHIINANA OCTACTCS CTAOMILHOM.

[Ipu cHmwkeHnn (hakTopa HaJE)KHOCTH HEPBHO-MBIIIEYHOH TIepe/a-
YU BBIKJIIOYCHHUE W3 aKTUBHOCTH OTPEAEIIEHHOW YacTH MBIIIEYHBIX BO-
JIOKOH MPHUBOAMUT K YMEHBIICHHUIO aMIUIUTYABl CyMMapHOro M-oTBeTa,
YTO MPOSIBIIAETCS CHUKEHUEM NOCIEAYIOINUX M-0TBETOB B CEPUU MO OT-
HOIIEHHIO K TEpBOMY, T. €. JEKPEMEHTOM aMIUIUTYAbl W IUIOIAIU
M-otBerTa.

Benuunna nekpemMeHTa mpH CTUMYISAIUU 4acToTol 3 [ oTpaxkaeT
CTETIeHb CHUKEHUS (DaKTOpa HAJIKHOCTH HEPBHO-MBIIICYHOHN TIepeaavyn
1 OOBIYHO OTIPEAETSAETCS OTHOIICHHEM aMIUTUTYIBI MAToro M-oTBeTa K
MIEPBOMY B IIPOLIEHTAX.

BaxxHbIM sIBIISIETCSI BOIPOC O BEIMUUHE IEKPEMEHTA, KOTOpasi 1OCTO-
BEPHO YyKa3piBala Obl Ha TATOJIOTMYECKOE CHIKCHUE HAACKHOCTH
HEPBHO-MBILICUHOHN nepenaun. bonbIIMHCTBO uccnenoBareneil yTBEpkK-
JIAf0T, 4TO OHa cocTapisier Oonee 10 %, a HEKOTOPBIE aBTOPhI CUUTAIOT
HOPMaJIbHBIMM 3HAYEHUSIMU BEJIMYMHY JAeKpeMeHTa 110 15 %.

NeueHue

CoxpaHsoT CBOIO aKTyaJIbHOCTb Pa3IMYHbIE METOAbI JICUEHHUS MHa-
cTeHUH (MEAMKAMEHTO3HbIE W Xupypruueckue). Kaxupiii u3 Meromos
npecienyeT OnpelesieHHbIC LEeNN M sBIIETCs Haubomee wLenecoodpas-
HBIM Ha TOM WJI HHOM JTare pa3BUTHs OOJIe3HH.
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HemeankaMeHTO3HOE A€YEHHEe

HemenukaMeHTO3HOE JI€UEHHE BKIIOYAET METOIBI AKCTPAKOPIO-
paJIbHON MIMMYHOKOppEKIUH (reMocopbouus u riasmadepes). K nemenu-
KaMEHTO3HBIM METOJaM JICYEHHsI MO)KHO OTHECTH M TaMMa-Teparnuio Ha
obnacth THMyca. JIaHHBIH METO/ MPUMEHSIOT y MAIlMEHTOB, KOTOPhIM B
CHJIy TEX WM HMHBIX OOCTOSITETHCTB HEBO3MOXHO MPOBECTH THMIKTO-
MHUI0, & TAK)KE KaK METOJ] KOMIUIEKCHOMN Teparuu Mocie yaaleHHH THMO-
MBI (0COOCHHO B Cydasx WH(DWIBTPAIMH OMYXOIH B PACIIONIOKCHHBIC
psmom oprauel). CyMMapHYTO 103y TaMMa-00TydeHUs TIOAOUPAIOT WHIH-
BuAyabHO (B cpemuaeM 40-60 ).

MeankaMeHTO3HOE Ae4YeHHE

B ocHOBY cTpareruu j1eKkapcTBEHHON TEPANUU MUACTEHHH TOJIOXKeE-
HBI CJIeTYIOIINE TPUHIHUIIBL:

* 3TAIHOCTb JICYEOHBIX MEPOIPUSITHI;

* COUCTAHUSI KOMIIEHCUPYIOIIEH, IaTOreHeTH4YeCKol 1 Hecnenudu-
YECKOH Tepanuu;

e yuer (a3pl TeyeHWs 3a00NEBaHUSI [XPOHUYECKAsT WM OCTpas

(xpu3bn)].

Mepsbiii atan

Kommencupyromas Tepanwst mpeanoaraeT Ha3HaueHUE CIIeTyTOIINX
MIperaparos.

° AHTI/IXOJII/IHSCTepa3HI)Ie CpeacTtsa: MUPpUAOCTUTMUHA 6pOMI/II[ IIe-
pOpanbHO B MaKCHUMaIbHON cyTouHOU mo3e 240-360 mr (30—120 mr Ha
npuem). Cexpenuio aleTHIXONUHA YIy4lIaeT UHAaKpuH (HeHPOMUINH)
B 03¢ 120—160 mr/cyT nepopaibHo, 45 MI/CyT mapeHTepaibHO.

o [Ipenaparsl kanus (Harmpumep, XJIOPUJI Kalivs B moportike mo 1,0 T
3 pa3a B IcHb; IOPOIIOK PACTBOPSIIOT B CTAKAHE BOJBI HJIM COKA U MPUHU-
MaloT BO BpeMmsl efibl). [IpoTHBOIOKa3aHus 1Sl HCIIONIE30BAHUSI OOBIIAX
7103 KaJIsl — TIOJTHAS IoTIepeuHasi 0J0Kajia IPOBOISIIEH CHCTEMBI Cep/I-
11a, HApYIICHUE BBIICIUTEIHHON (PYHKIIUHU TTOYCK.

» KanmmiicOeperaromue nuypeTuku. [[puMeHsI0T, B 4acCTHOCTH, CIH-
pOHOJAKTOH TepopaibHo B mo3e 0,025-0,05 r 3—4 pasa B JieHb.

Bropoii aTan

[Tpu HepocTaTOUHO 3((HEKTUBHOCTH MPENapaToB, UCIOIb3YEMBIX
Ha IEPBOM 3Talle, a TaKXKe Il CO3JaHMs CBO€OOPa3HOTo 3amaca npod-
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HOCTH B KOMIIEHCAIlMM MUACTEHWYECKUX PAcCTPOWCTB Mepe] MOoAro-
TOBKOH K orepanuy (THMIKTOMHH) Ha3HAYAETCsl JICUCHUE TITIOKOKOPTH-
KOMJIAMH.

D} PeKTHBHOCTH TIFOKOKOPTUKOUIOB TP JICMEHUH MHUACTEHUU JIO-
CTHTaET, IO OT/ACTHHBIM MaHHBIM, 80 %. V3-3a OTHOCUTENBHO OBICTPO Ha-
cTymnaromero 3pQexra uX CYUTAIOT IpernapaTaMu BeIOOpa y OOJIBHBIX C
BUTAJILHBIMU HapYIICHUSIMH, a TaKKe TpH 1e00Te 3a00IeBaHms C OYITb-
OapHBIX HAPYIICHUH U MPH TIIA3HOH (popMe MUacTeHHH.

B Hactosmee Bpems HanOosee ONTUMaIbHBIM CUUTAIOT IPHEM IJIIO-
KOKOPTHKOHUIOB TIO CXeéMe uepe3 AeHb. J[03y npeaHn3oinoHa (MEeTHIpe -
HU30JI0HA) TOA0UPAIOT UHIUBUAYAIbHO, OPUEHTHPYSCH Ha TSHKECTh CO-
cTosiHus OosibHOTO. B cpenHem oHa coctaBisieT 1 Mr/(Kr-cyr), HO HE Me-
Hee 50 mr. [Ipenapar npuHUMAalOT OAMH pa3 B JIeHb YTpoM. Jleuenue xe-
JaTeNbHO HAYMHATh B YCIOBHUSX cTanoHapa. DQQeKT oLeHnBaloT yepes
6—8 mpueMoB. B nepBble HECKOIBKO JTHEH HEKOTOpBIE MAllMEHTHI MOTYT
OTMEYaTh AIU30/Ibl YXY/IIICHUSI COCTOSHUS B BHJIE HapacTaHUS MbIIICU-
HOM c1aboCTH W yTOMIIIEMOCTH. BO3MOXKHO, 3TH SMH30/bI CBS3aHBI C
MIPSIMBIM JIEWCTBHEM TIIFOKOKOPTUKOWIOB Ha TPOIIECCHI OCBOOMKICHUS
CHUHANTHYECKOTO MEIuaropa M JAECEHCHTH3AIlMell perenTopoB. 1o 00-
CTOSITENICTBO OOYCJIOBIMBAET HEOOXOAMMOCTH BPEMEHHOTO YMEHBIIe-
HUS 103 aHTUXOIMHACTEPA3HBIX Ipenapatos. [1o Mepe mocTmkenus ¢-
(dexTa 1 yIydIIeHs COCTOSHUS OONBHBIX 103y MPETHU30JI0HA TOCTEIICH-
HO YMEHBIIAIOT JI0 MOJEPKUBAIOIIEH.

[Ipu nuTenbHOM NpUeMe TIIIOKOKOPTUKOWOB Y psijia MaIMeHTOB
MOTYT Pa3BUThCS MOOOYHBIE (D (PEKTHI Pa3TMYHON CTENIEHHU BBIPaKEHHO-
ctu. Haubosnee yacto oTMeUaroT MOBBIIIEHWE MAacChl Teja, THPCYTH3M,
KaTapakTy, HapylIeHHE TOJIEPAHTHOCTH K IJIFOKO3€, apTepUalIbHYIO T'-
nepreH3uto, ocreonenuto. [1pu pazBuTin moOouHBIX 3(h(HEeKToB, TOMUMO
CUMITOMAaTHYECKOW Teparuu, Ienecoo0pa3HO yYMEHBIIUTh 103y Ipe-
napara.

Tpetuii atan

[Ipu HenocTarouHoW 3(pPEKTUBHOCTH TITFOKOKOPTHKOMIOB MU pa3-
BHUTUU BBIPQXECHHBIX MOOOYHBIX 3(PPEKTOB Ieecoo0pa3HO Ha3HAUYCHUE
IUTOCTATHYECKUX MPEIaparos.

* AzaTHonpuH 0OBIYHO XOPOIIO MepeHocuTes u 3pdektrBer y 70—
90 % OONBHBIX MHACTEHHEH, Ha3HAYAIOT MEePOpPabHO €KEITHEBHO IO
50 MT/CyT ¢ TIOCIIEAYIOIMM YBEeTHIeHHEM 0361 10 150200 mr/cyT.

18



* Muxogenonara MOGETHI XOPOLIO MepeHOCHTCSt B YPPEeKTUBEH y
60—70 % OONBHBIX, HA3HAYAIOT IEPOPATFHO EKEIHEBHO 10 2 T/CYT C IMo-
CJICYIOIIEH KOppeKuuei 1035l B 3aBUCUMOCTH OT 3()(EKTUBHOCTHU Jie-
YeHUSI.

* [{uK10CIOpHH YCTIEIIHO NPUMEHSIOT IIPH JICUEHUH TSKEIBIX (hopM
MHACTEHHH B CIIydasiX Pe3UCTEHTHOCTH K IPyTUM IIperapaTraM, Ipenapar
Ha3HA4YaIOT EPOPATBHO B 03¢ 3 MT/KT.

* [uxnodochamua UCIONB3YIOT TIPH OTCYTCTBHH A deKTa oT apy-
I'MX MIMMYHOJICTIDECCAHTOB KaK B BUJIC MOHOTEPAIIHH, TaK U B COYCTAHUH
¢ azarronpuHoM. [Ipenapar BBOAST BHYTPUMBILICYHO €KETHEBHO B J03€
200 mr unu uepes neHb B Jo3e 400 mr.

Mhasmagepes

Hawn6omnee rdpexTrBHOE TeueOHOEC MEPOTIPHUSITHE TIPU MHACTCHIYC-
CKOM U XOJIMHEPTHUYECKOM Kpm3ax — ImazMadepes. Metop miasmadepe-
3a OCHOBaH Ha 3a00pe KPOBH W3 JIOKTEBOW MJIM OIHOHN M3 IEHTPATHHBIX
BEH C MOCJEAYIOMNM ee NeHTpHu(YTrHpoBaHUEM, OTACICHUEM (OpMEH-
HBIX JIEMEHTOB ¥ 3aMEHOM TJIa3MbI JIN0O HA JIOHOPCKYO, JINOO HA UCKYC-
CTBEHHYI0. DJTa MpoleAypa MPUBOJUT K ObIcTpoMy (MHOTIA B TEUCHHE
HECKOJIBKAX YacOB) YIYUYHIEHHIO COCTOSIHUSI OONBbHBIX. BO3MOXHO mo-
BTOPHOE HM3BJICUCHHE TUIA3MbI B TCUCHHE HECKOJBKUX JHEH WU 4epes
JICHb.

Tepanua HMMYHOIAOGYAHHaAMH

BHyTpuBeHHOE BBeJeHHE MMMYHOIIOOYIHHA YeJIOBEYECKOTO HOp-
MaJbHOTO (FraMyHEKC, TaMUMYHH, OKTaraM, HHTParIoOMH U JIp.) MOXKET
BbI3BaTh OBICTPOE BPEMEHHOE YIIyUlIeHUE TeUeHHss MUacTeHnH. Beene-
HUE BBICOKHX /103 HIMMYHOITIOOYJIMHOB MOJABIISIET MMMYHHBIEC MPOLEC-
cbl. OOIIECNPUHATHIM PEXHMOM TEpPAMK CUUTAIOT KOPOTKHE (S5-AHEB-
HbIE) KypChl BHYTPUBEHHOTO BBeIeHUS Ipenapara B 1o3e 400 Mr/kr exe-
nTHEBHO. B cpennem knmmHnYecknii 3p ekt HacTynaeT Ha 4-ii IeHb OT Ha-
yaja jJje4eHus u coxpansgercs B TeueHue 50-100 quel nmociie oKOHYaHUS
kypca. Yepe3 3—4 Mec BO3MOXCH MOBTOPHBIA KypC Tepallid HMMYHO-
roOynuHamu. [loOounbie 3(h(HeKTH MPOSBISIOTCS B BHJIE MOBBIIICHUS
temrneparypsl Tena (4 %), romHotsl (1,5 %), ronosroit 6omu (1,5 % ciy-
yaeB). bONBIIMHCTBO U3 3THX SIBICHUN NMPOXOAUT IOCJTE YMEHBIICHHS
CKOpPOCTH BBEACHHMS Mpernapara UM MOociie BPEMEHHOIo MpeKpaIieHnus
HHQY3HU.



Xupypruueckoe reyeHmne

[pu xopomeit 3¢pPeKTUBHOCTH MpenapaToB MEepBOro 3Tara, HO CO-
XPaHSIIOIIUXCS JETKUX OynbOapHbIX HapyLIeHUsX Ha (JOHE OTMEHBI IMH-
pUIOCTUTMUHA OpOMHUA TIOKA3aHO MPOBEACHUE TUMIKTOMUH. Bo3moxk-
HBIC MEXaHU3MBbI OJIarONpUsATHOTO BIMSHUS TAMIKTOMHUH HA TEUCHUE MU-
ACTEHHUHM CBSA3aHBI C YJaJICHUEM HCTOYHHKA aHTUTCHOB, MHIYLUPYIOLIIX
CHHTE3 aHTHUTEJ K alleTHIIXOJMHOBBIM PELIENITOPaM; YMEHbILIIEHUEM BbIpa-
OOTKM ayTOAHTWUTEJI; yAAJCHUEM HCTOYHMKA HEHOPMAaJbHBIX JTUMQOIH-
TOB. D(PGEKTUBHOCTh TAMAKTOMHUH B HACTOSIIIIEE BPeMs cocTaBisieT 50—
80 %. Pe3ynpraToM omepanuy MOTYT CTaTh TIOTHOE KIIMHUYECKOE BBI3MIO-
posinieHue (3PPeKT A), CTOMKAS PEMHUCCHUS TIPU 3HAYUTCIILHOM YMEHbBIIIC-
HUM JI03bl aHTUXOJIMHACTEPa3HbIX TpenaparoB (3ddekr B), 3HaunTenH-
HOC yJIy4YIlIEHUE COCTOsIHMS Ha (DOHE COXpaHEHMsI MOTPEOHOCTH B aHTH-
XonMHACTEepa3HbIX npenapatax (3ddekr C), orcyrcTBre ynydmenus (3¢-
¢dext D). [lokazaHust K THUMIKTOMHU — OIYXOJb BHJIOYKOBOHM KeJe3bl
(THMOMa), BOBJICYCHHE B MPOLECC KPaHUOOYIbOApHOW MYCKYJIaTyphl, a
TaKXXe NPOrpecCUpyIoliee TCUYCHHE MHACTCHUHU. Y JeTeld THUMAIKTOMHUS
[I0Ka3aHa [IPY FeHEePaIM30BaHHOHN (hopMe MUACTEHHH, IIOX0I KOMIIEHC Ca-
LU HApYUIEHHBIX (DYHKIUHI B pe3y/bTaTe MEeIMKaMEHTO3HOTO JICUCHHUS U
IIPU IPOTPECCUPOBAHUH OOJIE3HN.

[IpornBonoKa3aHusi K TUMIKTOMHU — TSDKEJIbIE COMAaTUYECKUE 3a-
OoneBanus, a Takke ocTpas ¢aza MUACTEHUH (BBIPAKEHHBIE HEKOMIICH-
CHpOBaHHbIE OYJILOAPHBIC HAPYIICHHS, HAXOXKICHUE OOJILHOTO B KPH3E).
TumsKkTOMUSL HellesiecooOpa3Ha y OOJIbHBIX, JUIMTEIBHO CTPAJArOIIUX
MHUacTEeHHEH NMPH CTA0MIBLHOM €€ TeYCHUH, a TAKKe MPH JIOKAJILHOH Iy1a3-
HOW (hopMe MHACTECHHUH.

PeKkomeHAQUMH NALKUEHTY

[lpn MHacTeHHWU MPOTHBOTIOKA3aHbl Ype3MEpHbIe (U3UUECKUE Ha-
IPY3KH, WHCOJSIIMH, Mperaparbl MarHusi, KypapernonoOHble MUOpeTaK-
CaHTbI, HSUPOJICNITUKYA U TPAHKBUIIN3ATOPHI (KpoMe Tou3omnama), Mode-
TOHHBIE (KpOME CIUPOHOJIAKTOHOB), AMHHOITIMKO3UABI (TEHTaMUIIMH,
CTPENTOMUIMH, KAHAMUIIMH, TOOpPAMHUILIUH, CH30OMHUIIMH, aMUKALMH U Jp.),
(GTOpXUHOIOHBI (HOP(IOKCAUH, TUITPOPIOKCALMH, OGIOKCALMH U Ap.),
¢dTopconepkamire NIIOKOKOPTUKOUABI, TPOU3BOAHbBIC XMHUHA, TEHHUIINII-
JIAMUH.
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3. CHHAPOM AAMBEPTA-UTOHA

DT0 ayTOMMMYyHHOE 3a0ojicBaHHE, OOYCJIOBICHHOE IOPaKEHUEM
MIPECHHANTHYECKOH MEMOpaHbI JIBHTaTENIbHBIX HEPBHBIX OKOHYAHUHN H
ACCOLMUPOBAHHOE CO 3JI0KAYECTBEHHBIMU HEOIUIA3MSIMH M ayTOMMMYH-
HOH aTOJIOTHEH.

PacnpoctpaneHHocTh 3a001eBanus B Mupe 1-9 cimydyaeB Ha MUJUIU-
oH HaceneHus. JlanHoe 3abosieBaHKe alie BecTpeyaeTcs y Myxuus: 1,5:1.
Bospact naunentos cunbHO pasautces: ot 20 1o 70 net. Y 52—75 % Oonb-
HBIX TIPH 00CIIEI0OBAaHUHM OOHAPYKUBAIOTCS Pa3JIMUHBIE OHKOJIOTHYECKHE
3aboneBanus. [Ipuuem y nanueHToB MysKckoro noina B 70 % ciyvaes, a 'y
JKeHIMH Juuib B 20 %. B otaumune oT MUacTeHuH, rae TOnNM4ecKy nopa-
KECHHUE JIOKAJIM30BaHO B CHUHAIICE, IIPU AAHO 3a00JI€BaHUM UMEET MECTO
[IPECUHANTUYECKUI YPOBEHb IIOPAKCHUS.

[Tpubmusurensro y 90 % nammentos, cTpagaromux LEMS, ecTs na-
TOTEHHbIE aHTUTeNa K TMOTEHIIMAJI3aBUCUMBIM KaJbIIMEBBIM KaHajlaM
P/Q-tuna (VGCC). IuchyHKIUS Wik YMEHBIICHNE KOJIMYEeCTBA 3THX Ka-
HAJIOB MHTUOWPYET BBHICBOOOKICHUE AICTUIIXOJIUHA M3 MpPECHHAITHYe-
CKOM KOHIIEBOM IJIACTUHKH, YTO NPUBOAMT K HAPYIICHHIO HEPBHO-
MBILICYHOH MePeauu U MBIIICYHON CIa00CTH.

[Ipu DOMI'-puarHoctuke ompezaessiercss (EeHOMEH BpaOaTbIBaHUS:
[IPU PUTMUYECKON JIEKTPOCTUMYIISLIMH ABUTATEIbHOTO HEHPOHA aMILTH-
Tyra M-oTBeTa HE YMEHBILACTCS, a YBEIMYMBACTCS, YTO SBIISETCS
mud epeHInaIbHO-TUAarHO CTHYECKIM IIPU3HAKOM.

Paznuuaror nBa nmoasuaa_00NIe3HHU: MAPAHEONIACTHUECKUI U ayTo-
MMMYHHBIH. JIaHHBIH CHHIPOM pa3BHUBAETCSA Ha (DOHE 3JI0KAYECTBEHHBIX
Heoriasui (pak OpOHXOB,PaK KeJy/Ka, KOJIOPEKTAIBHbIN PaK, pEeTHKYIIO-
capkoMa M Jp.) ¥ ayTOMMMYHHBIX NPOIIECCOB (PEBMATOUIHBIN apTpHT,
CKB, ayrouMMyHHBIH TUpEeonIUT, Oose3ns lllerpena u mp.).

B HexoTOpBIX MCTOYHHMKAaX paccMaTpHUBAeTCs TAK)KE BapuaHT Ha-
CJIEZICTBEHHOM MPEIpacoNokKEHHOCTH ¢ ayTOCOMHO- PELECCUBHBIM TH-
[IOM HAacJIeAOBaHMs (JaHHAs! BEPCHsI 10 KOHIIA HE U3y4YeHa).

KAaMHHuyecKana KapTuHa

KimmHnueckast kKapThuHa XapaKTeprU3yeTCs TOBBIILIEHHON YyTOMIIIEMO-
CTBIO IPOKCUMAJIBHBIX OTEJIOB HUKHUX KOHEYHOCTEH U MBIIIL] Ta30BOI0
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M05ICa, YTO IPUBOAUT K MOSIBICHHUIO «YTHHOM TIOXOAKW». XapaKTepHO Ha-
pacTtaHue MBILIEYHOM €1a00CTH NPH MOBBILICHUH TEMIIEPATyphl Tejla U
OKpYXKalollel Cpebl, CHIDKEHUE CYXOXKMIBHBIX pe(IIEKCOB, BETeTaTHB-
Hasi Juc(yHKUMS: OpTOCTaTHYECKask TUIIOTEH3Us1, UMIIOTeHIMs. Tunuuen
«CyXOW» CHHJIIPOM: CHIDKEHHE CIIIOHO- M TOTOOTAENICHUS, XapaKTepeH
(eHoMeH «BpadaThIBaHHUA» — YBEIMUYCHHE MBIIICYHON CHUIIBI Ha (hoHE
(bm3ugeckoil Harpy3ku(cuMiToMm JlamOepra), TiTa3oaBUTaTEIHHBIC HAPY-
LIeHNUs BcTpeuaroTcst peako. IIpakTuyeckn Bcerja BCTpedaeTcsl CHHKe-
HUE CyXOKHUIBHBIX pedrexcos. MHorma mposenenust CJIM Bo3HUKAFOT 3a-
JIOJITO JI0 TIEPBBIX MPOSBICHUN OITYyXOJIH, YTO MO3BOJISIET PAHO €€ IUarHo-
CTHPOBATh U YAAIUTb.

Cunnpom Jlambepra-HToHa Muactenus

AHTHTENA K IPECUHANITHYECKUM Kallblie- | AHTUTEIa K HOCTCHHANTHYECKUM
BBIM KaHaJlaM peuenTopam

Haunnaetcst ¢ KoHeUHOCTEH U «rmogHUMa- | HaummaeTcst ¢ mia3 u «CIrycKaeTcst BHI3»
eTcs BBEPX»

Bo Bpemst pu3HUecKoif akTHBHOCTH Bo Bpemst ¢pu3nueckoil akTHBHOCTH
c11a00CTh IMEHBIIACTCS ¢11a00CTh yBEINIUBACTCS
CXP yruerens CXP coxpaHHbI

MosxeT ObITh BBISIBJICH MEJIKOKJICTOUHBIH | MOXKET ObITh BBISIBICHA THMOMA
paK JIETKOTO

Yare y My»X4uH Yare y »KeHIIUH

NeueHue

Jns cungpoma JlamOepra-lIToHa OTCYTCTBYeT MAaTOr€HETHYECKOE
JICYEHUE, OHO, KaK IIPABMUJIO, CUMIITOMAaTHUYECKOe. [y Takoro JieueHus
ucnonb3yt 3,4-auamunonupunud gocdar (JAD), kotopslii 00bIYHO
XOpOLIO NepeHocuTcs U sBisercst 3pdextuBHbIM. g nocTmxeHus no-
MOJTHUTENILHOTO TIOJIOKUTEIBHOTO A(PQPeKTa y HEKOTOPBIX IMalUCHTOB
rpejyIaraisach KOMOMHAIMS TUPUAOCTUTMUHA U 3,4-J[AD.

Ecnu cumMnToMarnyecKkoro JiedeHus: HeI0CTaTOuHO, /IS TOITOCPOU-
HOTO KOHTPOJIS 32 XOA0M 3a00JIeBaHUs UCIIOIB3YIOT HIMMYHOCYIIPECCHB-
HYIO TEpaIuIo ¢ UCIOIb30BaHUEM OJHOTO IPEIHU30I0HA MU €r0 KOMOU-
HalMu ¢ azarnonpuHoM. [Tnasmadepes u BEICOKHE 10361 BHYTPHUBEHHBIX
nMMyHOTITOOYyTHOB (BBUI') 1M03BOINSAIOT MOMYYUTHh HEMPOIOIKUTEIb-
HBIH 3 dexT.
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O0s13aTebHO HA3HAYAIOT APPEKTUBHOE JICUCHUE JTFOOBIX UMEIOIIHX-
Cs1 OTIYXOJIeH, TIO3BOJISIFOIIIEE KOHTPOJIMPOBATH POCT OMYXOJIU U YITyUIIIHTh
KIMHAYECKHE CUMNTOMBI 3,4-muamMuHonupuanH ¢ocdar (JAD), Kak
npaBuio, cuaapoM Jlambepra-lToHa XOpoIo pearnpyer Ha CUMIITOMA-
THUYECKOE JICUCHHEe U MMMYHOCYIPECCHBHYIO Tepanuio. CpeaHss mpo-
IOJDKATENILHOCTD JKU3HN 3aBHUCUT OT HAJIHYMS OHKOJIOTHYECKHX 3a0071e-
BaHUI.



4. NPOrPECCHUPYIOLLUE MbILLEYHBIE AUCTPOOUU

I[IM/I — rereporenHas rpymnmna HacJlIe€ACTBEHHBIX 3a00eBaHMH, Xa-
PaKTepU3YIOMIUXCS MPOTPECCUPYIONIEH MBIIIIEYHON C1ad0CThIO M aTpo-
(ueit CKeJICTHBIX MBIIIIII,

Khaccudukauusa

e [IM/] TromenHa;

* [IM/] bekkepa;

* [IM/JI JTanny3u-/lexepuna;

» Koneunocruo-nosicusie hopmer [IM/1:

— ayTOCOMHO-JIOMUHaHTHbIE GOpMbl — 1A (MuoTHIUHONATHS), 1B,
1C (xaBeonunonarus), 1D, 1E, 1F, 1G;

— ayTOCOMHO-pereccuBHble opMbl — 2A (KajblianHomnarusi), 2B
(muchepmunonarust), 2C, 2D, 2E, 2F (capkormukanonarun), 2G-2M;

* [IM/J] Omepu-peiidyca.

Anuaemuonorus

Haubonee pacnpoctpanenst [IMJ] Hromenna (0,3-5 ciydaeB Ha
100 000 nacenenus), IIMJ] bexkepa (2,4 ra 100000) u [IM/] Jlanmy3u-
Hexepuna (5 va 100 000). Pexxe HaOMIOMAIOT KOHEUHOCTHO-TIOSICHBIC
¢dopmer [IMJ] (0,1-1,3 wa 100 000), IIMJ Dmepullpeiidyca (1-2 na
100 000), okynodapunreansuyto [IIM/1, nucransusie muonaruu (1,3-3,3
Ha 100 000).

JTHOAOTHA U NaToreHes

Bce TIMJ] — renermuecku oOyCIOBIEHHBIC 3a0oieBaHUsS. | eHBI
ML, nx nokanu3anus U OeJIKOBBIE MPOIYKTHI 3aBUCIT OT KOHKPETHOM
HO30JIOTMYECKOH €IMHHULIBIL.

KAaMHHuyecKaa kapTuHa

Jlns Bcex [IM /] THIUYHBI MBIIIIETHAS CTA00CTH PA3TNIHON CTETICHH
BBIPXCHHOCTH Y MBITIIEYHBIE aTpoduu. THIT pactipeneeHus MBIIIeYHOI

24



cnaboctu nipu [IM/] — onuH U3 OCHOBHBIX THArHOCTHYECKUX KPUTEPH-
eB. s xaxnoi u3 gopm IIMJ] xapakrepHo n30UpareIbHOE MOPaKCHHE
OIIPECNICHHBIX MBIIIL [IPU COXPAHHOCTH JIPYTUX, PSIOM PACIOIOKEH-
HBIX. B 11e10M THNMYHBINA MUOTIATUYECKHUH CUMIITTOMOKOMIIIIEKC BKITIOUa-
T CIICAYIOIINE IPU3HAKH.

* CummMeTpuyHas IPOKCUMaJIbHAsl MbIILIEYHAsl c1a00CTh Pa3InyHON
CTETICHU BBIPAKCHHOCTH (MBIIIEYHAS crjia OT 3—4 0ayutoB Ha paHHEH U
1m0 1-0 — Ha MO3AHMX CTausIX 3a00JIeBaHMS), TOCTEIICHHO Pa3BUBAIO-
mecs arpo(uu MBIIIIII.

* Cumntom [oBepca: 00JIBHOM, IS TOTO YTOOBI MOJHSATHCS U3 MOJI0-
JKCHUSI Ha KOPTOYKAaxX, OMUPACTCS pyKaMH 00 MOJ, 3aTeM MOJHUMAETCS,
OIUPAsiCh PyKaMu 00 KOJIEHH, — «B30MpaeTcs o cedey. ITOT paHo Mo-
SIBJISTFOILMIICS. CUMIITOM OOYCJIOBJIEH c1a00CThIO MBI OeZiep U Ta30BOTO
nosica.

* 3aTpyaHEHUs IpHU X0b0€ 110 JIeCTHUILE — OOJILHOHN oMoraet cede
C TMOMOILBIO PYK.

* «YTuHas» (NepeBaMBaIOIIAsiCsl) MOXO/Ka, CBA3aHHAs cO Ciabo-
CTBIO MBILIII TA30BOTO TOsICA.

* [TosICHUYHBIN THIEPIOPH03, OOYCIOBICHHBIH CIIA00CTHIO MBITIII]
Ta30BOTO TI0SICA M CITUHBI.

* «KpbUTOBHIHEICY JIOMIATKH BCIICACTBHUE CIA00CTH MEPEAHEH 3y0Ua-
TOW MBIIIIIBI, & TAKKE IPYTUX MBI, PUKCUPYIOIIUX JIOTIATKY.

¢ [IceBmorumnepTpodusi HKPOHOKHBIX MBIIII] BCICACTBUE Pa3BUTHUS B
HUX COEIMHUTENbHON TKAHH (CHJIa MBILII] TPH 3TOM CHHIKEHA).

* Xonp0a Ha LBIMOYKAX M3-32 KOHTPAKTYP aXWIIJIOBBIX CYyXOXKHIIUH.

* COXpaHHOCTb 3KCTPAOKYJISIPHBIX MBIIIILI, MBI JIUIa. Muonaruye-
CKUH CUMITTOMOKOIUIEKC HanOoJjee oT4eTiInBO BoIABIIOT ipu [IM/]] [lro-
mweHHa U bekkepa.

Jas IIM/ {romenHa xapakTepHO paHHee Havdano 3a0oieBaHus (B
3-7 net), OpICTpOE MIpOTrpeccupoBanne, Beicokne mokazaren KOK, BbI-
pakeHHasI CTIOHTaHHAs aKTUBHOCTH 1O JAaHHBIM UTOdBIaTOo DMI, oT-
CYTCTBHE IUCTPO(QHUHA B MBIIIIAX MPH UMMYHOTUCTOXHUMHYECKOM HIC-
ciemoBaHuu. THIT HACTIETOBAHUS X-CIICTUICHHBIA PEIIeCCUBHBIN THUII, 60-
JICIOT MAJIBYUKN M OYE€HB PeIKo AeBOUKH. OKoo 2/3 ciydaeB «Ipoucxo-
IUT» OT Marepel-HocHuTenel, 1/3 — 3a cyeT HOBBIX MyTalWi B
X-xpomocome Marepu. [lpuumHO# 3a00jeBaHUs SIBISETCS MyTalHs
rera auctpopuna (dystrophin) — KpymHe#ero 4eioBeyeckoro rela,
pacnionokeHHoro B Jokyce Xp21.2. AuctpouH — 3TO CTPYKTYpPHBIH
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CTEpKHEBHIHBIA OEJIOK, CoAepKalluiics B LuUToIIa3Me. SIBuseTcs He-
00X0AMMOI1 cocTaBNIAIONMIEH TUCTPOPUH-aCCOUUPOBAHHOTO TIIMKOIIPO-
TenHoBoro komruiekca (JJAI'-xomruiekca), KOTOPbIA COEIUHSIET IHTO-
CKEJIET MBIIIEYHBIX BOJOKOH C OKPY)KaIOIIUM €ro BHEKJIETOYHBIM Ma-
TpUKCOM. B HOpMabHO! TKaHN CKEJIETHOW MBIIIIBI COAEPIKATCS JTUIIb
HeOompIoe kommdecTBo nuctpodunaa (okomo 0,002 % or ocHOBHOI
Macchl OeJIKa MBIIIIBI), HO €T0 OTCYTCTBUE MJIM U3MEHEHNE IPUBOJUT K
Pa3BUTHIO MBIIIEYHON aAucTpoduu. Ecnm M3MEHEHHs 3aXBaThIBAIOT
YYaCTKU TUCTPOPUHA, HE UMEIOIINE KPUTHIESCKOTO 3HAUCHUS, DYHKIIHS
Oenka MOXKET OBITh YaCTUYHO COXpaHeHa. B 3ToM ciydae paMKa CUUTHI-
BaHUS TPOJIOJDKACT PaboTaTh, HO CUHTE3UPYEMbIA TUCTPOPUH MOKET
OBITH KOpOYE WJIM JUIMHHEE HOPMAJIBHOM MOJEKYJbI, YTO MPUBOJUT K
pasBuTHIO MbledHoi auctpopun bekkepa. [Ipu auctpodun dromeH-
Ha 3Ta MyTalus NIPUBOIUT K TSHKEIOMY OTCYTCTBHUIO (<5 %) nuctpodu-
Ha, Oeska MeMOpaHbl MBILICYHBIX KJICTOK. JlOKa3aHa JTOKaIu3alusl JUc-
Tpo(rHA HE TOJBKO B CKEJIETHOH MYCKYJIaType, HO U B KapAHMOMHOLH-
Tax, TOJIOBHOM MoO3re. B ¢BfA3M ¢ 3TMM B KIMHUYECKOW KapTHHE MOTYT
HaOII0naTbesl KapAMOMMONATUS, MHTEJUIEKTYyaJbHbIE M IICUXHUYECKHE
HapyLIeHUs.

Pannumy mpuszHakaMu OOJNE3HH SIBISIOTCS JBUTATENbHAS HEJIOB-
KOCTb, HEYCTOHYHMBOCTh, YACThIE CIIOTHIKAHWS W TaJEHUS TPHU XOAbOe,
YTO 00YCIIOBIUBAET Y TAKUX JIETEH BBIPAKEHHYIO IBUTATENbHYIO TaCCUB-
HOCTb, HEXXEJIaHUe XOJIUTh M3-3a cTpaxa MaJieHUs U ObICTPO pa3BUBAIO-
mieiics yromssieMocTd. I1pu moabeme Ha JIECTHUILY JIETH 4acTO OCTaHaB-
JIMBAIOTCS, OTABIXAIOT, AepKach 3a mepuia. [loxonka OONBHBIX MHOIU-
crpodueit dromena npuodpeTaeT «yTHHbI» xapakrep. OJHUM U3 Hau-
OoJiee XapakTEPHBIX CHMIITOMOB JaHHOTO 3a00J€BaHUs SBISIETCS TICEB-
JOTHIEpTPOdHs pa3TMYHBIX IPYIII MBILIL, HAN0O0JIEE YaCTO MOPAsKAIOTCS
HMKPOHOKHBIE MBIIIIBI, YTO MPOSBISETCS BBICOKOW TNIOTHOCTBIO U YBEIHU-
YEHHBIMH Pa3MepaMH dTHX MBIIII 1a)Ke B COCTOSHUM MTOKOsI. MBIIIeYHbIE
arpo(uy NepBOHAYAIBHO JIOKAJIU3YIOTCSI B MBIIIIAX Ta30BOTO Iosica, €
MaKCUMAaJIbHOM BBIPAKEHHOCTHIO B TPOKCHMAJIBHBIX OTAETAaX HIKHHAX
KOHEYHOCTeH. B nanpHelnieM pacnpoCcTpaHsOTCS B BOCXOISIIEM Ha-
MIpaBJIE€HUH Ha MBIIIIBI TUIEYEBOTO M0sICa, CIIUHBI U IPOKCHUMAJILHOTO OT-
Jiefia BEpXHHUX KoHeuHocTe. [Ipr ocMoTpe Takux OOJbHBIX oOpaiaet Ha
ceOs1 BHUMaHUE HaJMYUe BBIPAKEHHOTO TIOSICHUYHOTO JIOP03a, CKOJINO-
3a, «KPBUIOBUAHBIX» JIOMATOK, YpPEe3BbIUAHO Y3KOW Tanuu (ocuHas
Tans).
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[Togbem M3 TOPU30HTATIBHOTO TOJIOKECHUS WM U3 MOJIOKEHHUS CHIS
BBI3BIBACT y TAKUX AETECH BbIpaKEHHBIC 3aTPyAHEHHS, ICTH IPUOETAIOT K
BCIIOMOTATENILHBIM TpHEeMaM TIpu BcTaBaHWU (mpuembl loBepca) —
«B30UMpaHUe JIECEHKOH, B30MpPaHHE IO caMOMy cebOey.

[Ipu HEBpoNOTHMYECKOM OCMOTpE oOpariaer Ha ceOsi BHUMaHHUE CHU-
JKEHHE W yTpara KOJEHHBIX pe(uIeKCOB MPH ITUTEIILHOM COXPaHEHUH
axmIoBeIX pedekcos. Tlo3aaee cHmKaroTCs pediaekcsl ¢ m.biceps et
m.triceps. B GonpmmHaCcTBE citydaeB mMuomuctpoduu [lomena, uHTEN-
JICKT Yy TaKuX I[eTeﬁ 0CTaCTCsA HOpMAJIbHBIM, OTHAKO OIKMCAHBI Cliydau C
pa3BUTHEM YMCTBEHHOM OTCTAJIOCTH.

[To Mepe mporpeccHpoBaHHS MBIIICYHOH CIA0OCTH 3aTPYAHSETCS
caMoCTOsITeIbHasI X0/10a, 1 yxke B 9—15 jieT 00JIbHBIC BEIHYXKICHBI T10JIhb-
30BaThCsl MHBAJIMIHBIM KPECIOM, YTO MPOBOLUPYET Pa3BUTHE KU(OCKO-
n1o3a, octeornopo3a. Ha mo3auux cragusx y OOJabIIMHCTBA OOJIBHBIX pas-
BHUBAIOTCS JIWJIATAIIIOHHAS KapIUOMHUOIATHUS, CIA00CTh JbIXaTeIbHOMN
MYCKYJaTypbl. IHTENIIEKT Yalie BCero yMepeHHO CHUKEH.

Tabruya 1
Kiaunnyeckue xapakrepucruku IIM/l lromenna

JIabOpaTOpHO-HHCTPYMEHTAIIbHBIC
Knuanueckue nposiBneHus paTop py

JTAaHHBIC
Jle6roT B Bo3pacTe 2—5 et Beicokas aktuBHOCTs KDK KpoBU
[IpoxcumanbHbIN TUI MBIIIEYHBIX OHMI': KOpoTKHE OCTPOKOHEYHBIE
aTpoduil 1 mape3on MHOTOUYHCJICHHBIE I0TEHIIUAIIbI

Cunmnrom T'oBepca Broncust Mpim: quctpodudeckne

HU3MEHEHUsI U TUMponUTapHas HHYUIb-
Tpalusl ¥ ATOJIOTHYECKas pereHeparus

MBIIIII]
[IceBnorunepTpodun NKPOHOKHBIX MortekynsapHO-TeHETHYEeCKOE HCCIea0Ba-
MBIIIILL HUE JUUIS BhIIBJICHUs MyTauuid rena DMD

C1ab0CTh MBIIIIL TA30BOI'0 U ILIEYEBOTO OTATOIICHHBIA HACICICTBEHHBIN
rosica aHAMHE3: HAJIMYKE B CEMbE KEHIIHH
HOCHTEILHUL IIATOJIOIMYECKOr0 TeHa U
OOJIEHBIX MY)KUUH

Brinagenue cyxoXmibHbIX pediekcoB —

KocTHO-CycTaBHBIE HapyIICHHS (KOHTPAK- | —
TYpBI KPYITHBIX CYyCTaBOB, OSCHUYHBII
JI0PA03, CKOJINO3, e(OopMalys TPYyIHOI
KJIETKHU U CTOII)

Kapanomuonarus —
YMCTBEHHas! OCTAJIOCTh —
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Kannnuyeckne nposiiaenns IIM/] bekkepa B 11e710M HalOMUHAIOT
TakoBbIe ITpu popme JlfoleHHa, rerTeHuuecKruil AeeKT U THUII HacIea0Ba-
HUS aHAJIOTUYHBI, HO MPU IUcTpoduu bexkepa MyTanus MpUBOIUT K 00-
Pa30BaHMIO aHOMAJHLHOTO TUCTPOGUHA UK €r0 HeJ0CTaTOYHOCTH. Teue-
Hue 3a0oneBaHus Ooiee MITKoe: IeOI0T MPUXOINUTCS Ha OoJiee TIO3THUI
Bo3pact (ot 2 1o 21 roma, B cpearemM B 11 jiet), TeTaabHBIA HCXOI HACTY-
mmaet moke (B 23—63 roma).

B tunmunbIX coyyasx 3a0oneBaHne BO3HUKaeT B Bo3pacte 1020 rner,
WHOT/Ia HECKOJIBKO PaHbIIIE FITH TTO3XKE.

[lepBbIMM TIpU3HAKAMH SIBISIIOTCS CIa00CTh, YTOMIISIEMOCTH TIPH
JUTMTETBHBIX (PU3NYECKUX Harpy3Kkax. Buipa)keHHbIE MHAJITUU B HOT'aXx,
WHOTJa B KOMOMHAIUK C KPAMIIH, SIBJISIOTCSI CAMBIMH PAaHHUMH CHUMIITO-
Mamu 3a00JIeBaHUs] IPUMEPHO y TPETH MalUeHTOB. B psiae ciaydaes atu
CHUMIITOMBI MOTYT COXPaHSTBCS B TeUCHHE HECKONIbKUX JeT. Hambomee
Y4acTBIMH KaJI00aMU Ha PAHHUX CTAJIUAX OOJIE3HU SBISIFOTCS TPYIHOCTH
IIPH TIOIBEME TI0 JISCTHUIIE, YTOMIIGHUE TIpU Oere, [UTUTENhHON X0ap0e 1
yacTele nageHns. OTMedaeTcs I3MEHEHHUE TTOXOKH TI0 THITY «yTHHOW».
ATpoQUH MBI Pa3BUBAIOTCS MPEUMYIIECTBEHHO B OOJIACTH Ta30BOTO
nosica, 6enep. B cpaBHeHWHM C HIKHUME KOHEYHOCTSIMHU, BEpXHHE IJTH-
TEbHOE BPEeMsI OCTAIOTCA MHTAKTHBIMH. Y OOJBINMHCTBA MAIMEHTOB C
muomuctpodueii bekkepa BOBIeUEHHE B TATOJIOTMYECKAN TIPOIECC
CEePIEUYHO-COCYTUCTOM CUCTEMBI SIBIISIETCS XapaKTEPHBIM MPU3HAKOM 3a-
OoneBanus (pa3BuUBacTCs AWISATAIUOHHAS WIK TUNepTpoduyecKas Kap-
JUOMHOTIIATHSI C IPEUMYIECTBEHHON AUIATAIMEN JKEeTyJOUKOB U pa3BU-
THEM CEp/IEYHOI HEJ0CTaTOYHOCTH, OTMEYAIOTCsl HapyILIEHHs TPOBOJIHU-
MOCTH, JKEIYIOUKOBbIC apuTMUH). Ha paHHUX 3Tanax BBISBISIOTCS U3Me-
HEHUs, XapaKTePHBIE IS IOPAKCHUS 38 IHEHIKHEH U JIaTepaIbHOM cTe-
HOK cepamna (rryboxkuit 3ydernr Q B orBenenmsix 2, 3, aVF, V6, Beicokuit
3yoerr R B orBemenmn V1) B peaxux ciayyasx OoTMe4aroTcs HEHpo-
SHIOKPUHHBIE HApYIIEHHs (TUIIOTeHUTANN3M, aTpodus sudek). MaTen-
JIEKT OOBITHO HE CTpaaaeT

* KoneunoctHo-nosicusie ¢gopmsbl IIM/J] Takxe XapakTepusyroTcs
pPa3BHTHEM MHUOTATHYECKOTO cuMIToMoKkoMILiekca. [IM/] Dpba o Bo3-
pacTy Haudaja 3a00JeBaHUsA, CKOPOCTH MPOrPECCUPOBAHUS U KIMHHUYE-
CKUM IPOSIBJICHUSAM HaroMHHaeT GopMy bekkepa, ofHaKo i Hee He-
XapaKkTepHa KapJuajabHas MaToJIoTHsl, KpOMe TOro, 3a00JeBaHue OTMe-
YalOT KaK Yy MAaJbuMKOB, TaK W JCBOUEK. [WI HacIeAOBaHUA —
ayTOCOMHO-perieccuBHBIN. [Iporpeccupyromas Mplmednas AucTpodus
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Opba-Pota BO3HHMKaeT BCIEACTBHE MOPAKEHUs TKaHEW MBI U HX
arpodun.

Cpeay MpEeAnoaoKeHNH OTHOCUTEIbHO MEXaHU3Ma pa3BUTHS 1aTo-
JIOTMH pacCMaTPUBAETCS MOBBIILICHHAS! IPOHUIIAEMOCTh MEMOpPaH KJIETOK
MIOTIEPEYHO-TI0I0CATON MBIIICYHON TKaHM (CapKoJIeMM) HM3-3a HEHOoCTa-
TOYHOT'O CHHTE3a CAPKOIIINKAHOB — COCTABJISIIOIIUX OCJIKOB TUCTPO(UH-
IJIMKOIIPOTENHOBOIO KOMIIJIEKCA, KOTOPBIH 00eCIeUnBaeT CBA3b KIETOU-
HOTO CKeJIeTa COKPATHTEIBHBIX DJIEMEHTOB MBIIICYHBIX BOJIOKOH MHO(DU-
OpHIUT C BHEKJIETOUHBIMU CTPYKTypamMH TKaHU. B pesynbrare pedunura
CapKOIIMKaHOB HAapYyIIAeTCs aMUHOKHCIOTHO-(DEpPMEHTHBIH OayiaHC B
MBILICYHBIX BOJIOKHAX.

OmnpeneneHHyI0 pojib B STHOJIOTUHM MbIIeYHOW nuctpoduu Dpbda-
Pora Tax:ke MOXKET UrpaTh OSKOBBIH N30(epMEHT KpeaTHH(OCHOKHHA-
3a, TOYHEE, BBIBICHHBIA HEJOCTAaTOK €r0 B MBIIICUHBIX TKAaHSIX U aHO-
MaJIbHO BBICOKHMH YPOBEHb B IlIa3Me KpoBH. JlaHHbIN (epMEHT KaTaau3u-
PYET PeakUuIo OKUCIUTEIBHOrO (GochopuInpoBaHus ageHO3UHIU(OC-
¢ara (A1D) B anenosunTpudochar (ATD) B MUTOXOHAPHUAX KIETOK MBI-
LIEYHBIX TKAaHEW, TO €CTh MOAICP)KUBACT 3HEPrHEeH LUKI COKpAILEHUs
MBILIII.

Kaunnyeckas kapruna. CuMnTombl 3a00JeBaHUS BHaYaie He
creru(UUHBl ¥ BKIOYAOT B ce0s 00IIy0 ¢1aboCTh, CIIa00CTh MBbIIIII
cnuHbl. [locTeneHHo 3a00eBaHue IPOTPECCUPYET.

[MateHT nepecTaeT yaep>KuBaTh CIIMHY B HOPMaJIbHOM TOJIOKEHHUH,
pa3BUBAETCS TUIEPIIOPI03 — Tepepasrubdanre mosicHUIpbl. JlocTarouHo
paHo uzMensercs noxoaka. OHa CTAaHOBHUTCS MTOXOXKEH Ha «yTHHYIO» —
NepeBaJInBaHKe HOT M3-3a CIab0CTH MBI Oepa U Ta30BOro nosca. bol-
CTPO pa3BUBAETCS THIOTPOQHSI MBI BEPXHETO IJIeYeBOro mnosica. Tak-
K€ MOCTENEHHO pa3BUBAETCs o0mmiasi runotrpodusi, a 3aTeM U aTpodus
MbIIIL. ATpodusi MbIIL, GUKCHPYIOIIUX JIONATKHU, IPUBOAUT K pa3BU-
THUIO KPBIJIOBUAHBIX JIONIATOK.

WHorga uMeeT MecTo MceBaoTurepTpodus rojieHeil — 3aMeHa MBI-
IIeYHON MacChl )KUPOBOH M COEAMHUTENBHOM TKaHbi0. CO BpeMeHeM Ta-
IUCHT TIePECTACT BBIMOJIHATh MHOTHE aKTHBHBIC JIBHKCHUS

3HaUNMO 3aTpPy/AHSETCS BCTaBaHHUE, OOJILHBIM MPUXOIHUTCS BCTABAThH
Ha YeTBEPEHBbKH, TIOMOTaTh PyKaMH IpH BcTaBaHuU. JINIo manuenTa cra-
HOBHTCSl aMUMHYHO, HETIOJIHOCTHIO CMBIKAIOTCSI BEKH, TYOBI JKe, HaIlpo-
TUB, BBIBOPAYMBAIOTCS KIEPEIU M HEPEIKO YTOMIAIOTCS (TyOBl Tanupa).
MUMHKY Takoro MayeHTa elie HHOT/IAa Ha3bIBAaIOT JIMIIOM MHUOTIATA.
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MuHHMaNbHBIE TUarHOCTHYECKUE IPU3HAaKK Oone3Hu Dpba-Pora:

— CUMMETpHYHasl C1a00CTh MBIIIIL UIEYEBOTO MU Ta30BOTO MOSICA;

— u3MeHennst Ha OMI™ 1 B Omonrarax MBIIIILL;

— TMOBBILICHUE aKTUBHOCTH KpeaTuH(OC(HOKHHA3HI B KPOBH.

Takske pa3nuuaroT IHOLIECKYI0 (hopMy 3a00eBaHus, A1 KOTOPOI
HEeXapaKTepHO MOPaKEHUE MBILIIL JIHLA.

IIM/J Jlanay3u-/le:xxepuHa — 5TO HaclEICTBEHHOE HEPBHO-MbI-
meyHoe 3a0ojeBaHWe, TMPH KOTOPOM OTMEYAIOTCS JereHepaTHBHO-
IrcTpoUUecKrue M3MEHEHHST MBI JIMIIA, TJIed U jJjonarok. Hacnemyer-
Csl IO ayTOCOMHO-JIOMHHAHTHOMY THITY C BBICOKOW IEHETPAHTHOCTBIO U
BcTpeyaercs ¢ yactoTtoit 0,92 % na 100 000 Hacenenus. YcrtaHOBIEHA
reHeTHYeCKast TeTePOreHHOCTh TIeUe-JI0NaTOYHON-THIIEBO MUOAUCTPO-
¢un: B 90-95 % cemeii oOHapyKkHUBaeTCs CLEMJICHHAs ¢ JIOKycoM 4q35
(IA tun Gomnesnn), a B octanbHbIx 5—10 % — ¢ nmokycom 10g26 (IB tum).
[lepBruHbIe OOXUMUYECKHE 1(EKTHI B HACTOALIEE BPEMSI HEU3BECTHBI.
JlokazaH ayTOCOMHO-ZOMMHAHTHBIA THII HacienoBaHus. 3a0oseBaHHE
pa3BUBAeTCsl BCIEACTBUE ACICLUU Ha JJIMHHOM IUIEYE XPOMOCOMBI 4
(4935), pexe ero pazBuTHe CBsA3aHO ¢ JJokycoM 10q26. Jlemerus JoKamm-
3yeTcs B 001aCTH, HEITOCPEICTBEHHO NPHIIETAIOIIEH K TeJIOMepe, U He 3a-
XBATBHIBACT CMBICIIOBBIX TIOCIIEA0BATEILHOCTEH IreHa

[Ipennonaraercs, 4To MyTanus B 3TOW 00JIACTH MIPUBOAUT K U3MEHE-
HUIO CTPYKTYPBI XPOMAaTHHa, a 3TO, B CBOIO O4Yepe]lb, H3MEHSIECT aKTHB-
HOCTh OJIM3JIEkKAIMX TeHOB (TaK Ha3biBaeMbIi d(dekT monokeHus), B
YaCTHOCTH T'€HOB, KOJUPYIOUIMX TPaHCKPUIIMOHHbBIC (aKTOphl MHOTE-
He3a.

B pesynbrare HapymeHHOro oOMEHa, Ha MECTE MBIIICYHOW TKaHU
MIPOMCXOIUT pa3pacTaHUE KUPOBOH U COCTUHUTENBLHON, MUOGUOPHUILIBI
HE MOTYT COKPALIAThCs, YTO BICUET OTPaHUUCHHOCTD ABMKeHUH. KoHeu-
Hasl CTaausl, MbllIeyHas aTpodusi, BEAET K MOJHON 00€31BIKEHHOCTH.

B 00b1uHBIX yCIIOBUAX 00JIE3HH MOXKET HE MPOSIBIISATHCS, I10KA €€ HE
CITPOBOITUPYIOT HEOIATONPHUATHBIC (DAKTOPHI — WHMEKITNH, HHTOKCHKA-
UM, TPABMBbI, (pU3nYecKre HArpy3Ku

MuHMMAaNbHBIE JIMAaTHOCTUYECKHE MPU3HAKK — arpoQusi MBIIII]
JIUIIA U TUIEYEBOTO Tosica

Havano 3aboxneBanust ¢ 7-15 net, XxapakTepu3yeTcs BBIPaKEHHOH
CJIa00CThI0 MUMHMYECKUX MBI (32 MCKIIOYCHUEM peakoi (hopMbl Oe3
MUMHYECKOH crnaboctn). B kiaccuueckom BapuaHTe MepBble NMPU3HAKH
3a0051eBaHMs TIOSIBIISIIOTCSI B OCHOBHOM B Bo3pacte 10-20 net. ATpodun u
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MBILIEYHAs C1a00CTh JOKAINU3YIOTCS B 00JIaCTH MUMHYECKOH MyCKYIaTy-
pHl, JtonaTok U 1uied. CHavana arpoduu HaOIIOAAIOTCS B TUICYEBOM MOS-
ce, C MOCJIEAYIOMINM paclpocTpaHeHueM Ha JIno. OObIYHO Ha4YaIbHBIMU
MIPOSIBIICHUSIMU CTAHOBSITCS 3aTPyJHEHHE IOABEMA PYK HaJ TOJIOBOM, BbI-
CTyHaroIINe «KPbUIOBUIHBIEY JIOMATKU U ckosno3. [Ipu mporpeccuposa-
HUM IIpoliecca rpy0o cTpanaroT KPyroBble MBIIILBI PTa U IV1a3 — HE ya-
€TCsl KPETIKO 3a)KMYPHUTb I71a3a U CXKAaThb I'yObl.

Bcenencteue arpodun IMII0 CTAaHOBUTCS THIMTOMUMHUYHBIM. Kak mpa-
BMJIO, OOJIbHBIE CAMH OTMEYAIOT H3MEHEHHE CBOCH MUMHUKH, UX peub CTa-
HOBHTCS Hepa3OopuuBoi. CrienyeT OTMETUTh U XapaKTepHbIE CUMITTOMBI
B BHJIE IONEpeyHON YABIOKH («yhapIOKka JI>KOKOHIBI»), BBIBOPOUEHHBIX
ryo («ryObl Tammpay), «IOJHMPOBaHHOTO» Ji0a. ATpoduu ABYIIIABOH H
TPEXTIIaBON MBI TJieya, OOJbIION TPyAHOM, epeaneil 3youaroi, Tpa-
MEIMEBUAHON MBI MOTYT 00YCIIOBIMBAaTh BOSHUKHOBEHHE CUMIITOMOB
CBOOOIHBIX HAAMJICUUH, KPBUIOBHIHBIX)» JIONIATOK, MTOSIBJICHUE ITUPOKO-
r0 MEXJIONATOYHOIO MPOMEXKYTKA, YIUIOIIEHUS TPYIHON KIETKH U CKO-
nmo3a. B psize cinydaeB arpoduu paciipoCTpaHsIOTCS Ha MBILIIBI HOT.

M/ Jlanny3u-/lexepuna:

a — «Ty0OBI TanMpa»; 6 — BBEIPAKCHHBIN JTATO(TAIBM; 8 — IIONepedHast yIbIOKa»
(pucyHok u3 yueOnuka [lerpyxuna A. C. [lerckas Hesposorus, 2012 r.)
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Knuanyeckune 0coOeHHOCTH:

* ACUMMETPUYHOCTb aTpOHH, YTO SBISIETCS XapaKTEPHOH KIIMHUYe-
CKOI 0COOEHHOCTBIO JaHHOM ITaTOJI0THH;

* ACUMMETpHS B IIpeJiesiaX OJHOM IPYIIbI MBILIILI;

* TICEBIOTHIIEPTPOGHH BapHaOEIbHBI MO CTENCHN BBHIPAKEHHOCTH H
JIOKaJIN3alNu;

* KOCTHO-CYCTaBHbIe Aedopmanny;

* TeueHHe 3a00JIeBaHNsI MEIUICHHO MIPOrPECCHPYIOLIEE;

* MUOAMCTPOPHUUECKHUIT ITPOIIeCcC PACIPOCTPAHSIETCS 110 HUCXOISIIIe-
My THITY: MBIIIIIBI JIMIIa — IIJIEYEBOTO M0SAca — CIHUHBI U HEPEJIKO Ta30-
BOTO Hosica — Oeziep — IUCTaJIbHBIX OTIEJIOB KOHEUHOCTEH.

M/ Owmepu-/lpeiidyca xapakrepusyercss HaId4MeM KOHTPAKTYP
(garrie B JJOKTEBBIX, KOJIEHHBIX CycTaBax, 3aJHUX MBIIIIAX [IeH, U3-3a KOTO-
PBIX TOJIOBA OKa3bIBACTCS CJIETKa 3allpPOKMHYTOH), IUIEYeTIONaToYHO-TIepo-
HEATLHBIM PACTIpEICIICHHEM MBIITICTHON C1a00CTH M aTpodHii ¢ COXpaHHO-
CTBIO JIMLIEBOM MYCKY/aTypbl. YacTo OTMEUAIOT HApYILEHHUs pUTMa CepIIla 1
KapIroMHoMnarHio. 3a00eBaHne HEpeKo IEOI0THPYET ¢ KOHTPAKTYP.

OcHOBHOH cuMNTOM oTanbModaprHreaTbHOl POPMbI — XPOHU-
YyecKas IMPOrpeccUpyrollas Hapy>KHasi o(TaabMOIUIETHs, 3aTeM IIpHCcOoe-
TUHSETCS YMEPEHHbBIN Oynb0apHbIid cHHApPOM. B nanpHelimem pa3BuBa-
eTcs MPOKCHMaJIbHAsI MBILIEYHAsl CIa00CTh B pyKax W HOTaX.

JlucTanpbHbIE MUOMATUN XapaKTEpU3YIOTCS MpeodiamanueM ciado-
CTH AWCTAIBHBIX MBI, [Ipn Muonarnu Bemannepa B HauOoIbIIeH cTe-
MEHU NOpaXKaroTcsl pasrudaresn KUCTeH, mpu Muomatuu Mwuomm —
HWKPOHOKHBIE MBIIIIBI: OOJNBHBIC MJIOXO CTOSAT HA HOCKAX, YacTO CIOTHI-
katorced. [1pu muonaruu ['oBepca, THOMANBbHOM MUOTIATUH TJIABHBIA CHUM-
[ITOM — CTENNaXx H3-3a cJabOCTU MEPOHEATbHOM IPYMIIbl MBIIIL, NPU
9TOM Muomarus [oBepca CKJIOHHA K JaJbHEHIIeH reHepain3auum: yepes
5-10 net npucoeauHseTcs cnaboCTb KUCTEH W MBIIIIL LIEH, 9aCTO OTME-
4aloT «cBucanue» | manpna Ha Horax u V — Ha pykax. [Ipu TubnansHoi
MHOIIATUH, PACHPOCTpaHEHHON B DUHISTHINY, Yallle BCEro HaOMIONA0T
H30JIMPOBAHHOE MTOPAKEHHUE MEPEIHNUX OOJBIIEOEPLIOBBIX MBIIIL, HHOTAA
pa3BHUBaeTCs KapJUOMHUOIIATHSL.

MbiweyHan AMCTPOOHUA AUCTaAbHAA HACAEACTBEHHAA
C N03AHMM Hauanom (BenaHnaep)

AyTOCOMHO-IOMHHAHTHOE 3a00JIeBaHUE, XapaKTepH3yoIIeecs Mo-
SABJICHUEM CJIa6OCTI/I AUCTAJIBHBIX MBI Y B3POCJIBIX, IPEUMYIIECTBCH-
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HO MOPaXKAKIIEH TUCTANILHBIC JNTUHHBIC Pa3ru0aTenu PyK, ¢ MEIJICHHBIM
MIPOTPECCUPOBAHUEM, OXBATHIBAIOIIMM BCE MEIKHE MBIl PYK U
TOJICHHU.

Hucranenas muomnarus Bemannepa (WDM) BbI3BaHa reTepo3uroT-
Holl mytauuei B rene TIA1 Ha xpomocome 2pl3. V HEKOTOPBIX MalKeH-
TOB MOXET ObITh TOMO3UTOTHASI My TAaIl¥sl, KOTOpast CBsi3aHa ¢ OoJiee Tshke-
JIBIM (PEHOTHUIIOM.

YV 90 % GONBHBIX MEPBBIC MPU3HAKN 3a00JICBAHISI TIOSBIISIFOTCS B KH-
CTSIX, B OCTILHBIX CITy4asx MEePBIMU OPAXKAIOTCSI MBIIIIBI CTOIL. 3a0071e-
BaHHE MaHU(ECTHPYET C HapYyIICHUs pa3ruOaHus yKa3aTelbHOro U 00Jb-
mroro nasslia. [lo Mepe mporpeccupoBanus 3a00JIeBaHUs HAPYIIACTCSI pas-
rubaHue APYTrux NajblieB KUCTEH, yXyALICHUE X MEIKOW MOTOPHKH, BO3-
HUKAET TUIOTPO(HsI MEKKOCTHBIX MBIIIII], @ TAKXKE TCHapa U TUIIOTEHApa.

[MopaxeHre MBI JUCTATBLHBIX OTJICIIOB HOT' BOBHUKAET CITYCTS He-
CKOJIBKO JIET TI0CTIe Havalia 3a00JIeBaHus U XapaKTePU3YyeTCs IpEeuMyIe-
CTBEHHBIM MOpPAKEHUEM TepeHel O0bIIeOepIIoBON MBIIIIIEI, YTO TIPO-
SIBIISIETCS] BOSHUKHOBEHHEM CTETIIaxa, C TOCIeAYIOMHIM (GOPMHPOBAHU-
€M pa3rudare’IbHBIX KOHTPAKTYyp B TOJEHOCTOIHBIX cycTaBax. JIummb y
HEOONBIIOTO Yuciia OONMBHBIX B MO3AHUX CTaAWAX 3a00JeBaHHSA B TPO-
[IECC BOBIICKAIOTCS IPOKCUMAITLHBIE TPYTIITHI MBIIIIIL.

[lepBbIM CUMIITOMOM SIBIISIETCS HEYKJIIOXKECTh B BBITIOJIHEHHH MEJl-
KHX JIBUKCHUH yKa3aTeJbHBIM M OOJIBIIMM TaJibllaMu. JTa ci1adoCTh
BITOCIICICTBHH PACIIPOCTPAHSIETCS HA BCE MANIBIBI U 3aTPYAHSET X pa3-
rubanue. ATpoQusi MBI KUCTH MPOSBISETCS 4Yepe3 HECKONBKO JIeT.
B HmxHEl yacTu HOT'HM pa3BUBaeTCs c1adOCTh Mepeaneil bonpiedepo-
BOH MBIIIIIBI U TOCTETICHHO MTOXOJIKA CTAHOBUTCS CIIOTHIKAIOIICHCS, TaK
Kak OOJIbHON HE B COCTOSIHUM COOTBETCTBYIOIIMM 00pa30M IMOIHSTH Iie-
PEIHIOK YacTh CTONBI. DaCIUKYIAINNN, MUOTOHHS U CEHCOPHBIC H3MEHE-
HUS He HaOmonaroTesl. PaccTpoiicTBO 04eHb MEJIEHHO TIPOTPECCUPYET U
HE BIIMSET HA MPOIOIDKUTEITLHOCTD KU3HH.

Cpennuii Bo3pact Hauaja 3aboneBanus cocraBiset 47 set (ot 20 mo
77 ner).

B 3aBucumocTH oT Bo3pacTa 1e6roTa 3a001eBaHMUS JCITUTCS Ha THTIBL:

1 Tum — ge6rot 3a6onesanus B 40-60 jer;

2 tun — ne6rot 3a0oneBanus B 20—40 ner.

[pu snexTpoMuOrpapuuecKoM HCCICAOBAHNH BBISBISIETCS TIEPBUY-
HO-MBIIIICYHBIA XapaKTep MOPAXKCHHs. XapaKTepHble OHMOXUMUYECCKUE
MapKepbl OTCYTCTBYIOT. B psje ciydaeB BBISBISICTCS HE3HAYMTEIBHOE
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MOBBIILICHHE YPOBHS KpeaTuH(ochHOKHHA3bI. XapaKTepHbIM MOP(OIOTH-
YECKUM J1e()EKTOM SIBIISIOTCSI OOpaMIICHHBIE BAKYyOJIH U ayTodaronurap-
HBIC KJIETKH, KOTOpbIE 0OHAPYKUBAIOTCS KaK B aTpO(UPOBAHHBIX, TAK U B
HEM3MEHEHHBIX MBIILICYHBIX BOJOKHAX.

AuarHocTuka

AHamHe3

COop HaclelCTBEHHOTO aHaMHe3a MOYKET TIOMOYb YCTAaHOBUTH THII
HacJIeJIOBaHUs, OJJHAKO ITO yAaeTcs HE BCErna, Tak Kak JOCTAaTOYHO 4acTo
HaOMI0AAIOT criopaguueckue ciaydau, a npu psuae [IM/] Bo3moxuo Oec-
CUMIITOMHOE TEUEHHE WIN CTepTasi KIIMHUYECKasi KapTHHA.

JlJ11 TMarHOCTHKYM MUOTIATUH BaKHOE 3HAUCHHE MMEIOT BO3pacT Ha-
yasa 3a00J1€BaHusl U THII PACIPEIEIICHHS MBILICYHOH CI1a00CTH.

* YkazaHus Ha cnaboCTh C POXKICHUS WK C 1-ro roza >Ku3HU Xapakx-
TEPHBI Il CTPYKTYPHBIX MHOIATUH M BPOXIEHHBIX MBILIICYHBIX AUCT-
podwuii.

e [Tpu I[IM/] JlrorrenHa cnaboCTh MBIIIIT 1 H3MEHEHUS TTOXOIKH T10-
sBrsitores B 3—6 net. K 9—15 rogam Mplmednast cnabocTh pacipoCcTpaHs-
eTCsl IPaKTUYECKH Ha BCE TPYIMIBI MBIIIL, YTO MPUBOJUT K yTpare CIIo-
COOHOCTH K CaMOCTOSITEIIBHOMY IEPEABHKECHUIO.

* [Ipu IIM/] bekkepa nepBele cUMOTOMBI TOABISIIOTCS B 7—20 €T,
3a00J1eBaHle NPOTrPECCUPYET OTHOCUTEIBHO MEIIEHHO, CIIOCOOHOCTD K
CaMOCTOSITETbHOMY MEPEABIKEHUIO MOXKET COXpaHAThCs 10 30 JeT.

* [IM]] Dpba MoxkeT HaunHATHCS KaK B paHHEM JIETCKOM (2 Tofia), Tak
¥ BO B3pociioM (BILIOTH 10 45 ner) Bo3pacre. Juchepnunonarus (2B)
00b19HO HaunHaeTcs B 12—39 et (B cpenreM B 19 j1eT), capKoTIMKaHOIIa-
Tust — 1o 10 ner.

o [IMJ] Jlanmy3u-/lexxeprHa vame BCero Ae0I0THPYeT B ACTCKOM H
FOHOIIIECKOM BO3pPacTe C MUMHYECKOH CIab0CTH 1 1T03a, XOTS WHOT/IA Ha-
OIONAlOT U TO3Hee Havyaio (BIUIOTH 10 50 JIeT), mpuueM B MOCIEIHEM
cityyae 3a00j1eBaHIe IPOTrPECCUPYET OTHOCUTENBHO MEJIICHHO.

* O¢dransmodapunreansuas [IMJ] naunHaetcs B Bo3pacte 40-60
JIET ¢ XPOHHYECKOH MpOrpeccUpyroleil HapyKHOW OoQTaabMOIUICIHH,
7032, C1a00CTH JTUIEBHIX MBIIILI.

 Jlns muonarun Benangepa xapakrepHo noszgHee Hadano (B 40-60
JIeT) co ¢1ab0CTH MBI, Pa3rHOArOIINX KUCTH, B ITOCIIEYIOLIEM IPUCO-
enuHseTcs: c1abocTh pa3rudareneil cror, NOsABIsSETCs crennax. Muona-
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TAss MUOIIM HAYMHAETCS C CHUMMETPUYHOW CJIa0OCTH WKPOHOKHBIX
MbIII B Bo3pacte 2050 jeT, B moCaeayIomeM MOXET MPUCOCTUHSATHCS
CJ1ab0CTh PYK W MPOKCUMANBHBIX OTIENOB HOT. JlucranbHas MUOTIATHS
I'oBepca naunnaercs B 1,5—26 JieT co cremnmaxa 1 BbIaJCHUS aXUITOBBIX
CYXOKWIIBHBIX pedrexcos, depe3 5-10 ner mpucoemuHsieTcs cinabocTb
KUCTEH W MBIIIII Ier. TuOwmanbHas Muonarust mpossiisiercs B 40—60 et

du3nKkanbHoe ob6caep0BaHHe

IMpu IIM/J [romenna, bekkepa, KOHEYHOCTHO-MOSCHBIX (hopmMax
HaunOoJee BIPaXEHHYIO cl1ab0CTh OTMEUAIOT B TOSICHUYHO-TIO/IB3/I0IIHBIX
MBILINAX, MBILIIAaX Oenep, AeIbTOBUAHBIX, ABY- U TPEXIJIABBIX MBIIILAX
mieda. MeHee BbIpakeHa CIa0OCTh B ANUCTAIBHBIX MBIIILAX KOHEYHO-
cTell. JInneBble MBIIIIBI OCTAIOTCS COXPAHHBIMH.

Hapsiny ¢ MpImiegHoi ¢1aboCThi0 TTOCTETICHHO Pa3BHBAIOTCS THIIO-
Tpo(hrM MOPaKEHHBIX MBIIII], BIUIOTH 10 aTpo(UH Ha MO3THUX CTaJNSAX.
[Ipu 3TOM cocenHne MBIIIIBI MOTYT OBITh MOJHOCTHIO KIMHUYECKH WH-
TakTHBl (Hampumep, npu [IMJ] Jlannysu-/lexepuna nenbTOBUAHBIE
MBIIIIBl JUIUTEIbHOE BpPEMsl COXPAaHSIOTCS KIMHUYECKH WHTAKTHBIMHU
MIPU BBIPAKEHHBIX aTpousaX JBY- U TPEXIIaBOM MBI Tiieya). Bopo-
4yeM, pH uroasdatoit DOI BeIpakeHHbIE H3MEHEHUS! OOHAPYKUBAIOT U B
KJIMHUYECKN WHTAaKTHBIX MBIIIAaX. ACHMMETPHUYHOE pacIpeiesieHUe
arpo¢uii niam arpous YaCTH MBIl HAanOOJIee XapaKTepHbI TAKKE IS
[IM/] JIany3u-Jlexxepuna.

[ITo3, MummIaeckas ciradocts 6e3 opTanbpMonapesa, J1aropTairbM Xa-
pakrepus! st [IMJ] Jlanmysu-/exepuna, [IMJ] Dmepu-/peiidyca.

[IceBmorunepTpodun MBI ToNeHeH TamuaHb! 11 [IMJ] [{romreH-
Ha, bexkepa, B MeHbIei crenenn — a1t [IM /] Dp6a. MBIIIITe! mpu maiib-
AUy MJI0THBIE, HECMOTPS Ha YBEJIHUEHHE 00beMa, X CHJIa CHIDKEHA.

PanHue KOHTPaKTYpH! KOJIEHHBIX, IOKTEBBIX CYCTaBOB M MBIIIII], pa3-
rudaroIux 1mero, xapakrepus! s [IMJ] Omepu-/peiidgyca. Konrpaxry-
Pbl AXUJUIOBBIX CyXoxkunuil ormedarorcs npu [IM/J1 [{romenHa, bekkepa,
Ha TMO3HUX CTaJUsAX Pa3BUBAIOTCS U KOHTPAKTYPBI KOJIEHHBIX CYCTaBOB.

CyxoXWIbHBIE pe(IeKChl 9acTO OTCYTCTBYIOT, MPHUYEM IpH hopMax
C IPOKCUMAJIbHOM MBIILIEYHOH ¢1a00CThIO B IIEPBYIO OUYEPEAb BHINAAAIOT
KOJICHHBIE pe(UIeKChl, MPH OUCTAJbHBIX (OpMax, HAYMHAIOIIUXCS C
MBILII HOT, — aXWJIJIOBBL, a TpH popme Benannepa — xkaprnopaguaibHbIe.

[TpuznakoB mopaxernss [IHC He BBIABNAIOT. UyBCTBUTENHFHOCTD U
KOOpIWHALNA JBMKEHUI HE HApyIIAIOTCS.
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NaboparopHbie HccAeAOBaHHA

K®K — tepmenr, copeprkamuiics B OCHOBHOM B CKEJIETHBIX U Cep-
neqHoit Mpimnax. [Ipy HapyimeHnn 1e0CTHOCTH MBIIIEYHOH MeMOpaHBbI
OH TIOIaJaeT B KPOBOTOK, O3TOMY MNoBbIIIeHNHEe akTUBHOCTH KDK B kpo-
BH SIBIIIETCSI MApKePOM HEKPO3a MBIIIIEYHOH TKaHU. Brimensror nee (pax-
umu KOK — cepreunyro (MB-K®K) u mbimeunyro (MM-KOK). Axtus-
HOCTh MB-(pakiuu B KpoBH MOBBIIIAETCA MpH WHPAPKTe MUOKApIa, a
MM-K®K — npu HEKpO3€ MBIIIEYHBIX BOJIOKOH.

Vporeur KOK koppenupyer co CTENeHbI0 aKTUBHOCTU Ipollecca.
Ha mo3maux cragmsx 3aboneBanus aktuBHOCTE KDOK B kpoBH CHIDKAeT-
ca. Ilpm muonarusix ¢ HE3HAYUTEIbHOM CIOHTAHHOW AaKTUBHOCTHIO
(CTpyKTypHBIE, MUTOXOHApPHUATIBHBIC, dHAOKpUHHBIC MuonaTuu) KOK,
KaK MpaBUJIO, OCTAETCs B MTpe/iesiax HOPMBI.

[Tpu IIMJI Tromenna aktuHOocTh KK B KpoBU noBbIIaercs B 20—
100 pa3 (15 000-20 000 EJl/n), mpu [IM/] Bekkepa — B 5-20 pa3 (5000—
7000 EJ1/71), mpu ayTOCOMHO-pELieCCUBHBIX (POpMax KOHEUHOCTHO-TIOSICHBIX
[IM/J] 2A, 2B — B 5-80 pa3, mpu capkorukaHonatusx — B 15 pa3 u 60-
nee. Ilpu OONBIIMHCTBE ayTOCOMHOJOMHHAHTHBIX (POPM KOHEYHOCTHO-
ntosicHbIX [IM/J] KOK B HOpMe mmm citerka moBsiieH (1o 1000 EJI/m).

[Ipu TIMJI Jlanmy3u-/exepuna, DOmepu-/lpetidyca akTUBHOCTH
K®K y GonpmmHCTBa OOTBHBIX MOBHIMIACTCS YMEPEHHO (MEHEe UeM B
5-10 pa3) unm HaxoAWTCS B mpenerax HOpMEL. [Ipu GoibpIIMHCTBE TuC-
TaJbHBIX MHUoMaTuil ypoBeHb KDK ocTaercs HOpManbHBIM (XOTS NPHU
MHOTIATHH BO3MOXKHO ero yBenudeHue B 10-50 pa3).

Heo0xoaumo NoMHHTB, 4TO NOBbIeHNE akTHBHOCTH KDK B KpoBH Ha-
OmonaroT Npu MH(pAPKTe MUOKapHa, WHCYIBTE, MIOKE, CEICUce, TPaBMax.
He6osboe nospimenre KOK Bo3MOXKHO IPU aKTHBHO TEKYIINX HEBPOTEH-
HBIX MpoLIEccaXx, a TAKKe Y 300POBBIX JIIOACH Mocie (GU3MIECKOH HAaTrpy3KH.

HHeTpyMeHTaAbHbIe HCCAEAOBAHHA

Uronpaatas OMI" — 0CHOBHOM METO OLIEHKH COCTOSIHHSI MBIIII] ITPH
IIM/I. Ona no3BosgeT BBIABUTH IEPBUYHO-MBIIIEUHBIN TUI H3MEHEHUH U
CIIOHTaHHYIO aKTUBHOCTH, KOPPEIUPYIOIIYIO CO CTENEHBIO MPOrPeccCUpo-
BaHMA MblIeUHON AucTpodun. CpeaHss AIUTEIbHOCTD, CPEIHSS aMIUTU-
tyna [IIE cHmkenst 6onee yem Ha 12 % HOPMBI, CTENIEHb CHU)KEHHS KOC-
BEHHO OTpa)kaeT BBIPAXKEHHOCTh M3MEHEHWH B MbIIIIax. MHorma peru-
CTPUPYIOT MHOIIATUYECKHUI TATTEPH: MEIKUE IIOTEHIINAIBI HAKJIaJbIBAIOT-
csi Apyr Ha apyra. ClioHTaHHas aKkTMBHOCTb B BHJIE IOTEHLHUANIOB (U-
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OPHUISILMI U TTOJIOKUTETBHBIX OCTPBIX BOJH KOCBEHHO ITO3BOJIAET CYUTh
0 CTEIEHH aKTUBHOCTH nporecca. IIpu mennennorexymux 1IM/I BeisABILs-
10T eIUHAYHBIC MOTEHUHUAIbl (GUOPHIULSIIMNA U MOJOXKHUTEIbHBIC OCTpPhIC
BonHbI (0-3), mpu ymepeHHo mporpeccupyronmx [IMJ] ux xomudectBo
nocruraet 5—15. [Ipu 6picTporexymmx [IM/] (popma [lrorrenHa) B MbI-
L[axX BBIABIISAIOT OypHYIO CIIOHTAaHHYIO aKTUBHOCTD (KOJIMYECTBO MOTEHLH-
aJ10B (pUOPMIUIALIMH 1 IOJIOKUTEJIBHBIX OCTPBIX BOJH HE IOAAAETCS MOA-
cuety). [1o BbIpakeHHOCTH CIIOHTAaHHOW aKTUBHOCTH MOJKHO CYINUTH B 00
) PEKTUBHOCTH TOJJICPKHUBAIOIICH Teparuy ¥ peabMINTallMOHHBIX MEp
(awarmpumep, nipu [IM/] JTromeHHa Ha (hOHE Tepanuu MIFOKOKOPTUKOUIAMH
OTMEUaIOT OTYETIMBOE CHUKEHUE CITOHTAHHON aKTUBHOCTH).

MplmiedHasi OMOTICHS BBISIBIISIET aTpO(UI0 M HEKPO3bI MBIIICYHBIX
BOJIOKOH, 3aMEIIeHUE UX COCAMHUTEIBHON TKaHbIO, BApHaOeTbHOCTD JTU-
ameTpa MBIILIEYHBIX BOJIOKOH. [Ipu BRISBICHHOM T€HETHYECKOM Je(eKTe
WM TIPH YE€TKOH KIMHUYecKoi 1 DMI -KapTuHe mpoBeeHre ONOICHH He
00s13aTeINBHO.

Pa3zButne cna®ocTh OBIXaTENBHBIX MBI IPU MHOTHX (hopMax
IIMJI ipuBOAMUT K Pa3BUTUIO JIBIXaT€JIbHOW HEJOCTATOYHOCTH, TTIOITOMY
mpu [IM/] Jlrommrenna, bekkepa, KOHEYHOCTHO-TIOSICHBIX (hopMax MPOBO-
AT WccienoBanne (DYHKIMHM BHEUTHETO JBIXaHWsA, KOTOPOE IMO3BOJSET
OLIeHUTH cTereHs cHkeHus JKEJL.

IMpu IIMJ] [romenna, bekkepa, Dmepu-/peiidyca HEeoOXomumo
nposeaenne DKI (17 BBIsABICHNS HapyIIEHUH pUTMa cep/ilia) U 3XoKap-
nrorpaduu (Uist BBISIBICHUS KAPIUOMHOIATHH).

AHK-anarHoctuka

Jns monTBepIkIeHUs Marno3a BakHelee 3HayeHue umeer JJHK-
IUAaTHOCTHKA. B Hacrosimee Bpems pa3pabOTaHbl MOJEKYISPHO-
FeHETUYECKUE METO/IbI BBISBICHUS OOJBIIMHCTBA HanOoJiee pacipocTpa-
HeHHbix [IM/I.

AnddeperHunarbHaa AHarHocTHKa

JuddepennmanbHyo THarHOCTUKY MPOBOASAT B JIBa dTara: Ha mep-
BOM JTare MOATBEPKAAI0T TTEPBUYHO-MBIIIEYHBIN XapaKkTep MaToJoTHH,
Ha BTOPOM — YTOYHSIOT THUIT MUOIIATHH.

IlepBbIit 3Tan cBOAUTCS K BBIABICHUIO MHOMIATHYECKOTO CHMIITOMO-
KOMIUIEKCA M UCKJIFOYCHHUIO CIMHAJIBHOW/HEBPAJILHON MBIIICUHON aTpo-
¢un ¢ nomompro OMI. CymectBeHHOE MoBbIIeHNE akTUBHOCTH KDK B
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kposu (10 000-20 000 EJI/n), muonarnveckwuii narrepH usmenenus [1J1E
u OypHasi CIOHTaHHasl aKTUBHOCTb Tpu uronpuaroit OMI' y manbumka, 3a-
Oonesuero B 3—5 nert, xapakrepusl s [IM/] romenna. Ananornynas
KapTHHA BO3MO)KHA INMPH KOHEYHOCTHO-NosicHOH (opme [IM/I, moatomy
Pa3IMYMTh TH JBa 32a00JI€BaHNS Y MAITBYUKOB KJIMHUYECKH MMPAKTHYECKU
HEBO3MOXKHO. He MeHee MMOTOBHHBI CTy4aeB SBISIFOTCS CIIOPaTUIeCKIMH,
ITOATOMY COOp CeMEITHOTO aHaMHe3a TakKe He Bcerna dPpekTuBeH. Y Tou-
HUTH JMAarHO3 B TAHHOM CITydae MO3BOJISIET TOIBKO TeHETUIECKHI aHAJIH3.
WNHorma OsiBaeT oueHb CIOKHO paznuauth [IM/] Hromenna u [IM/] bek-
Kepa, B TAKHUX CITy4asx AUArHO3 YTOUHSIOT IPH JUTMTETLHOM HaOIIOICHNH.

3HaunTeNbHOE NoBbIIeHne akTuBHOCTH KDK 1 BeIpakeHHas CIIOH-
TaHHAasl aKTUBHOCTh B COYETAHUH C MPOKCHUMAIbHOM MBIIICUHON cllabo-
CTBIO XapaKTEPHBI AJIs TOJTUMHO3UTA U IepPMAaTOMUO3UTA. B 1eTckoM Bo3-
pacTe MOJUMHO3UT MPAKTUYECKH HUKOI/Ia HE pa3BUBAETCs, B OTIMYUE OT
JIEpMaTOMHO3UTA. BhIsABICHHE KOXKHBIX MPOSBICHUN oOnerdaeT nudde-
PEHIMANBFHYIO AMAarHOCTUKY, OHAKO B PsE CIydaeB OHH MOSBISIOTCS
CYIIECTBEHHO TI03)KEe MBIIIIEYHOTO CHHpoMa. Kak mpaBuio, nepMaTomu-
03UT UMEET O0JIee OTYCTINBOE HaYaI0 1 OoJiee OBICTPOE HApaCTaHUE MBI-
mevHol cnaboctn u arpoduit, ueM [IM/], B 3aTpyIHATETHHBIX CITydasx
MOTYT TIOMOYb OMOTICHSI MBIIIIbI, TeHeTHUecKuii ananu3. Kpome Toro,
JIEPMATOMHUO3HUT OOBIYHO COMTPOBOXKIACTCS OOIITMMHU CHMITTOMAaMH BOCITa-
JIUTEIHHOTO TpoIiecca (Tuxopaakoid, mopeimeHneM COD); TUMUYHO TIO0-
BBILIEHUE TUTPA aHTHU-JO aHTUTEN. [TOKa3aHO TaKKEe HA3HAYECHUE TIIFOKO-
KOPTUKOHU/I0B, KOTOpPBIE IIPU IepMaTOMHUO3HTE uepe3 1,5—2 Mec NpuBOAAT
K OYEBUHOMY KIMHUYECKOMY yIyulleHuto (BrpoueM, u npu [IM/] rto-
KOKOPTUKOUBI MHOTJA BBI3BIBAIOT JIETKOE KIMHUYECKOE YIydIlIeHHE U
CHIKCHHE CIIOHTAHHOH aKTUBHOCTH 10 JaHHBIM DMI').

[IM/] Jlanny3u-JlexxepuHa, Kak MPaBUIIO, XapaKTEPU3YETCS YETKO
OYEePUYCHHOW KIIMHUYECKOW KapTHHOM, YTO MO3BOJISET JUArHOCTUPOBATH
ee yXe mpu ocMoTpe. B penkux cirydasx mpu MOTMMHAO3UTE OTMEYAIOT
JIUTIEe-TIJICYEIIONaTOYHOE PacIpeelieHHe MBIIIEYHOI cIaboCTH, OTHAKO
TIPU ATOM HaAOJIOMArOT Oosiee OBICTpOE TeUueHUe (HapacTaHue cIaboOCTH B
TEUEHHE HECKOJIBKUX MECSIIEB), MOSBICHUE aHTH-JO aHTUTEN U 00IIue
CUMIITOMBI (JIUXOpaKy, noseimenne COD).

Wuorna nucrpoduueckas MUOTOHHS MOXeT HaromMuHath [IM/], HO
BBISIBIICHHE MHOTOHUYECKHX (PEHOMEHOB (ITPH KIIMHUYECKOM 00ciIeoBa-
HUHM) 1 MHOTOHUYECKHX Pa3psaoB (IIPU MCCIICAOBAHUU CIIOHTAHHOW aK-
TUBHOCTH MeTosioM DMI’) 03BOMNSET NCKITIOUNUTH 3TOT JUATHO3.
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Hepenku auarnoctnyeckune OMMOKU MPH AUCTAIBHBIX MUOMATHSIX.
JucTtanbHplii TUN pachpeaeeHUs] MBIILIEYHOH C1a00CTH TPagUuIUuOHHO
CBSI3BIBAIOT C HEBPONATUSMH, IIO3TOMY B ClIydae AUCTAIbHON MUOIIATHH
yalle BCEro CTaBsAT JUarHo3 MMEeHHO noauHeBponaruu. [Ipu ctumynsanu-
OHHOU OMI BBIABISAIOT CHU)KEHUE aMIUTUTYAbl M-0TBETa pyU HOPMaJIb-
Hoit CPB, 4TO OMMO0YHO pacIieHHBAIOT KaK «aKCOHAIBHBINA THIDY TTOJIH-
HEBPOIIATHH, XOTs B JAHHOM CIIydae CHIDKCHHE aMIUINTyabl M-oTBeTa
CBSI3aHO C MEPBUYHON arpoduelt MpIIbl. 11 MOCTaHOBKH MPaBHIIbHO-
rO JMarHo3a Ba)KHOE 3HaueHWe mMmeeT urospdaras DMI, xoropas mpu
JTUCTAbHOW MUOTIATHH MO3BOJISIET BHIIBUTH YMEHbBIIIEHUE UTUTEIBHOCTH
u ammmtynasl I[IIE, B otnuuue or UX yBEIWYEHUs, TUIIMYHOIO JJIsl He-
BPaAJILHOTO YPOBHS MOPAKEHUS.

[Ipu BBISIBIICHUH TEPBUYHO-MBIILIEYHOTO THIIA H3MEHEHUH y O0IBHO-
O C JUCTaJIbHOM cab0CThI0 HEOOXOAUMO UCKITIOUUTh MHO3HUT C BKITIOUE-
HUSIMH, U1 KOTOPOTO XapaKTEPHBI OPaKEHUE YETHIPEXITIaBOW MBIIIIIBI
Oenpa, cnabocTh B IMCTAIBHBIX MBILIIAX PYyK M Ho3AHee Havyano. [lyis
nuddepeHanbHON AMarHOCTUKY BaXKHOE 3HAYCHNE UMEIOT JaHHbIE Ou-
OIICUH (BIIPOYEM, HEOOXOAUMO IIOMHHUTb, YTO MPH AUCTAIbHBIX MUOIIATH-
X TAKXKe MHOTZA BBIABIIAIOT TEJIbLIA BKIIOUEHUS).

NeueHue

B nacrosmmii MoMeHT pagukansHoro jgedeHus [IM/] ve cymecTy-
eT. Llesib meuenust — nopaepKanue MbIILEYHON CHIIBI, TPEAYNPEKICHHE
Pa3BUTHS KOHTPAKTYD, AedopMaLuil CycTaBoB.

HemeankaMeHTO3HOE A€YEHHEe

UpesmepHas (usndeckas Harpyska, kKak U HeJOCTAaTOYHas, PUBO-
JUT K HApacTaHMIO MBINIEYHOH ciaboctu. ExxenneBHas neueOHas us-
kyasTypa (JIOK) no3BosnsieT noaaep >kuBaTh MbIILICYHBIH TOHYC U IIPEIIST-
CTBYyeT pa3BUTHIO KOHTpakTyp. Komruiekc JIOK oOs3aTensHO mOMmKEeH
BKJIIOUaTh AaKTUBHBIC M NACCHUBHBIC YIPAXKHECHUS, YIPAXHEHUS Ha pac-
TSDKKY/TIpEIyTIPEKACHUE KOHTPAKTYP U JIbIXaTeJIbHYI0 THMHACTHKY. AK-
TUBHBII Maccak ¢ Pa3MUHAHMUEM MBI MOXET YCHJINBATh MBIIICUHYIO
cJ1a00CTh U YTOMJIIEMOCTbh, [I03TOMY PEKOMEHIYIOT IIAISAIINNA MaCCax.
Ou3noTEPaNEeBTHUECKOE JIEUeHNE O0JIbHBIE TIEPEHOCST MO-Pa3sHOMY: He-
KOTOpBIE HE OIIYINAIOT YITyYIIEHHH MM Jake KalyloTcs Ha YCHIIEHUE
MBILIEYHOH c1aboCTH.
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MeankaMeHTO3HOE Ae4YeHHe

ITpu IIM/T /TromienHa u bekkepa B psije ciiydacB IPUMEHSIOT IIPE-
HU30H B OTHOCHTEIBHO BBICOKHX J03ax [0,75 mr/(kr-cyT)] u nedma3za-
KOPT, JIEUEHHE YacTO MPUXOAUTCS MPEKPAIIaTh B CBI3U C OCIOKHEHUSIMU
(cTepouHBIN caxapHBIN TUAOET, OCTEONOpo3, KaTapakra u np.). Tem He
MeHee TPUMEHEHHE MPEeTHU30Ha Ha PAHHUX CTaIusaX 3a00JeBaHHS MO-
JKET MPOMITUTH CTIOCOOHOCTh K CaMOCTOSATEIFHOMY TepeBIkeHuto. Ha
HACTOSIIIMKA MOMEHT pa3zpaboTaHa TeHO3aMeCTHTEIbHAsI Teparns — Tpe-
mapar OrerupceH (OkcoHauc 51) — UCMoNb3yeT MPU MyTAIHSIX B KOTO-
PBIX MMEETCSl MPOITYCK 3K30Ha 51, MpUMEHEHHUe Iperapara BO3MOXKHO
quiib y 13 % narueHtoB ¢ Muoguctpodueii JlroiieHHa.

[TpoBoAXTCS KOMIUIEKCHAS METa0OINYeCKast Teparus:

* KOMIUIEKC BUTaMUHBI A, Tpynnsl B, C, D, E.

* AT® — anst HOpManM3aluKy YHEProoOMEeHa KIETOK M aKTHBU3ALUH
(hepMeHTOB MeMOpaH, a TaKKe JUIs HOBBILICHUSI aHTUOKCHIAHTHOM 3aIUTHL.

* ["anaHTaMUH — IPUMEHSETCS IPHU MPOrPECCUPYIOLIEN MBIILIEUHON
JTUCTPO(UH, MHOTIATHSX, TAOIETKUA MPUHUMAIOTCS BHYTPh 10 4—12 MT B
CYyTKU — B 2-3 npuema

* Anbda-numnoeBast (THOKTOBAsI) KHCIIOTa — HOPMAIIN3yeT OOMEH Be-
IIECTB: YYaCTBYET B PETYINPOBAHUH JIUITUIHOTO U YIIEBOAHOTO OOMEHa
(Tabnetkn Tworama, Tuomumos, o 600 Mr OH pa3 B CYTKH);

* Pubokcun — npeniiectBeHHUK AT®, cTUMyIUpyeT MeTaboIH3M,
OKa3bIBaeT aHaOOMMYECKOe, aHTHAPUTMHUECKOEe M aHTHTHIIOKCHYECKOE
neiictue (TabnaeTkn PUOOKCHH MPUHUMAIOT BHYTPS 110 1,2—2,4 T B CYTKH);

* AKTOBETMH — MpPHMEHSETCS ISl YIy4YlIeHUs] epu(epruuecKoro
apTepUasbHOTO WM BEHO3HOTO KPOBOOOPAILIEHHS, a TAKXKE JIJIsI JTy4LIEerO
3aKUBJICHUS [TPOJICKHEH (Ha3HayaeTcs Mo 1-2 TabneTKu TPHKABI B ACHB ).

Xupypruueckoe reyeHmne

B HEeKoTOphIX citydasx BO3SMOKHO XHPYPrHUECKOe JIeUeHHEe KOHTPaK-
TYp, OJHAKO MPH ITOM HEOOXOAMMO ITOMHUTH O BO3MOYKHOCTH YBEJIHYe-
HUSl MBIIIEYHON CJIa0OCTH 3a BpeMs BOCCTAHOBHTEIILHOTO JICUEHHS
(BIIIOTH 10 MOTEpH COCOOHOCTH K X0Ab0e). B psine ciayvaeB HeoOxoam-
Ma UMILTaHTalKs KapAnOCTUMYJIATOpA.

Mporxo3

Haunmenee Onaronpusiten mporuo3 npu [IM]] [romeHna: yxe K
9—-15 ronam GONBHBIC TEPSIOT CIOCOOHOCTH K CAMOCTOSTEILHOMY TIepe-
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JBUKEHUIO, JIETAIbHBIM NCXOJ] HACTYIMAEeT OT CepJeYHO-IETOYHON Heno-
cTaroyHocTu B cpenHeM B 16-25 net. Ilpu IIMJ] bexkepa nporuos He
CTOJIb HEOIArONPHUTHBINA: CIIOCOOHOCTD K CaMOCTOSITEIbHOMY NEPEABH-
KEHHMIO MOXKET COXpaHATbCA A0 30 JIeT, a JeTaIbHBIA UCXOA B CPETHEM
Hactymnaet B 42 rona (ot 23 mo 63 ner). [Ipu [IM/] Jlarmysu-/lexepuna
IIPOTHO3 AJIsl XKU3HU OJIaroNpUATHBIM, XOTSI HEKOTOPbIE OOJIbHBIE Ha II03]-
HUX CTaJUsIX TEPSIIOT CIOCOOHOCTh K CaMOCTOSITENIbHOMY II€pEIBIIKE-
uuto. [Ipu I[IM/] Omepu-/petidyca nporHo3 ams xKu3HU 00BIYHO Onaro-
MIPUSTHBIN, OJHAKO MPH 3ToW (opMe BO3MOXKHA BHE3AIHas cepeyHast
CMepTh (BCIIeICTBUE ApUTMUN WIIH KapauoMuonaTin). [ I[pu koHeuHOCTHO-
nosicHbIx [IM/] mporuHo3 3aBHCUT OT (POPMBI MUOTIATHH: ITPH KAJIbIIAHHO-
naruu u aucgepnuHonaruy yepe3 10-30 xer ot Hayana 3a0o1eBaHus Te-
psieTcs CioCOOHOCTh K CaMOCTOSTENIbHOMY MEPEABIKEHHUIO; TS CapKo-
[IMKaHOIIATUU TUIIMYHO OoJiee OBICTpOE MPOrpecCUpOBaHUE — B CPEl-
HeM yepes 10 et oT Havana 3a001eBaHusI OOJIbHBIE HYKIAIOTCSI B MHBA-
JIMTHOM Kpeciie, JieTalabHbIi ncxon Hactynaet B 20-30 jeT.

Tabruya 2

JuddepeHunaibHO-AMATHOCTHYECKHE KPUTEPHH Pa3IHYHbIX (hopM
nporpeccupymoieil MbpineyHoii gucrpodun [1, 2]

- Porraydpa—
Bexxepa— Apeiidyca— Nanpysn—
Mbi WeHHa Mabpu Mo
Pop! Awowe Kunepa P! 3p6a Xorana p-n-e— Aexepuxa
Bevepa
P. -
“;:::gco::pa 3,3:100000 1:30000 He uagecTHa [ 1,5:100000 | He u3seCTHa | He u3BecTHa 0.9:100000
Maku-
c2-5ner | c10-15ner | c 11-13 net [ ¢ 11-20 neT | ¢ 4-5 ner ¢ 5-10 ner €20 ner
ecrayus
CUenneHHbIA cuenneHHbIn
T::ar:‘a‘:‘ne- Xp21.2 Xp21 ¢ X-xpomo- 1;‘115 (L;) HET AaHHBbIX ¢ X-xpomo- Al
A comon | %1 comon
aTpocms Ta3o-
arpodma arpodus KoHeu- 8010 NORCA aTpodmA | KPYrosbie MbiWUb! rNasa v pra, 6ons-
Tonuka MbiLY npoKcumane- | Mp:mm ax HoCTHO- | 1 npoKCHMans. | MW neve- | Wan rpyaHas, nepeanss 3y6Haras u
arpodun 7308070 | Hble atpodm | o e“ noscHas "b?:m nog | BOrO NOACA M | HMXHWE OTAENbI TPANEUMEBUAHOR,
MbiLY  nneve-  napess! " Y’; 32 aTpocus Nuxnux‘:(eoneq- RUCTAnNbHbIX | LWAPOKOW MbILLLbI CMIUHBI, ABYTNABOW,
80r0 Nosca poc HocTen oTaenax Hor TPEXrNaBod Mbiluub! NNeYa
MKPOHOXHBIX,
Ncespo- ArOAMHHBIX, X i« X
runeprpo- AENbTOBUAHBIX, HeT Her Her
MR MBILL | MbILLL XKMBOTA el Mol Meluiy
¥ A3bIKa
«Kpbino-
BUAHbIE» Aa Her Her Ad HET AAHHbIX HET NaHHbIX Aa
nonarku
on. oy ynouene
Kocruan KNeTKM, 10380- Her Het HET flaHHbIX | HET AaHHbiX | B ney :gym‘::’:fzg:w BNEHMN
rranone | o m | e | e | o pemenson e
(y3HbIA OCTEO- poraus cvga%a
nopo3 cyt
Kapavo- He
Hbl Xi IKT@PH Xi KT | T IHb!. K¢
MoNaTHR XBPAKTEPHY | ooy crephy | *2PRKTEPHSI peaxo apaKTepHbl | HET AaHHbIX peaxo
Mextanchan CHUXEHa H( HOpMaA HOpMaA HOpMa HOpMa HOJ
yHKuMR opma op! op! P P pMa
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5. HENPOIrPECCUPYIOLLUE MbILIEYHbIE AUCTPOOUU
WAU MUOMNATHUH

Knaccupukauus

e 00e3Hb LIEHTPAILHOTO CTEPIKHS;

* HUT4YaTas (HUMAJIWHOBAS) MUOTIATHS,;

*  MHOTYOyIsIpHAsi MUOIIATHSI;

e zpyrue GOopMbl.

BoJie3Hb HEHTPAJIbHOIO CTePKHS — IEPefacTcs Mo ayTOCOMHO-
JOMHHAaHTHOMY M ayTOCOMHO-penieccuBHOMY Tumy. AJl- m AP-rens
RYRI1 kaptupoBanbl B XpoMocoMHOM paiione 19q13.1.

MaToreHes

CHImkeHHEe B MBIIIIE AKTUBHOCTH KallbLMii-3aBUCUMON AT®da3nl
MIPUBOIUT K HAPYIICHUIO pabOThI KAJIBIIMEBOTO HACOCA, U 3aTE€M YBEIU-
YUBAETCS aKKyMYJISLHSI MOHOB KaJlblIMsl B CAPKOIIA3MAaTUYECKOM PETHU-
KyJIyMe.

KauHHMKa

IlepBble cUMITOMBI OOBIYHO BBISBIISIOTCS IIPH POXKAECHUH, B HEOHA-
TaJBHOM TepHosie B BUAe AU(PPy3HON MBIIIEYHONW THIIOTOHUH U cl1abo-
CTH, Yallle BEIPAXKEHHON B MPOKCUMAJIBHBIX TPYIIaxX MBIIII] HIKHUX KO-
HEYHOCTEU

JleTn oTCcTaloT B MOTOPHOM Pa3BUTHH, Pa3BUBACTCS MbIIIEUHAs Clla-
00CTb ITPHU OTCYTCTBHU MHBAJIHIU3AIINH.

XapakrepHbie npH3HaKn

A. MuomnaTnyecKuii CUMIITTOMOKOMIIJICKC: MBIIIEYHAsT CJ1ab0CTh,
MBIIICYHAST TUIIOTOHUS, MBIIICYHBIC THIIOTPOPUH, TUIOPEPICKCHS.
KoctHo-cycTraBHble aedopmaruu: KudOCKOINO03, JUCIOKAIUs Oexnep,
crubaresbHbIe KOHTPAKTYPBI MAJIbIICB.

B. 3anmepikka MOTOPHOTO pa3BUTHSL.

C. Henporpeccupyroiuii win MeJICHHOIPOIPECCUPYIOIIHIA  Xa-
paKkTep TeUCHHSL.
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D. Hanuuue UEHTpaNbHBIX CTEpXKHEH B OHONTATE CKEJIETHBIX
MBIIIII,

E. IlepBHYHO-MBIIIEUHBIM XapaKTep U3MEHEHHH IpU MPOBEIECHUU
OHMI' (cHWXeHHe aMIUTUTYAbl M JUIUTEIBHOCTH MBIIIEYHOTO TIOTEH-
nyana).

Bose3np MokeT pa3BUBaThHCS B Bo3pacte oT 4 1mo 59 ner, u3-3a qud-
(hy3HOM TUTIOTOHUY MBIIIII, JIETH ITO3THO HAYMHAIOT XOOUTH (B 2—4 Toma).
Hamnbomnee uacTo BOBIEKAarOTCS MBIIIIIHI TA30BOTO TI0SICA C pacCIpOCTpaHe-
HHEM C1a00CTH Ha TIPOKCUMAIBHBIC U AUCTATBHBIC OTACIBI HOT | IIJIeUe-
BOH mosic. ¥ HEKOTOPBIX OOJBHBIX MOTYT TOPaKaThCS MBIIIIBI JIUIA
(TuTroC MTO3) M CrudaTesy Ieu.

MuoduOpHuIUIbl B LIEHTPE MBIINICYHOTO BOJIOKHA TPU 3JICKTPOHHOMN
MUKPOCKOITMY OKPAITMBAKOTCS UHAYEC U HE UMEIOT ()ePMEHTATUBHOM aK-
TUBHOCTH. DTH OCOOCHHOCTH CBSI3aHBI C UBMEHEHHEM Z-T10JI0C.

NeveHue

IIpoBomuTCS CHMNTOMATHYECKOE JICUEHHE O YETHIPEM OCHOBHBIM
HampaBIeHUAM: JeUeHHE HapyIIeHUH JbIXaHUA, MPEoJOJIeHUE TPYAHO-
CTell BCKapMJIMBAaHUA JI€Tel, opTonendyecKkas KOppeKIHs KOHTPAKTYp U
nedopManuii T03BOHOYHHKA, JieueOHasi PU3KYIbTypa.

Mertonbl METUKaMEHTO3HOM Tepalnuy MOKa HE BXOIAT B MEKIyHa-
pPOJHBIE CTAHAPTHI JICUEHMS.
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6. CNTUHAABHBIE MbILEYHbBIE ATPOOUHU

Khaccudukauus

Tun [ — CuMnTOMBI HAYMHAIOTCS B BO3pacTe 10 6 MecCsIeB

DTOT TUN Tak)Ke M3BECTEH KaK CIIMHAIbHAsh MbIIIeYHass aTpodus c
WH(paHTWIEHBIM HadaioM, Wiu 0osne3ns Bepauura-Iodpdmana.

Tun II — CuMnToMBI HAYMHAIOT pa3BHUBaThHCS B Bo3pacTe 6—18 me-
CSILIEB.

OTOT TUN TAaK)Ke N3BECTEH KaK XPOHUYECKas CIMHAIbHAs MbIIIEYHAS
arpous UM MPOMEKYTOUHAs CIIMHAJIbHASL MBIIIEUHas aTpodus.

Tun [II — CumnTomMbl HAYMHAIOT Pa3BUBATHCS B BO3pacTe OT 18 Me-
CSIEB, KaK MPaBUJIO, B KOHIE JIETCKOTO WM YK€ B IMOJPOCTKOBOM BO3-
pacre.

DTOT THUII TaKKe U3BeCTeH Kak cuHapoM Kyrennoepra-Beaanaep.

Tun IV — Dra kareropus npeaHazHadeHa JUIsl TeX aTpoQuii, CHM-
IITOMBI KOTOPBIX HAUMHAIOT MPOSBIATHCS TOJIBKO B Hauaje B3pOCIOi
KU3HU.

CrimHaJIbHBIC MBIIICUHBIE aTPOQHU JIETCKOTO BO3pacTa HaclelyroT-
Csl TI0 ayTOCOMHO-PEIIECCUBHOMY THITY.

I'en cniMHAIBHON MBIIICUHOW aTPOGUU KapTUPOBAH Ha XPOMOCOME
5ql1.2-13.3.

BepositHo 1t Bcex ()OpM CITUHATIBHBIX MBIIICUHBIX aTpOQHil AeT-
CKOT'0 BO3pacTa XapaKTepHO CYIIeCTBOBAHUE PA3TNUYHBIX TUIIOB MyTallHi
OJTHOTO M TOTO K€ TeHa

MaTomopdoAorua cnMHaAbHbIX aMHOTPO UM

I'py6oe nopaxeHue KIETOK NEPEAHNUX POTOB, EPETHUX KOPEIIKOB U
nepuepruieckux HEpBOB CIIMHHOIO MO3ra: yMEHBIICHHE KOJIMYECTBA
KJIETOK, UX JIeT€HEepaTUBHbIC U3MEHEHMS B HIEHHOM M MOSCHUYHOM OT-
Jenax.

Boaesns Bepaunura-I'oppmana (nmn CMA 1 Tuma, octpas nnpaH-
TWJIbHAs) TEHETUYECKU 00yCJIOBIEHHOE 3a00JeBaHUe, MPOTEKAIOLINX C
MOpa’keHUEM/TIOTEpPEl IBUTaTeNIbHBIX HEHPOHOB NEPEAHNUX POTOB CIIMH-
HOTO MO3r'a, HaCJIeAyeTcs 0 ayTOCOMHO-PELIECCUBHOMY THILY.
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OcnoBHo#l npuunHoii CMA Bepanura-lopdmana sensiercs myra-
nus rena SMN (survival motor neuron). OH pacmosaraercs Ha 5 XpoMo-
COMe, TIPENICTABIICH ABYMS KOTTHSIMHU:

SMNt — TemomepHast Konwst, ()yHKIIMOHAIEHO aKTHBHAS;

SMNc — 1neHTpoMepHasi KOMuUs TeHa, YaCTUYHO aKTUBHASI.

[Mpomykrom 3TOTO reHa siBisiercs: 6eok SMN, ydacTByromuii B 00-
paszoBanuu u pereneparnuu PHK. HexBarka 3Toro 6eika BBI3BIBACT ITATO-
JIOTUU JIBUTATEIHHOTO HEHpOHa.

B 95 % ciiyuaeB CMA 1 HaOnrofaercs nenenus (Boinagenue) SMN,
410 BbI3bIBaeT Aeduuut 6enka SMN. Konust SMNC nuiib 4aCTUUHO KOM-
TIeHcHupyeT oTcyTcTBre SMNt.

KonnuectBo konuit SMNc cocrasnsier oT 1 10 5 u onpenensier Ts-
XKeCTh 3a0osieBaHus. YeM OOJbllle YHCIO IEHTPOMEPHBIX KOMUW, TEM
MOJIHEE BOCIPOU3BOAMUTCS OCJIOK M MEHEE BBIPA)KCHA IMaTOJIOTUs HEH-
poHa.

[Ipu momasnennn cuaTes3a Oenka SMN POUCXOASIT CIETYIOIINE 13-
MEHEHHS:

— «HETPAaBUIILHOE)» YIIPABJICHUE aKCOHAMU IIPUBOIUT K UX UPE3MEP-
HOMY BETBIICHHIO;

— CHIDKEHHIO CKOPOCTH POCTa aKCOHOB;

— CHUKCHHIO Pa3MEPOB aKCOHOB;

— aHOMAJIbHOM KJIaCTepU3aIlii KaJIbIIMEBBIX KAaHAIOB B KOHYCE
pocra;

— (OPMHUPOBAHHUIO AHOMAIBHBIX TMPECUMIATHICCKUX TEpMUHAICH
AKCOHOB JIBUTaTEJIbHBIX HEUPOHOB.

[Ipu »TOM B CIMHHOM MO3T€ TPOUCXOTUT IIPOTPECCUPYIOIIHI armor-
TO3 MOTOHEHPOHOB B MEPEIHUX pOrax CIIMHHOTO MO3Ta, YTO B TIEPBYIO
o4epenb MPOSBISAETCS JEHEPBAIMOHHBIMH aTPOPHUIMH MPOKCHUMATBHBIX
MBI KOHEUHOCTEH.

Mopdosoruueckue HCCICIOBaHUS BBISBISIOT «IIYYKOBYIO aTpo-
(hMI0» B CKENETHBIX MBIMIIAX C XapaKTePHBIM YepeOBaHUEM TTOPAKEH-
HBIX BOJIOKOH U 37I0POBBIX.

®opmMmbl 1edroTa:

1) Bpoxx1eHHas;

2) paHHSSA OCTCKas;

3) mo3aHsI.
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KanHuueckas XapaKTepucTukKa

* Tlo3mHee, BsJIOE MIEBEICHIE IUIOA BO BpeMs OepeMEHHOCTH/

* BpoxneHHas TreHepaan30BaHHas MBIIICYHAs TUIIOTOHUS, paHHEe
pasButue arpoduii 1 GUOPHILIAPHBIX, (PACIMKYISIPHBIX TOACPTUBAHNN B
MBIIIAX CIUHBI, TYJIOBHIIA U TPOKCUMAJIBHBIX OT/ETaX KOHEYHOCTEH.

e XapakTepeH CUMITOMOKOMIUIEKC «BAJIOTO peOeHKa» ¢ BBIPAKEH-
HOW TeHEepaTM30BaHHOW MBIIICYHOHN TUIIOTOHHUEH, c1a00CThIO U aTpodu-
SIMM MBI TYJIOBHIA U MPOKCUMAJIBHBIX OT/EJIOB KOHEYHOCTEH, MBI-
uieyHble GUOpHILIIpHBIE, PaclUKYIIpPHbIE IOACPTUBAHUSI.

* 3anep)kka MOTOPHOTO Pa3BUTHA.

* I'pynnas kieTka 4acTo yIIoLeHa U3-3a c1ad0CcTH MeXpeOepHBIX
MBIIIILI.

*  MoryT BISBJIATHCS paHHHUE IPU3HAKHU OyJIbOApHBIX PACCTPONUCTB.

* Ha nepBom roxy *KM3HH Y TaKUX OOJIBHBIX OTMEYAETCS 3alepHKKa
MOTOPHOTO Pa3BUTHSL.

* Hapymenue apixarenbHON (YHKIIMW: IbIXaTeNbHAas HEAOCTa-
TOYHOCTh KaK pPe3yiabTaT HApyIICHHs OTKAIJIWBAHWUA M TJIIOTAHUS, TH-
MOBEHTHJISIIUU BO BpPEMsI HOYHOTO CHA, HEAOPa3BUTHS/IedopMaliu
IPYAHON KIIETKH, YaCTHBIX WH()EKIMOHHBIX 3a00JCBaHUI BCIIEACTBHE
HapylIeHUs 3BaKyallMM CEKPETOPHOTO OTIEISIEMOTO U3 JbIXaTeIbHBIX
IIyTEH.

* Hepenko oTMedaroT 4acTHUHBIA mapainy auadparmbl — CHH-
npoMm Koddepara (3aTpynHeHHOE IbIXaHUE, OIBIIIKA, IUAHO3, HA CTOPO-
He napajnya BbIOyXaHue IPyIHON KIETKH).

o Jucdynxkius XKKT: napymeHus riotanus, HapyIIeHUsS MOTOPH-
ku JKKT, koTopble BKIIIOYAIOT 3all0pbl, 3aJ€PKKY BAaKyallud COIECPIKU-
MOTO KeJIy[Ka, TOTEHIIMAJIbHO ONACHBIA Ul XKHU3HU racTpodsodaraib-
HbIi peduioke (I'DDP).

* boneBoil cuHApPOM: Kak IOCIEACTBUE MAaTOJOTMHU OIOPHO-
JIBUTATEJILHOTO amrapara, OCTEONIeHUH U IIePEIOMOB.

e Ilpu mpoenennu DHMI' obGcnenoBanus BBISBISIETCS TTOpaxKe-
HUE MEPEJHUX POrOB CIIMHHOTO MO3ra (epru(eprHuecKOro JIBUTraTeIbHO-
IO MOTOHEHPOHA).

* Hanunuue B OMonTaTax CKeJIETHBIX MBILIL MEIKHX KPYIJIBIX BOJIO-
KOH, THUIIEPTPOPHUPOBAHHBIX BOJIOKOH IIEPBOTO THUIA U aTpOpUPOBAHHBIX
BOJIOKOH IIEPBOI0 U BTOPOTO THIIOB.

* Ilpusnaku geneppauuu npu nposeaeHur SHMI.
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* bBricTponporpeccupyroniee TEUCHHE C JCTaJIbHBIM HCXOIOM B
MIEPBBIC TOJbI KU3ZHU.
*  YacToil npuunHON CMEPTH SBJISIOTCS THEBMOHUU.

Mansunk, 5 net, ¢ 6one3nsio Bepanura — loddmana
(u3 yuebnuka Ilerpyxuna A.C. [lerckas neBponorus, 2012 )

AvarHocTuka

HHcTpymeHTanbHbIE HCCAEAOBAHHA

I'eneTnueckue TecTbl — MpeJHA3HAYEHBI [ YCTAHOBJICHHS AHa-
rao3za CMA, NporHo3upoBaHusi ¥ BEIOOPA TeparneBTUYECKUX MOIXOI0B.

TangeMHast Macc-CIIEKTPOMETPHUSI — YTOYHSAET YPOBEHb AMUHOKHC-
sot u 6enka CMH.

bX-ananu3 xpoBu: Beisicienue yposas ¢epmentoB AJIT, JI/II, kpea-
TUHKHHA3bI. (HOPMAJIbHOE UX COIEp)KaHUE HCKIIIOYaeT MPOrpecCUpyIo-
Y0 TUCTPO(HIO MBIIIIIT).

V3U u MPT Mbliiil; Ipyu3HAKKA MBIIIEYHON aTpo(huu U 5KUPOBOIO 3a-
MCIICHUA MBIIIEYHOMN TKaHH.

Onexkrpomuorpadus (OMI'): puTMUYHBIC TOTEHIHAIBI (aCIUKYIIsI-
uui ¢ ammmtynoi 1o 300 MxB u wacroroit 5-35 'l (putMm yactokoa).
CKOpOCTH MPOBEACHUS MMITYIbca MO Mepru(epuIecKuM IBUTaTeIbHBIM
BOJIOKHaM MOTYT OBITh KaK HOpMaJIbHBIMH, TaK 1 HEMHOTO CHH)KEHHBIMH
3a CYET BTOPUYHBIX JICHEPBALIMOHHBIX U3MEHEHUH.
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I'ucTonornueckoe wucciaenoBaHNE IONEPEUHONONIOCATON MyCKyia-
TYpBIL.

TaKTHKa AeYeHHA Ha aM6y/|aropH0M arane

Llenu nevenust:

— YAYYIICHHE HEBPOJIOTMUECKUX U COMATHUECKUX IMOKa3aTesei ma-
LIUCHTA;

— KOPPEKIUsl JBUTATCIIbHBIX HAPYIICHUH, NpPOQPUIAKTUKA KOHT-
PaKTyp;

— TIpEeNOTBpAICHUE/JICYCHHE OCIIOXKHEHHI CO CTOPOHBI OPTaHOB U
CUCTEM OpraHMu3Ma (JIbIXaTeIbHOM, MUIIEBAPUTEILHON U T. 11.);

— TICUXOJIOTHYECKasl MOJIepPIKKa POANTENel (CeMeHOe KOHCYIBTH-
poBaHHE).

HemeankaMeHTO3HOe Ae4YEHHe (PEXHM, AHETa)

OO0111e TPUHIIMIIBL:

A. IlpoBoxutcst ¢ yuetoM (yHKIMOHAJIBHOTO CTaTyca MalUueHTa U
CTEIIEHH MIPOrpeccuu 3a00IeBaHus.

b. C oOs3arenbHBIM 00yUCHHEM WICHOB CEMbH MALMEHTa HaBBIKAM
[IOBCEAHEBHOI'O YXOAa.

WNuTtemtext npu 6ome3an CMA ocCTaeTcs MONMHOCTHIO COXPAHHBIM,
OH Pa3BHBAETCS TaK XK€, KaK y 3/J0POBBIX Jitogel. Takum o0pa3zoM, HECMO-
Tps Ha (PM3NYECKUE OTPAHUYEHUS, IETH MOTYT KUTH ITOJTHOIIEHHOM KH3-
HBIO: O0IIATHLCS, UTPATh, 3aHUMATHCS (PU3NOTEPATIHEH, TYIISTh.

Ha maunnasiii MOMeHT 3a00JieBaHue IBIIsIETCS Hen3iaeunMbIM. Crierina-
JIUCTBI Pa3HBIX CTpPaH paboTarT Haj mpernaparamu s jieueHus CMA,
HO TIOKa YTO OOILIENOCTYMHBIX JIEKAPCTB, CIIOCOOHBIX MOTHOCTBIO HM3Jie-
YUTh 00JIE3HB, HE CYIIICCTBYET.

Tem He MeHee, pa3paboTaH psia NpenaparoB, CIIOCOOHBIX 3aMEUIUTh
pa3BuTHE 3a007€BaHU.

K Hum oTHOCSTCS:

1) Hycunepcen (Crimapasa);

2) Pucnernamn;

3) Onacemuomket (3ommer CMA).

B Poccun 3apeructpuponan npemnapar Cnmapaza — Hycunepcen —
MpeACTaBIsieT co00il aHTUCMBICTIOBOM onmuronykieotun (ACO), cTpyk-
Typa KOTOPOTO CIIEIMaIbHO pa3padoTaHa Jisl JICUCHHs CITIMHATBHON MbI-
LICYHOH aTpo(uu, TPUUMHON Pa3BUTHUSI KOTOPOW SIBISIFOTCS MYTAlMH B
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JUIMHHOM III€4e XpPOMOCOMBI 5 (5q). DTH MyTanuu MpHUBOIAT K yTpaTe
¢ynkun rena SMN1 (survival motor neuronl — rena 1, oTBevaromiero
3a BBDKMBAHUE JIBUTATEIbHBIX HEHPOHOB), CICACTBUEM HYErO SBIISETCS
nepunut 6enka SMN. 3a BepaboTKy Oenka SMN Takke OTBeUaeT reH
SMN?2, oHaKko KOTUYeCTBO (PYHKITMOHATIBHOTO Oenka, 00pa3yemMoro npu
yuyactu SMN2, Hu3Koe.

Hycunepcen yBenuuuBaer Ao0J0 TpaHCcKpunToB MarpuyHoit PHK
(MPHK) ¢ Bximrouenuem sk30Ha 7 rena SMN2, CBSI3bIBasiCh C HHTPOHHBIM
caitnencepom cruaiicunra (intronic splice silencing site- ISS N1), pacrio-
noxeHHbIM B uHTpoHe 7 mpeamectBeHHrnka MPHK (rmpe-MPHK) rena
SMN2. CesasbiBasicb ¢ HUM, ACO BbITecHSIeT (aKkTOpbl CIUTAHCHHTA, B
HOpMeE IOJABISIOIINE ero. BeiTecHeHne 3TuX (pakTopoB MPUBOIMT K CO-
xpanenuto sk30Ha 7 B MPHK SMN2. Ilocne cunresa MPHK SMN2 mo-
KET IPOUCXOANTH ee TpaHcysus B 0enok SMN ¢ momHOH ATMHON Lenu
1 COXPaHEHHOM ()YHKLIMOHAIBHON aKTHBHOCTBIO.

CMA Kyreas0epra-Benangep — 3TO CHUHaJIbHAs MBbIILICYHAS
arpo¢usi, OUINYAIOLIAACs TTO3AHUM pa3BUTHEM M Haubonee 1o0pokade-
CTBEHHBIM TEUCHHMEM. XapaKTepHbI aTpo(Uu MBILIL Ta30BOrO I0sca U
Oexep ¢ MoCieAyOIUM IPUCOSANHEHUEM aTpOpUii IIeYeBOro nosica u
IJIeY, COYeTaHNe MBIIIEYHOMN cI1a00CTH U TUTIOTOHWH C (pacIUKYIISPHBI-
MU TMOJICPTUBAHUSIMH, HAJTMYHE TICEBJOTHIIEPTPOPHIA.

Tumn HacieoBaHUS ayTOCOMHO-PELIECCUBHBIN, Hadaso B 6 JIeT, Teue-
HUE T0OpOKaueCTBEHHOE, emle B 30 JIET COXPaHSIOT CIIOCOOHOCTh XO/IUTh,
BSAJIbIE MAPAJIMYM PA3BUBAIOTCS CHAYaja B IPOKCUMAJIBHBIX OT/EIaX HOT,
3aTeM PYyK, (PaCIHUKYJSIHUU B Pa3IMYHbBIX MBIILIIAX.

CuMNTOMBI:

1. IloBblmIeHHAs YTOMIIIEMOCTh IPH JJIMTEIBHONW XOABOE MM BO
Bpems Oera.

2. OTMeuaeTcs HEKOTopasi HEYCTOHUMBOCTh, YaCThIC MAJCHUSI.

3. OTMeuaeTcs CUMMETPUYHAs TUIIOTPO(US MTOPAKEHHBIX MBILIILL.

4. MoxeT HaONIOmaThCsl YMEPEHHAS «IICEBIOTUTIEPTPODUD» HKPO-
HOYKHBIX MBIIIIII.

5. IlocTeneHHO M3MEHSIETCsI TIOXO/IKA, IPUOOPETAET XapaKTep «yTHHOIN.

6. CTpajaroT Haj- U TOJAOCTHBIC MBIIIIIIbI, YMEHBIIIAETCS 00bEM aK-
TUBHBIX JIBIDKCHUH B pyKax.

7. CUMIITOM KPBUIOBUAHBIX JOMATOK.

8. CHIKAIOTCSl CyXOXKHIIbHBIE PE(IIEKCHI: B IEPBYIO OYepeb KOJICH-
HBIE, 3aTEM C JIBYIJIABOM M TPEXIIIaBOW MBIIILL TIJIeYa.
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9. OtMeuatores GacuuKyIsipHble U GUOPUILISPHBIEC TIOAECPTUBAHUS B
Pa3NYHBIX MBIIICYHBIX TPYIIIAX.

AMarHocTtuka

[Tpu nposenenrn SHMI 06cnetoBanus BBISBIAETCS MOPaKEHUE I1e-
PEIHHUX POrOB CIIMHHOTO Mo3ra (neprdepuyeckoro JBUrareibHOro MoTo-
HEeHpoHa), CIOHTaHHAasE OMOANIEKTPUYECKast aKTUBHOCTh, «PUTM 4aCTOKO-
J1a», CHI)KEHHE CKOPOCTH M aMITJIUTY/AbI TPOBEIEHUS] HEPBHOTO UMITYIIbCA.

Buoricust Mpimn — «mydkoBas» aTpodus, XapaKTepH3YIOIIasics
rpynnamMu arpouuHbIX MBIIICYHBIX BOJIOKOH, YEPEIYIOLIUXCS C HEPE3KO
BBIPA)KCHHBIMU WJIM COXPAHHBIMM 3JIEMEHTAMU MBIILICYHON TKaHU. Jliu-
TENBHO COXPAHAETCS TOINEepeYHas UCUEPYCHHOCTh Jaxke aTpodupoBaH-
HBIX MBIIIEYHBIX BOJOKOH.

JlabGoparopusie uccnemoBanus (moBbeimeHms: KOK).

JIHK-anamu3. C momMoIsio MeTo1a oJIMMepa3Hoi MEeMHON PeakIiny
oOHapyskuBaeTcst MmyTarus rera SMN.

NeueHue

Ha srane perucrpanuu B PO naxogurcs npenapar Pucaumnam —
WHHOBAIIMOHHEIH JIEKapCTBEHHBIN TIperapar, BIITyCKaeMblii B (hopme 1mo-
poIIKa A MIPUTOTOBJICHHUS PacTBOpa JUTs pUeMa BHYTpPb. Pucaummam
SBIIIETCS MOMU(HUKATOpOM crutaiicuara TeHa SMN2, ¢ KOTOpOTro CHHTE-
3upyercsi OelOK BBDKHBAEMOCTH JIBUTATEIBHBIX MOTOPHBIX HEHPOHOB
(SMN) y manimentoB co CMA. IlpemapaT yBenuInuBaeT U MOAACPKIUBACT
ypoBeHb Oenka SMN B opranusme.

dusnorepanna

st ymydmieHnss MUKPOIMPKYISIUAN B MBIIIEYHON TKAHU TIPOBOJIST-
CSl CEaHCHI DJIEKTPOCTUMYIISAIINN MOIYITHPOBAHHBIM TOKOM, IIEKTPO(o-
pe3, TpsI3eBhIe alTUINKATIHH.

AOK

C 1enbpro 3ameIeHus aTpo(UU MBI HEOOXOAUMO PETYIsIPHOE BbI-
MOJTHEHUE Pa3UYHBIX (Qu3ndeckux yrnpaxueHui. [Ipeanourenue oTna-
€TCsI 3aHSATHSM, HAIPABJICHHBIM HA YKPEIUICHUE MBIIII HIDKHUX KOHEY-
HOCTeH — Tpucenanue, 6er u Tp.
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Oproneans

JI7is KOPPEKIMK U TPETYTPEIKACHIUS CKEIETHO-MBIIICUHBIX Je(op-
Malui ¥ CyCTAaBHBIX KOHTPAKTYDP HCIOJB3YIOTCS OPTOMEANICCKHUE TPH-
cnocob6neHus (OpTe3bl, KOPCETHI U T. II.).

MeankameHTbI

Juist yaydienust oOOMEHHBIX MPOIIECCOB B MOTOHEHPOHAX M3 JIeKap-
CTBEHHBIX CPEACTB NPUMEHSIOTCS MeTaboJIMYecKue mpenaparbl (KodH-
3uM Q10, L-kapautun), Buramunsl rpynnsl B (B1, B6, B12) B Beicokux
J033X.



7. HACAEACTBEHHAS HEBPOTATUSA LLAPKO-MAPU-TYTA

OTo oOIIMpHAs TPyNIa TEeHETHYSCKH T'eTePOTeHHBIX 3a00leBaHUI
nepuepruveckux HEPBOB, XapaKTEPHU3YIOIIAsCs CUMITOMaMH MPOTrpec-
CUPYIOLLEH TNOJIMHEUpONATUH C IPEUMYIIECTBEHHBIM IIOPAXKECHUEM
MBIIIII JUCTAILHBIX 0TAeIOB KoHeuHocTer. HMCH sBnsroTcst caMbIM 4a-
CTBIM CpEIH HACIICJCTBEHHBIX 3a0o0JeBaHuil nepudepruiyeckoil HepBHON
cucremsl. Yactora Beex popm HMCH Bapsupyer ot 10 mo 40:100 000 B
Pa3IMYHBIX MOMYISIIHAX.

K Hacrosmiemy BpeMeHu kapTupoBaHo Oosee 40 JIOKYCOB, OTBeUYaro-
IIMX 32 HAaCIeICTBEHHBIE MOTOPHO-CEHCOPHBIE HEHponaTuu, uAeHTU(hH-
IMpOBaHO OoJiee ABAIIATA TEHOB, MyTAllUH B KOTOPBIX MPUBOISAT K pa3-
BHUTHIO KIHHIYECcKoro (enotrmma HMCH.

Ormmcanbl Bce Tumbl HacnenoBannss HMCH: ayTocoMHO-TOMUHAHT-
HBI, ayTOCOMHO-PENECCUBHBIN W X-cueryieHHblii. Hawnbomee wacto
BCTpEYaeTCs ayTOCOMHO-IOMUHAHTHOE HaclieI0BaHHE.

OcobenHoctu:

e Hayajo B 20 JICT U MO3KE;

* BCEria MOPaXKaroTCsl HOTU (CTOMBI ¥ TOJICHH, Oe/ipa — Mo3kKe);

* pyku — B o3aHeM nepuone — y 50 % OOoNbHBIX;

* YyBCTBHUTENbHBIE paccTpoiicTBa — y 40 % OONbHBIX.

B ocHoBe narorenesa Oonesnu Illapko-Mapu-TyTta nexXuT moBpex-
JICHHE HEPBOB, KOTOPOE MPUBOIUT K BTOPHUYHOW MBIIIEYHOH aTpouu.
UYarme Bcero cTpagaroT «ObICTPHIS) IBUTATEIHHBIE HEPBHBIE BOJIOKHA, HH-
HEpBHUPYIOIINE yAaJeHHBIE MBIIIIBI KOHEYHOCTeH, Oepymrue Ha cels
O0MBIIYI0 (PU3UYECKYI0 HAarpy3Ky — MBIl CTOMBI M TOJeHH. YyTh
MEHbBIIIE U TT03KE OBPEXKIAIOTCSA MBIIILBI KUCTEN U npeamiednii. Taxxe
MOpaXkaroTCsl M YyBCTBUTEJIBHBIE HEPBBI, YTO MPUBOJUT K yTpare Tak-
TUJIBHOM, 60JIEBO M TEMIIEPATYPHOI YyBCTBUTEIHLHOCTH KOHEUHOCTEH.

OO6b1yno Oosie3nb [llapko-Mapu-Tyra manudectupyer B Bo3pacte
10-20 net. CHayayia BO3HUKAET CUMMETPHYHAs CJIA00CTh B HOTaX, KOTO-
past IPUBOAUT K XapaKTEPHOMY U3MEHEHMIO [TOXOKH 0 THITYy CTEIIaxa,
WJIH, KaK €€ eIl Ha3bIBaIOT, «IETYIINHOM». 3aTeM CTONbI HAYNHAIOT MO/~
BOpaYMBaThCS U 1e(POPMUPOBATHCS, YBEITUINBASTCS HX CBOJI M 0Opa3yer-
cs mosast crona. [lo mepe nmporpeccupoBanus arpoduu MBI HOTH MTPH-
00peTaroT BUJI TePEeBEPHYTHIX OYTHUIOK WIIH «HOT anCTay, 9acTO codeTa-
€TCsI ¢ KOCTHBIMU AedopManusiMu (ctorra Opuapeiixa).
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[locreneHHO NpPHCOETUHSIETCS MOPaKEHHWE PYyK: U3-3a arpoduu
MBI KUCTH OHA CTAHOBUTCS IIOXOXKEH Ha Jarmy 00e3bsiHbl. Kpome Toro,
CTpaJaeT YyBCTBUTEILHOCTD, B TIEPBYIO OUepeib MMoBepxHOCTHAsA. VHO-
raa HaOmomaeTcs UaHo3 MOPAKEHHBIX KOHEYHOCTEH U OTEKH Ha HUX.

bonesnp Hlapko-Mapu-Tyta umeer menjeHHoe TeueHue. MHorna
nepro Mexy MaHudecranueid u arpodueit pyk miurcs 10 jger. axe
HECMOTPs Ha pa3BUBLIYIOCS aTpo(duo, MAMEHTHI TOBOJILHO AJTUTEIEHOE
BpeMsI COXPaHSIOT CIIOCOOHOCTH K pabore M camooOciykuBanuto. [Ipu
JOJKHOM YXOJI€ TIPOJIOJKUTEIBHOCTD JKM3HU HE CTPaJlaeT U OCTAaeTCs Ha
0O0IIENOMyIIUOHHOM YPOBHE.

Tunblt HMCT

Bce MOTOpHO-CeHCOpHBIE HEHpONaTHH B HACTOALIEE BPEMSI 10 JJIEK-
Tporeipomuorpaduaeckum (OHMI') u MopdonmorudeckuM mpru3HaAKaM
MPUHSTO Pa3eiisATh HA TPH OCHOBHBIX THIIA:

* IEMHETMHU3UPYIOIIUN THIT — JIJIsl HETO XapaKTepHO pa3pylIcHHe
MHUEITMHOBOW 00O0JIOUKH U, KaK CIIe/ICTBUE, CHIDKEHHE CKOPOCTH TIPOBeIe-
Hus ummnynsca (CII1) mo cpenuHHOMY HEpBY;

* AKCOHAJBHBIH THUN — XapaKTepHAa HOPMajbHAs WA HECKOJBKO
camwkenHas CIIU mo cpennHHOMY HEPBY, TOCKOJIBKY B TIEPBYIO OYepeb
CTpa/IalOT aKCOHBI;

* MPOMEXYTOYHBIN THUIT — CKOPOCTh IPOBEIACHHUS UMITYJIbCA UMEET
MTOTpaHWYHBIE 3HAYCHMS.

[Mpu xmaccuueckoM BapuaHTe (JeMUCIMHU3UPYIOUIHiA) 3a0oieBa-
HUE, B OOJIBIIMHCTBE CIy4aeB, AcOOTUPYET B TIEPBOM JCCATHICTHH KH3-
HA C BO3HHKHOBEHHUS CIIA0OCTH W aTpopuu MajoOepIiOBONW TPYIIITHI
MblIi. KiuHuYeckue MposiBICHUS XapaKTePHbI JUIs HepueprueCKux
MOJIMHEUPOTIaTHT U BKIIIOYAIOT: CIa00CTh, aTpouio u JehOopMAaIHIO
TUCTAITBHBIX OT/IENOB HOT U PYK, CyXOXKHMITFHYIO THITO- WITH ape(IeKCHIo,
paccTpoiicTBa YyBCTBUTEIBHOCTH B 30HE MOPaKEHHBIX MbIII. [lepBbie
MIPU3HAKYU CJIA00CTH BO3HUKAIOT B MBIIIIAX CTOI, YTO MPUBOJIUT K U3Me-
HEHUIO TIOXOJKH B BUJIE «CTEITIaXKa.

Jnst aT0# (hopMBI XapaKTEPHO BOSHUKHOBEHHE J1€(OPMALIUHU CTOII 110
THUITY TIOJIBIX WJIH DKBUHOBAPYCHBIX. Y HEKOTOPBIX OOJIbHBIX BBISBIISIOTCS
CHUMIITOMBI CEHCUTHBHO- MO3KEUKOBOW aTakcuu. B psje cirydaeB oTMme-
YCHO BO3HMKHOBECHUE BBIPAKCHHBIX TPOPUUESCKUX U BEreTAaTHBHBIX Ha-
pylIeHwHid B BUIe 00pa30BaHus sI3B HA TOJICHSIX, THIIEPTUPO3a, TOLTHOTHI,
PBOTEI, THapeu.
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AxkcoHaJbHbII BapuaHT. OCOOEHHOCTBIO ATOTO BaphaHTa 3a0oJ1e-
BaHUE SBJISICTCS MMO3HUN Bo3pacT Hadana (ot 37 mo 61 roma), BeIpakeH-
HbIE CEHCOPHBIE HapYIICHUs (TUIIO- U TIApACTE31H ), HEHPOCEHCOPHAs TY-
TOYXOCTh OTMeUeHHas y 45 % OOJIbHBIX  aHOMAJIHS 3pa4KOBOTO pedex-
ca. CyxoxwpHbIC pe(IeKCchl CHUYKEHBI WIIH OTCYTCTBYIOT. [Ipu mpoBene-
HUU dIIeKTpoMuorpadun y psisa O0JbHBIX HE OTMEUEHO CHIDKEHHSI CKOPO-
CTeH MPOBENCHUS UMITYJIBCA, KOTOPHIE COCTABIISTN 38 M/C U BEIIIIE, a CeH-
COPHBIN TIOTEHIMAI B OOJIBIIIMHCTBE CITy4aeB OTCYTCTBOBAJL.

JuddepeHnmanbHblii TMarHo3 CTPOUTCS HA OCHOBAHHH:

* JIaHHBIX TE€HEaJOrMYecKoro aHain3a (ayTOCOMHO-TOMHWHAHTHBIH,
ayTOCOMHO-PELIECCUBHBIN, PELIECCUBHBIN CLIETUIEHHBIN ¢ X-XpOMOCOMOM
THUI HACJIEIOBAHUsA);

* 0cOOeHHOCTEH KIMHUKHU (aTpouu TUCTATIBHBIX OTAEIOB KOHEUHO-
CTeH, pacCTpoiicTBa UyBCTBUTEIHHOCTHU 10 MOJUHEBPUTUUECKOMY THITY,
MeEJICHHOE TIPOTPECCUPYIOIIEe TCUCHNUE);

* pPe3yNbTaToOB II00AbHOM, WTOTRYATON W CTUMYISIIIMOHHOW JIeK-
TpomMuorpadun (CHIKEHHE CKOPOCTEH MPOBEICHHS TTO YyBCTBUTEITHHBIM
Y ABUTATEILHBIM BOJIOKHAM Tiepr(pepruIecKix HEPBOB);

* B psifie Cy4aeB — OMOIICHN HEPBOB.

Juddepermmpopars 3a007eBaHUE CIICAYET OT AUCTATHHON MHOTIATHH
T'oBepca — Benanjiepa, Haciae1CTBEHHON JUCTAIbHOW CIIMHAJILHON aMHO-
TpoQHH, MUOTOHIYECKOU UCTpoduH, meprudeprnuecKux Helponaruii, nH-
TOKCHKAI[HOHHBIX, HH()EKIIMOHHBIX TIOJIMHEBPUTOB M APYTUX O0JIe3HEH.

NeueHue

Tepanms mporpeccupyrommux HEPBHO-MBIIIEYHBIX 3a00JIeBaHUI Ha-
MpaBiieHa Ha YAy4IIeHHE TPOPHUKHU MBIIII, & TAKKE MPOBOANMOCTH M-
ITYJILCOB I10 HEPBHBIM BOJIOKHAM.

C nenbto yny4mieHus: TpO(OUKH MBIIIH Ha3HAYAIOT aJICHO3UHTPHU(OC-
(hopHYIO KUCIIOTY, KOKapOOoKcuiasy, 1iepeOpon3uH, pubokcuH. [Ipume-
a0t Butamussl E, A, rpynmnel B u C. [lokazansl cpeacTsa, yaydmiao-
II1Ee MUKPOLUPKYJISIIAIO: HHKOTUHOBAsI KUCJIOTA, ICHTOKCU(PILTHH. J{71s
YAYYIICHUS POBOAMMOCTH HA3HAYAIOT AaHTUXOJIUHACTEPA3HbIE Mpernapa-
ThI: UTTUIAKPUH.

Hapsiny ¢ MennkaMeHTO3HOH Teparneii MpUMEeHSIIoT JeueOHy o Qu3-
KyIbTypy, Maccax u (usmorepanvio. BaxkHa npoduimakTika KOCTHO-
CYCTaBHBIX Jie(popMaIiii 1 KOHTPAKTYP KOHEYHOCTEH.
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B KOMITJIEKCHOM JIeYeHUH OOJIHBIX MCTIONB3YIOT CIEAYIOMINE BUABI
¢uznoTepanuu: aMeKTpodopes JICKapCTBEHHBIX CPEACTB (IIPO3EPHH, XJI0-
PHI Kalblys), AMaAMHAMHYECKUE TOKH, MUOCTUMYJISILIMIO CHHY COHMIaJIb-
HBIMH MOJYJIUPOBAHHBIMH TOKaMH, 3JICKTPOCTUMYJISILHMIO HEPBOB, Yib-
TPa3BYK, 'PA3EBbIC allIUIMKALMY, U T.1. [lokazaHo opTonenuueckoe ieue-
HHUE NIPU KOHTPAKTYpax KOHEYHOCTEH, yMEPEHHOW Aedopmanuu m03Bo-
HOYHMKA ¥ ACUMMETPUYHOM YKOPOUEHHH KOHEUHOCTEH.

Jleuenne mOMKHO OBITH MHAUBUIYAIbHBIM, KOMITJIEKCHBIM U ITPOIOII-
KUTEIBHBIM, COCTOSITH M3 MOCIIE0BATENbHBIX KYPCOB, BKIIOUAIOIINX CO-
YeTaHWe PA3TUYHbIX BUIOB TEPAITUH.



8. MUOTOHMUA

MuoToHUN — TpyIa HACICICTBEHHBIX 3a00JICBAHUMN, MPOSBIISIO-
ITUXCS 3aMEJIEHHBIM pacciabIeHUEM MBIIIIIT B OTHOCSIIINXCS K KaHAJI0-
natusiM (3a00JICBaHUSM, CBSI3aHHBIM C I1aTOJIOTMEH MOHHBIX KaHAJIOB).
Tunu4yHple TPU3HAKA MUOTOHHHA — MHUOTOHWYECKHE (DEHOMEHBI U MUO-
TOHUYECKHE Pa3psbl, BBIABISIEMBIC TTPH KIMHUYISCKOM OOCIIeTOBAaHUH U
uroapdaToii OMI™ COOTBETCTBEHHO.

Khaccudukauus

Hambonee wm3BecTHB ciemyromue GopMbl MHOTOHWH (B CKOOKax
MIpHUBEIEHBl CHHOHUMBI U Kojibl MIM).

o Jlucrpoduueckass muoronus (Llrteitnepra-Kypmimana-barrena-
Poccommmo):

=THn 1;

= TN 2.

» KonrenuranpHast ayTocOMHO-JoMUHaHTHas MuotoHus (Tomcena).

 KonrenuranbHas ayrocomMmHo-penieccuBHast MuotoHus (bexkepa).

* [lapammoTonust DittenOypra.

* Heifipomuoronust (cunapom Mcaakca).

* Xonapomuctpodraeckas muotorus (cuaapom IlBapria-Smrens).

nuaemuonorus

Haubonee pacnpocrpanena aucrpoduueckas muoronus (2,113,5
ciydas Ha 100 000), pexxe HaOmomaroT MmuotoHnu Tomcena u bekkepa.
Heilipomuoronus Mcaakca, cunapom IIBapua-Amnens u napaMuoToHus
DOineHOypra OTHOCATCS K PEAKUM 3a00JI€BaHHSM.

JTHOAOIHA ¥ NaToreHe3

Beinenstor Tpu THIa aucTpodUUecKoi MHOTOHMH, HamOolsiee da-
¢TI (98 % cirydaeB) U3 HUX — THII 1, TeH KOTOPOTO KapTUPOBaH B JIOKY-
ce 19q13. Bece Tpu THna AuCTpoPpUIECKO MHOTOHUN UMEIOT ayTOCOMHO-
JIOMHUHAHTHBIN THT HACTIEIOBAHUSA C PA3TUYHOM MMEHETPAHTHOCTHIO.
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Jucrpoduueckas MUOTOHMSI THIIA | CBSi3aHA C yBETMUCHHEM KOJIH-
YecTBa TPUHYKICOTHIHBIX MOBTOpoB CTG (KOTOpOoe MOXET JTOCTHUTaTh
HECKOJIbKUX ThIcs) B TeHe DMPK. TsbxecTb 3a00eBaHuUs 3aBUCHT OT KO-
JINYECTBA TPUHYKICOTUIHBIX TOBTOPOB. ['eH DMPK konupyeT MUOTOHHH-
MIPOTEHMHKUHA3Y. DTOT OEJIOK MPUCYTCTBYET HE TOJIBKO B CKEJIETHBIX, HO M
B cepaeunoii mpite 1 [ITHC, uto 1 00yciioBnBaeT 0OCHOBHBIC KIIMHHYE-
CKHUE IIPOSIBICHUSA AUCTPOPUUECKON MUOTOHMM (IIOPaKEHUE CKEJIETHBIX
MBIIII, HAPYLUIEHHE MPOBOJUMOCTU Cep/la, JIETKOe CHUKEHHE WHTE-
JIEKTA).

Bpoxnennas muoronus ToMceHa TakKe HaclIeyeTcsl [0 ay TOCOMHO-
JOMUHAHTHOMY TUITY. CXOXKYI0 KIMHUYECKYIO KAPTUHY UMEET €€ aJlIelb-
Has ayTOCOMHO-perieccuBHas (opma — MuoToHUS bekkepa. Bpoxnen-
Has MMOTOHUS CBA3aHa C MATOJIOTHEHN XJIOPHbIX KaHaoB, reH CLCN] no-
KallM30BaH B JIoKyce 7q35. BceiencTBue M3MeHEHUs CTPYKTYphI Oerka,
KOJMPYEMOTO ATHM T€HOM, HapyllaeTcs MPOHUKHOBEHHE XJIOpa B MBbI-
LIEYHYIO KJIETKY, YTO IPUBOJUT K 3aMEUICHUIO PACCIIA0ICHUS MBILICYHO-
T'O BOJIOKHA U HECTAOMIIBHOCTH MEMOPaHBI.

[MapamuoTronus DitneHOypra cBsi3aHa C NAaTOJIOTUEH HATPUEBBIX Ka-
HaJIOB, UMEET ayTOCOMHO-TOMHHAHTHEIN THIT HaciemoBauus. [en SCN4A
KapTUpoBaH B JoKyce 17q35. Mexanusmbl (JOPMHPOBAHHS MAPAMHOTO-
HUYECKUX IMPOSIBICHUN CBSI3aHBI C MOBBILICHHON BO30YAMMOCTBIO MEM-
OpaHbl MBIIIEYHBIX BOJIOKOH M HapylIeHHEeM (pyHKIIMOHUPOBAHHUS COKpa-
TUTEJbHBIX 3JIEMEHTOB MBILIIII.

BonpmmHCTBO HEHPOMHOTOHNI — TIpHOOpeTeHHbIe 3a00sIeBaHus,
HO ofHa u3 (hopM sIBJIsIeTCS HaceAcTBeHHOM. Hanbonee yacto nabmona-
10T UIUONIATHYECKYT0 HelipoMuoToHMIO (cuHapoM Mcaakca). YacTs ciry-
yaeB HEHPOMHOTOHUHM HMEET MapaHeola-CTHYECKYI0 AITHOJIOTHIO (B
YaCTHOCTH, HEHPOMUOTOHUS ONUCAHA MPU THMOME, JIETOYHOH KapLHHO-
Me, Iuta3Marurome, JuMpome XoKKUHA U T. JI.).

YeraHoBiIeHO, YTO 3a00IeBaHUE UMEET HEBPOTEHHYIO MPHPOAY, TaKk
KakK BBEJCHUE Kypape KylHUpyeT MbIIIEYHbIE ClIa3Mbl. TeM He MEeHee Ia-
TOr€He3 HEMpPOMUOTOHMH OCTAeTCs HESICHBIM JI0 CUX NOp. BpisBrieHue
MOBBIILICHHOTO TUTPa aHTHUTEN K MOTCHLNAI-3aBUCUMBIM KaJMEBBIM Ka-
HaJIaM TMO3BOJIMJIO CUUTATh MPpUOOpeTeHHbIH cuHapoM Mcaakca ayToum-
MYHHBIM 3a00ieBaHHEeM. AyTOMMMYHHBIH XapakTep NpUOOPETCHHOM
HEHPOMHOTOHUH TOATBEPIKIAETCS TaKKe HAOII0IaeMO B psizie CIydaes
3¢ PeKTUBHOCTHIO MIazMadepesa.
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KanHuueckas XapaKTepucTukKa

Kitaccnueckuil KITMHUYECKUN TECT HA BBISIBICHHE MUOTOHUHM — CHUM-
IITOM «KYJIaKay»: OOIbHOM HE B COCTOSTHIH OBICTPO pa3kaTh KPETKO CKa-
THIN KyJIaK, BMECTO 3TOTO OH Pa3KHMaeT KyJIaK MEIJICHHO U C YCHIIACM,
KaK TIPHU 3aMeIJICHHOW KHHOCHEMKE. [Ipu MOBTOPHBIX MOMBITKAX MHOTO-
Hudeckuil peHomeH yracaer. VICKiIrOueHHE COCTABISET MMapaMHOTOHHS
OuineHOypra, Mpu KOTOPOi, HA00OPOT, CKOBAHHOCTh YCHUJIMBACTCS IMPH
MTOBTOPHBIX ABMKCHHUSIX.

TpynHOCTH AJ1s1 OOJIBHOTO MOTYT BO3HHMKATH IPH Pa3KUMaHHH CiKa-
TBIX YEIIFOCTEH, TOIBITKE OBICTPO BCTATh CO CTYJA, OBICTPO OTKPHITH 3a-
KMypeHHbIe a3a. [lepes mogbeMoM 1o JiecTHUIIE OOIBHON «3aMUpPaeTy
(BpeMs Ha paccnabieHHe MBIIII), TOIBEM Ha TIEPBYIO CTYIIEHBKY IS
HEro MpPEJCTABISET OOJBINYI0 TPYIHOCTb, YeM NAIbHEHIIHNA TOIBEM.
IIpu nepkyccuu MpIIIIBI BOZHUKAET «MBILICUHBIN BAJIMK), HCUE3AIOLIUN
Yyepe3 HEeCKONBbKO ceKyH . Hanbonee xapakTepHbIi A1 MUOTOHUHU (eHO-
MeH BBIABISIOT Tipu uronsdaroid OMI. Ilpu BBeeHNN U miepeMeneHun
WTOJBIATOTO DJICKTPOJa BO3ZHUKAIOT MHOTOHHUYECKUE Pa3psabl ¢ Xapak-
TEPHBIM 3BYKOM «ITHKHPYIOIIEro 00MOAPIUPOBIIUKAY.

Muoronndeckue peHOMeHbl ()aKTUUYECKH TaTOTHOMOHHYHBI, B CBSI-
3H C 9TUM JIMarHOCTUKA MUOTOHUU HE MPEJICTABIISIET 0COOOH CII0KHOCTH.
Bwmecte ¢ Tem Hepenko O0JIbHBIC HE MOTYT aJ€KBaTHO OINHUCATh CBOE CO-
CTOSIHUE U KATYIOTCSI Ha TPYAHOCTH MPHU MOIBEME IO JICCTHULIE, BCTaBa-
HUU CO CTyJa, KOTOPbIE UHTEPIPETUPYIOT KAK MPOKCUMAJIbHYIO MBbILIEY-
HYIO C1a00CTh, YTO M MPUBOJUT K OMIMOOYHOHN JMArHOCTUKE MHOTIATHH,
MUACTEHUU, TOTUMHUO3UTA U JIP.

OTmmunTenbHas KIMHAYECKas 0COOEHHOCTHh BPOXKIEHHOW MHOTO-
HUU — THNEPTPOQUS OTAETHHBIX MBIIICYHBIX TPYTII, CO3/Iaomas BIie-
gaTJeHue 00 aTIIETHIECKOM TEJIOCIOKECHIH 00pHOTO0. Kak mpaBwmiio, mpu
MuOTOHMH TOMCEeHa MHOTOHHYECKUE (PEHOMEHBI BBIPaXKEHBI 00 SPKO,
4YeM MpHU JTUCTpOoduUeckoit. MpliieuHas cuia y OOJbIIMHCTBA OOJBHBIX
OCTaeTCsl COXPAHHOM, HO MOXKET OBITh M CHUXKEHA, 0COOCHHO B JIUCTallb-
HBIX MBIIIIAX PYK.

Jluctpoduueckas MUOTOHHS XapaKTEPU3yeTCsS COYETAHUEM MHUOTO-
HUYECKUX (PEHOMEHOB, MBIIIEYHOH crabocTu W arpoduii. B kmuHmue-
CKOW KapTUHE JUCTPO(UYECKON MHOTOHHM TUIA | COYETAFOTCS MUOTO-
HUYECKUe ()EHOMEHBI (CHMIITOM «KYJaKa»; CHMIITOM «BaJIMKa» TIPH Tep-
KYCCHU MBI, SI3bIKa; MUOTOHUYECKAs 3a/1€PKKa MIPU OTKPHIBAHUU I1a3
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U pTa) ¥ MUOIMATHUYECKHE YepThl (IPEUMYIIESCTBEHHO IUCTAIbHAS MbI-
meyHas c1aboCTh C IMOCTEIEHHO MPOTPECCUPYIONIMMHU MBIIICYHBIMHU
aTpoUsIMK M YacThIM Pa3BUTHEM cCTermaxa). JIMo MHOTUX OOIbHBIX
MpHOOpETaeT XapaKTepHOE BHIpaXEHWE, MOJy4HBINEee Ha3BaHUE facies
myotonica (TUTIOMUMUS, «CKOpPOHOE» BBIpOKEHHE, YaCTUYHBIN ITO3,
aTpo(u¥ BUCOYHBIX W JKEBATEIBHBIX MBIIII, JOOHO-BUCOYHOE OOIIBICE-
Hre). MuoTtoHndeckne (EHOMEHBI BRIPAKCHBI clladee, YeM TPH BPOXK-
JICHHON MHUOTOHHUH. JlucTpodruueckass MUOTOHUS THIIA 2 XapaKTepU3yeT-
Csl COYETaHMEM NMPOKCHMAJIbHON MBIIIEYHOH C1abocTh U caboCcTH Tuc-
TaJbHBIX MBI PYK HPHA OTHOCUTEIHHOW COXPAHHOCTH MBIIII JIUIA U
JIUCTAIILHBIX OTJIE0B HoT. KapinoMuonarusi 00bIYHO OTCYTCTBYET.

Jluctpoduueckas MHOTOHUS — MYJBTUCUCTEMHOE 3a00JICBaHUE.
KpomMe HepBHO-MBINIEUHBIX CUMIITOMOB, Y OOJIBIIMHCTBA OOJILHBIX Ha-
OIONAIOT CEeP/ICYHYIO0 MATONOTHIO (APUTMHUH, TUIIEPTPO(DHIO JTEBOTO HKe-
JyloYKa U Jp.), epeOpaabHble CUMIITOMBI (KOTHUTUBHBIC HapyIICHUS
WM HEBBICOKUI ypOBEHb WHTEIUIEKTa, TUIIEPCOMHUIO), SHIOKPHHHEIE
paccrpoiictBa (y My>KYWH 9acTO HaOIOAlOT THITIOTOHAIU3M, HMITOTECH-
LU0, Y KEHIMH — HaPYIICHUs MEHCTPYyaJbHOTO HKJa). KarapakTy BbI-
aBiAfOT y 90 % OONBHBIX, OHa MOXET OBITh C€IMHCTBEHHBIM KIIHMHHIYC-
CKUM TIIpU3HAKOM 3a0oseBanus. s qucTpoGUyecKkoil MUOTOHUH Xapak-
TEpPeH (PCHOMEH aHTHIMIIAIKUH (T. €. YCHJICHUE CUMIITOMATHKU B MOCIIC-
JYIOIUX MTOKOJICHUSIX, TIO3TOMY H30JIMPOBAHHYIO KaTapakTy 4acTo oOHa-
PYKHBAIOT ITPU 00CIIEIOBAHUH POAUTENICH MAIeHTa).

[Mapamuoronust DiieHOypra OTIMYaeTCs BOSHUKHOBEHHUEM MHOTO-
HUYECKUX PEaKIIH, MBIIIIEYHOTO CIIa3Ma U Imape3a Ha X0JI0/1e (X0IomoBas
Muotonus). [IpucTyn X010 j0BOM MUOTOHHH MOXKET JITUTHCS HECKOJIBKO
MUHYT WM 9aCOB, 3aT€M IPOXOIUT, U B MEKIIPUCTYITHBIN TIEPUOJ] HUKA-
KHX CUMIITOMOB He oTMevaroT. [Ipu Apyrux MHOTOHUSX TaKKe BO3MOKHO
YCWIEHHE MHOTOHHYECKHX (PEHOMEHOB Ha XOJIOJIe, HO W B TeIUIe OHU
MTOJTHOCTHIO HE Mcue3aroT. Elle oHrM BayKHBIM OTIMYHEM ATOTO 3a00Ie-
BaHUS OT MUOTOHHMH ToMCeHa SIBIISETCS MapoAOKCaTbHAS PEAKIIHs Ha TT0-
BTOPHbBIC (PU3UYECKHE YIPAKHEHUS: IPH MUOTOHUH TOMCEHa MHOTOHH-
yeckrue (PeHOMEHBI IPU MOBTOPSHHM JBHYKCHHS YMEHBIIAIOTCS, a MPH
rnapa-MUOTOHUHU, HA00OPOT, YCHIIUBAOTCSL.

HeiipomuoTonnn — rpymiia 3a00JeBaHui, CBI3aHHBIX C HAPYIICHHU-
€M BO30yIUMOCTH MEePUPEPUICCKUX HEPBOB, MPOSBIISIOIIUMCS MbIIICU-
HOW CKOBaHHOCTBIO, ClIa3MaMU (KpaMIIM) M MIOCTOSIHHOM MBIIICUHON aK-
TUBHOCTHIO Ha DOMI. MeIeunbie cia3mbpl MPU HEHPOMUOTOHHH, Kak
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npaBuiIo, 0e300JIe3HEHHBI U cOMpoBoXkaatoTcs DMI -npu3zHakamu, xa-
PaKTEpPHBIMU JJISl TPOU3BOIBHOTO HAMPSKEHUS! MBIIIIBI, HO, B OTIHYHE
OT IOCIIEIHETO, OONbHBIC HE MOTYT pacciaaOUTh HAMPSIKCHHYIO MBIILITY.
XapakTepHO COYETaHWE TEHEPATM30BAHHBIX MHOKUMHMHA M MHOTOHHYE-
CKOH 3a/Iep’KKU ABWKCHUI (CHMIITOM «KyJaka» U Jp.), B TO K€ BpeMs
[EPKYTOPHbIE MUOTOHUYECKHE ()EHOMEHBI OTCYTCTBYIOT.

Muotonus TomceHa y peOeHKa.
«['epKyItecOBBI MyCKYITBI»
(u3 yueOnuxa [lerpyxuna A. C.
Jletckas veBposorus, 2012 1)
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AMarHocTuka

AHaMHe3

Huctpoduueckas mMuoroHus Tuma 1
qamie AeOI0THUPYeT B IOHOLIECKOM JHOO
B3pOCIIOM BO3pacTe (XOTd BO3MOXKHBI U
KOHTCHHUTaJb-HbIE (OPMBI), TIKECTh CO-
CTOSTHUS U CTETIEHb ITPOTPECCUPOBAHMS 3a-
BHCSIT OT TeHETHYIECKOTO AcdekTa (Koppe-
JUPYIOT C KOJMYECTBOM TPUHYKICOTH/-
HBIX MOBTOPOB). [Ipu TmarensHoM cOope
CEMEMHOr0 aHaMHE3a 4acTo yAAETCs BbIs-
BUTHh OTACIBHBIC CHUMIITOMBI B CTapIINX
MOKOJIEHUSIX (M30JMpOBaHHAs KaTapakTa,
NITO3 WU JIETKas CJIa00CTh MUMHUYECKHX
MbI). Muotonuss TomceHa MOXET Jie-
OITHPOBaTh KaK B JETCKOM, TaK ¥ BO
B3pPOCIJIOM BO3pacTe, TeUeHHE 3a00IeBaHuUs
MemieHHoe. Muortonus bexkepa HauwmHa-
ercs B 4-12 neT u mMeer OoJee TKeIoe
Te4YeHne, yeM MHOTOHUS Tomcena.

®usukarbHoe ob6crepoBaHne

OCHOBHOH JMAarHOCTHYECKUH IpH-
3HAaK MUOTOHUH — MHUOTOHHYECKUH PeHo-
MeH. ATJIETHYECKOE WM HOPMAJIBHOE Te-
JIOCIIOKEHHE, OTCYTCTBUE MBIIIEYHOH cla-
00CTH XapaKTEepHbI AJIs1 BPOXKICHHBIX MHO-
tonuit (Tomcena u bekkepa), Heiipommo-
tonuu. Ilpu mucrpoduveckoli MHOTOHUU
BBISIBIISIFOT CHIDKEHUE CHIIBI M aTpopuu



MBILIIL, Yalle yMepeHHble 1 cuMMeTpudHble. [Ipu auctpodudeckoit Muo-
TOHUM THIIA | MblIeyHast caboCTh UMEET IUCTAIBHOE PACHpeACICHuE,
pH AUCTPO(PUIECKON MUOTOHUH THIA 2 — MpOKCcHManbHOE. CyXOKHITb-
HbIE pedIeKChl IPU AUCTPO(PHUIECKO MHOTOHUU MOTYT OTCYTCTBOBATb,
IIPY BPOXKACHHOH MHUOTOHUM HAONIOAAIOT MUOTOHHYECKUH (hEHOMEH —
3aMe/IJICHHOE BO3BPAILEHHE T'OJICHU B UCXOJHOE I10JIOXKEHHUE I10CIIE BbI-
3BIBaHUS KOJICHHOTO pedriekca.

NaboparopHbie HccAeAOBaHHA

[Ipu muctpoduueckoii MUOTOHUN MOXKET OBITh HE3HAYUTEIBHO I10-
BhilieHa akTUBHOCTh KDOK B kpoBu. [Ipu HEMpOMUOTOHUY BBISIBIISIIOT aH-
THUTETA K MTOTCHIINAI-3aBUCUMBIM KaJIMeBbIM KaHanaM (B 50 % cmydaes).
Tutp aHTUTEN CHIDKAETCS HA (DOHE JICUCHHS.

HHCTpyMeHTanbHBbIE HCCAGAOBAHHA

Uronsuaras 9MI" — 0CHOBHOM MHCTPYMEHTAJIbHBII METO/ JUArHO-
CTUKHU MUOTOHUI. MHOTOHMYECKHE PA3PsIIbl — ATOrHOMOHUYHBIN NPHU-
3HaK MUOTOHUHU. [Ipu BpoxkaeHHON MHOTOHMU NTapaMeTpsl JIE ocTatorcs
B IIpeJIeNiaX HOPMBI, TIPU TUCTPOPUIECKON MUOTOHHH BBISIBIISTIOT COYETA-
HHE MHOTIaTHIECKUX U HEBPOTIATHUECKHUX YEPT; CIOHTAHHASI aKTUBHOCTb,
MMOMUMO MHUOTOHHYECKUX pa3psoB, MPEACTaBlIeHa MOTEHIMAIaMu (u-
OpMILIATINIA, TTOJIOKUTETHFHBIMU OCTPHIMU BOJTHAMH.

Y GONBHBIX C MAPAMHUOTOHUEH B TIOKOE BHE OXJIAKICHUS PETHCTPHU-
pytor HopmanbHble [IJIE u penkue muoroHnueckue pazpsael. [locie
MPOU3BOJIBHOTO COKPAILLEHHUSI MBIIIIBl BO3ZHUKAET €€ HalpsDKCHHE WU
MBbILIIEYHAs CyJI0pora, BCie 3a KOTOpoi BO3HUKAET nape3. B nepuoj Ha-
MPSDKEHUST HAOTIOMA0T MUOTOHUYECKUE Pa3ps/ibl, B MEPUOA Tape3a —
OTCYTCTBHUE KaK CIIOHTAHHOM, TaK U IPOU3BOJIbHON aKTUBHOCTH, a TAKKe
OTCYTCTBHUE (WJIH PE3KOE CHI)KCHHE) BBI3BAHHBIX DJICKTPUICCKOTO M Me-
XaHUYECKOTO OTBETOB MBI, J[JI1 TUArHOCTUKH MapaMUOTOHUU MPO-
BOJIAT XOJIOAOBYIO MPOOY: MPU HE3HAYUTEITHHOM OXJIAKCHHH KOHEYHO-
CTHU MOABJISIIOTCS MUOTOHUYECKHUE Pa3psi/ibl, IPU JajJbHEUIIEM OXJIaxie-
HUU HMCYE3ar0T Kak MuoToHM4eckue penomensl, Tak u [1JIE (HacTynmaer
«OMO3JIEKTPUIECKOE MOTIAHHE) ).

[Ipyu HEMPOMUOTOHUHU MCCIEIOBAHNUE UTOJIBYATHIMU BJIEKTPOIaMH B
[IOKOE€ BBISBJISIET MOCTOSAHHYIO akTUBHOCTD J[E. Peructpupyrorcs Takxke
nymiietsl, Tpumuietsl [IJIE, MuOKMMuUecKue paspsiibl, pa3psiabl BHICOKON
yactoTbl. Ha honHe Tepanuun kapbamasenuHom aktuBHOCTh JIE cHmKaeT-
cs. C MoMOIIbI0 UMMYHOCYIIPECCUBHOM TE€pamuu WHOTHA yAaeTcs HO-
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CTUYb PEMUCCHU, B 3TOM CIIy4ae CIIOHTAHHAS aKTUBHOCTb OTCYTCTBYET
100 akTHBHOCTE JIE MUHMMAaIbHA.

AHK-AnarHocTHka

JIHK-nmnarsoctrka muctpodudeckoit MUOTOHHH OCHOBaHA HA BEISB-
nenuu noBsieHHOro konnuectBa CTG-noBTopoB B rene DMPK.

AnddepernunarbHaa AHarHocTHKa

JuddepenumnanpHyto AMarHOCTUKY MPOBOJST B JiBA ITAlla: BBISBIIS-
10T MUOTOHHYECKHE (peHoMeHbI (KIMHnYecku 1 ipu OMI') u ycranasnu-
BarOT ()OPMbI MUOTOHHH.

Uronpuaras OMI' BBIABIASET NMAaTOTHOMOHUYHBIE MHOTOHHYECKUE
pa3psaabl, KOTOPBIE CIeayeT OTINYATh OT IICEBIOMHOTOHUYECKHX, HAOIIO-
JAeMBIX TIPH Pa3TUYHOM MaTOJIOTHH (MTOTMMHO3UTE, MBIIIIEIHBIX 3a0071e-
BaHUAX). AMIUINTY/la MUOTOHUYECKOTO pa3psifia YMEHBIIAETCS K KOHILY
paspsza, B TO BpeMs KaK aMIUINTYZa IICEBIO-MHOTOHMYECKOTO pa3psaa
OCTaeTcs CTaOUIIHLHOM.

B tunmusbX cnyyasx and¢epeHnupoBaTh AUCTPOPHUYECKYIO U
BPOXIEHHYIO MUOTOHHIO YAAETCS 10 KIMHUYECKUM JaHHBIM. TeM He Me-
Hee NP BPOXKJACHHOW MUOTOHUH B PsiJI€ CITy4aeB BBIABISIOT JIETKYIO Clla-
00CTb AUCTANBHBIX MBI PYK U HE3HAUYUTEIbHYIO CHIOHTAHHYIO aKTHB-
HoCTh ipu DMI, 4TO UMUTHPYET AUCTPOPUUECKYIO MUOTOHHIO.

B nonp3y nocnenHeil CBUAETENBCTBYIOT MOJIMOPIaHHOCTD IATOJO-
THH, KaTapaKkTa ¥ HapyLIEHHUs] pUTMa Cep/lla, a TaKkke MUMHUYecKasl clia-
00CTb WJIM YaCTUYHBIHM MTO3.

Ha xoso1e MuotoHn4eckne mposBiIeHHs YCHIIMBAIOTCS BO BCEX CITy-
yasx, 3aM0f03pUTh MAPaMHUOTOHUIO MOYKHO IIPH 3IH30/1aX XOJIOIOBBIX
napaau4ell ¥ HCYe3HOBEHNN CKOBAaHHOCTH MBIIII B TETIJIOM TTOMEIIEHUH.

Cxoxyro ¢ HEHPOMHOTOHUEH KIMHUYECKYIO KapTUHY (ITOCTOSHHAS
MBILIEYHAs] aKTUBHOCTH) MIMEET CHHAPOM PUTHAHOTO YenoBeka (stiff-man
syndrome). B ominune oT HEHPOMMOTOHUH, NPU CUHAPOME PUTHAHOTO
YeJI0OBeKa MBIIIEYHasl aKTUBHOCTh YMEHBIIIAETCSI BO CHE, a TaKXKe IOocTe
BBEJICHU Ua3enama.

NeueHue

Henp neyeHus: npyu MUOTOHUU — CHUKEHUE BBIPAKEHHOCTH MUOTO-
HUYECKUX TMPOSBICHUH, TPH HEUPOMHUOTOHUN — YCTPaHEHHUE TTOCTOSH-
HOM MBIIIICYHON aKTUBHOCTH U 110 BO3MOXXHOCTH JOCTIIKCHUE PEMHUCCHH.
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HemeankaMeHTO3HOE A€YEHHE

Jluera ¢ orpaHMYCHHEM COJICH KU MOXKET YMEHBIIUTh MHO-
TOHMYECKUE TposiBiicHUs. Clienyer u3derarb NepeoxXIaXKACHUS, TaK KaKk
XOJIOJ YCHJIMBAET JIFOObIe MUOTOHMUYECKHEe peakiuu. [Ipu muctpoduue-
CKOM MHOTOHHMH TIOKa3aHbl BCE HEMEIMKAMCHTO3HBIC METOJIbI JICUCHUS
M/ (JIOK, maccax u mp.).

MeankaMeHTO3HOE Ae4YeHHe

PanukanbpHOTO Je4eHUs MUOTOHUM HE CyluecTByeT. st yMeHble-
HUS BBIPAXCHHOCTH MHUOTOHUYECKHX TPOSIBICHUI HCIONB3YIOT (PeHUTO-
uH B no3e 200-400 mr/cyt nepopaibHo. Kypcsl IuypeTukoB (He Kayiuii-
cOeperaromyx) Mo3BOJSIOT CHU3UTh YPOBEHb Kalusi B KPOBU U YMCHb-
LIUTh MUOTOHUYECKUE TIPOSIBIICHUSL.

HeiipomuoToHnUueCcKre NpOSBICHUS YMEHBIIAIOTCS IPU Ha3HAYCHUU
kapOamasenuHa. Pemuccun MHOTHA yaeTcs: J0CTHYb € TIOMOIIBI0 UMMY-
HOCYTIPECCUBHOW TEpamuy [[IPEIHU30JI0H M0 1 Mr/(Kr-cyT) depes JeHb,
wiazmMadepes, IMMYHOITIOOYIMH YeI0BeYeCKuil HopMaibHbI 400 Mr/Kr
BHYTPHUBEHHO, IIUKIO(ochamu].

Xupypruyeckoe AeyeHHe

[Tpu nucTpodryeckoit MUOTOHUN WHOTIA MOYKET TIOTPEOOBATHCS NM-
IUTAHTAINS KapJUOCTUMYIISITOPA.

Mpornos

B nemnoM nporxHo3 ajist )KM3HU P MHOTOHUSIX ONIaronpusTHBIHN, Ol
HAaKO B CBSI3U C KapAWaJIbHON MATOIOTUEH TIPU TUCTPOPUIECKON MHOTO-
HUU TUma 1 BO3MOKHA BHE3aIHasi cepaeyHasi cMepThb. [Iporuos nmis tpy-
JIOBOH JIEATENBHOCTH TPH BPOXKIACHHBIX MHOTOHUSX ONaronmpHATHBIN (C
YYIETOM PaIoOHAILHOTO TPYAoycTpoiicTBa). [Ipn muctpodudaeckoit muo-
TOHWW MOXXET HACTYIWUTh WHBAJIUAN3ANNS Ha MO3IHMX CTaANuAX 3abore-
Banus. [Ipn naronarndeckoil HEHPOMUOTOHNH TPOTHO3 /IS )KU3HM OJia-
TONPUATHBIN, IPY MAPAHEOIIACTUYECKUX HEHPOMUOTOHHUAX IPOTHO3 3a-
BHCHUT OT OCHOBHOTO 3a00JICBaHMSI.
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9. NAPOKCU3MAAbHAAl MUOINAEIUA

[Tapokcu3manbpHass MUOILIErUs] — MEPUOAUUYECKUI Iapajiny — 3a-
0osieBaHNE HEPBHO-MBIIIEYHOTO MTPOUCXOXKICHHS, JJII KOTOPOTO CBOMi-
CTBEHHA IIEPUOJUYHOCTh BOSHUKHOBEHHUS IIPUCTYIIOB IIPEXOASAIIETO I1a-
pannva CKeleTHON MyCKyJaTypbl BIUIOTb JI0 ITOJHON 00€31BMKEHHOCTH.
MoxeT (UKCHpPOBaTbCSI B THIIO-, THIEP-, U HOPMOKaJIHEMUYECKOH
dhopme.

B ocHoBe 3a00neBaHus IeKUT HApYLICHUE CHHANITUYECKON nepea-
YW U HEJIOCTaTOYHas FeHepalys MOTEHINala KOHLIEBBIX TUIACTHHOK.

Matorexes

e [1yTh pa3BUTHsI PUCTYIIOB MUOTLIETUH U 3a00JICBAHUS B LISJIOM JI0
KOHIIa HE M3Y4CH.

¢ [lo nmpeanonoxenuto Kpona npoBounpyromumm GpakTopoM sBisieT-
Csl TIEPEeMEKAIOLINICS THIIEPAIbI0CTEPOHU3M — MEPUOJHMUYECKOE TIOBBI-
IIEHHE OCBOOOK/ICHHE aJIbJOCTEPOHA.

* [eHeTHYECKas PeIPaCIIONOKEHHOCTh OOBSCHSIET HapyIIEHHE MPO-
XOIMMOCTH MHO(DUOPHILTPHBIX MEMOPaH 1 000JI0YEK KIIETOK IIOTIEPETHO-
M0JI0CATOM MBIIIEYHON TKAaHHU, W3-32 KOTOPO MOHBI HATPHUS BMECTE C BO-
TI0¥ IPOHUKAIOT B MHO(GHOPHIUIEI ¥ HAKATUTUBAIOTCS B BAKyOJIH.

CaBur nokasatenei HaTpusl B KPOBU MIPOBOIMPYET M3MEHEHHE KOH-
LeHTpanuu Kamus. HarprueBo-kanueBpiil TucOaianc MpUBOIUT K TATONO-
rud OOMEHHBIX MEXaHU3MOB BHYTPH KIJIETKH MBIIICYHBIX TKaHEW, MHO-
HEBPaJbHBIX CHHANCaxX. OJTO TEHEpUpyeT OJOKUpPOBaHHE HEPBHO-
MBILICYHBIX UMITYJIbCOB, MHOGUOPHIIIBI YTPAauNBatOT (DYHKLHUIO COKpa-
mienust. Kak To1pko HOHHOE paBHOBECHE BOCCTAHABINBACTCS, K MBIILIIAM
BO3BPAIIACTCS COKpATUTENbHAS QYHKIIHSL.

DopMbI:

1) runoxanueMuYecKas;

2) runepkantueMuIecKkas;

3) HOpMOKaTHEMHUIECKAasI.

I'mnoxanuemuyeckas:

1. Hagamno ot 10 1o 16 ner.

2. Bo3HUKHOBEHHME MPUCTYIIOB YacTO CBSI3aHO C IMKIOM COH-
00pCTBOBAHKE.
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3. CHavana nmpHUCTyTbI PEKHE, 3aTEM YUalllal0TCs U CTAHOBATCS €XkKe-
JTHEBHBIMHU.

4. Tlpuctynsl MOryT OBITH TE€HEpPAIM30BaHHBIMH HJIHM TaplHallb-
HBIMH.

5. [IponomxutensHOCTS prCTyTa OT 30 MUH 10 HECKOIBKUX CYTOK.

e Camas pacrpoctpaHeHHasi gopma muoruierud. llepemaercs mo
ayTOCOMHO-TOMAHAaHTHOMY IPHHINITY C YaCTHYHOM I€HHON NEHETPaHT-
HocThlo0. Yamie y manmentoB B 10—18 siet. MysxunHbI 00Jiee TOIBEPKECHBI
3200JIEBaHUIO, YEM JKCHILIHBI.

* B nepuosbl OTCYTCTBHUSI IPUCTYIIOB HE OTMEYAIOTCSI OOBbEKTHBHBIC
U CyOBEKTHBHBIC NPU3HAKU MHOIUIETUH. J0Ka3aHO, YTO MPOBOKATOPOM
MapoOKCHU3Ma MOKET BBICTYIIHTD Tiepeeianne, HEMOMEpPHOE YIOTpeOieHue
YIJIEBOAOB, TIOBAPEHHOM COJIM, TIPUEM alIKOTOJIsl, Ype3MEpHbIe (Qu3nye-
CKHe Harpy3Kku. JKeHIIMHBI CBA3BIBAIOT IPUCTYIIBI HAPOKCU3MAIBHON MH-
OIUIETHH C MEHCTPYalIbHBIM UKIOM. OHU uKcupyroTcs 3a 1-2 mHS 10
Hayaja MEHCTPYyalllu WU B IEPBBIHA JEHb HUKIIA.

e [Ipu runormkeMudeckor (hopMe MUOIIIIETHUECKUI TIPUCTYII MPO-
HCXOJUT yTPOM WJIM B BEUEPHHE YACHI.

* [Tapanny mopakaeT CKEIETHYI0 MYCKyJaTypy BCEro Tela, KOHed-
HOCTH, IIEI0, B TSXKEJbIX CIy4astX — JAbIXaTeJIbHbIE MBIIIIBI 1 MUMHYeE-
ckre. XapaKkTepHO BHE3AIMHOE CHI)KEHUE MBIIIEYHOTO TOHYCa, HEOCTa-
TOYHOCTB BCEX CyXOKMIIBHBIX PE(ICKCOB.

* Bo Bpems npuctyna y O0JIbHOTO yyarmaercsi cepAueOneHue, Koxa
JIUIA CTAHOBUTCS KPACHOH, IBIXaHUE — YaCTBhIM, OTMEYAeTCs MOBBIIICH-
Has MOTIMBOCTh M YyBCTBO HEYTOMUMOM kaxbl. [Ipogomkenne — ot
yaca 1o 1-2 mHel, gamnie 2—4 Jaca.

NeueHue

* Bo Bpemst npucrymna:

Bricokue no3bl xnopuga kanus BHyTps (10-15 r B Buze pactopa)
nin B/B (40—60 maxB kamms B 500 M 5% IIIOKO36I B TEYEHNE HECKOIb-
KHX 4acoB) MO3BOJISIIOT 000pBaTh MPUCTYyI. Bo BpeMsi runokanuemMmuye-
CKOT'O TPUCTYTIA BBOASAT BHYTPUBEHHO PACTBOPHI KaJIUsl U MArHus acma-
paruHata, IOCIEIHUN MOXKHO NPHUHMMAaTh BHYTpb. Kakaelii dac pexo-
MeHaoBaHO nuTee 10 % pacTBopa Kamus xjaopuaa. B nepepeiBax MexTy
MIPUCTYTIAMH Ha3HAYaEeTCsI CIIMPOHOIAKTOH.
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* B MeXIpUCTYIIHBINA EPUOL;

1) auera ¢ BHICOKUM COZEPKAHNUEM Kallusl ¥ OTPaHUYEHUEM yIIIeBO-
JIOB U HaTpHS;

2) cnupoHONaKkToH (BepowmnupoH) — 1o 100 mr BHyTph 1-2 pa3a B
CYTKH;

3) tuamua — 50—-100 mr/cyT;

4) nedyeHne THPEOTOKCHKO3a.

I'mnepkaAneMHyecKan napoKCH3MaAbHAsA MHONIAETHA

* [lepenaercst MO0 ayTOCOMHO-OMHUHAHTHOMY IIPHHIIUAITY C BBICOKOM
TIEHETPAaHTHOCTHIO TeHA.

° HpI/ICTyrII)I MUOIIJICTUN MOFyT BBI3bIBATLCA HU3-3a ‘-IYBCTBa rojoga
WJIM BO BpeMsl OT/IbIXa Nociie U3NYECKOTO HallpsbkeHus. Bee HaunHaert-
Csl C OHEMEHHUS JTUIIa ¥ KOHEYHOCTEH. Jlajmee CHIKAeTCsl MBIIICUHBIN TO-
HYC IUCTaJIbHBIX OTACIIOB KOHEYHOCTEH, PACTIPOCTPAHSIIOIIUIICS T0BOJIb-
HO OBICTPO Ha BCE IPYTIITBI MBIIIIII, B TOM YUCIIC U JIUIICBBIC MBIIIIIHI.

* [TapoKCU3MBI TUTIEPKATHEMHYECKONH MHUOIIIETHH XOPOIIO KyIupy-
10TCS BHYTpUBEHHBIM BBesieHueM 40 % p-pa rimroko3sl ¢ 10 % p-poM kaib-
LU XJIOPU/Ia WIA UHCYIUHOM.

* B MEXIPUCTYITHBIN TIEpHOA Ha3HAYAIOTCS THAPOXIIOPTHASHIL WITH
aleTa3oJIaMu.I.

* B nuere orpaHMYMBaeTCs COIEpIKAHUE MPOIYKTOB, HACBIICHHBIX
KaJIieM, yBETMUNBAETCS YIIOTpeOIeHne TOBapeHHON cor. YacTeie mpu-
€MbI TN HE ITO3BOJISAIOT pa3BI/ITI>CSI LIyBCTBy rojioaa, KOTOpOC MOXKET
CIPOBOILIMPOBATH MPHUCTYTI.

HopMokxaanemmnyeckas napoKcH3mMarbHasA MHONAETHA

» Kpaiine penkas ¢opma 3aboneBaHus. AyTOCOMHO-JIOMHHAHTHO
yHacienoBaHHOE 3a0oyieBaHHEe OOHApPYKMBACTCSI B TEUEHHE IEPBBIX
10 neT XU3HM YeIoBeKa.

* BapnaTuBHOCTh KIIMHUYECKUX TPOSIBICHUI BeCbMa pa3HOOOpas3-
Ha — OT CJIa0Or0 MBIIICYHOTO TOHYCa BCEX MBIIIIIL TeJa, 10 MOJHOM Ia-
panu3anmy, BKIKOYAS JIUIEBYI0 MYCKYIaTypy. B OTHOENBHBIX cilydasx y
MaIUeHTa TUMOTPO(US MBIIII] COMPOBOXKIACTCS PAa3BUTHEM aTJIeTHUC-
CKOI'O TEJIOCIIOKCHHUS.

@DakTOpOM, BBHI3BIBAIOIIUM MAPOKCU3M, SIBISIETCS MEPEOXIAKICHUE.
Meimieunasi cnaboCcTh HapacTaeT MEUIEHHO, HO erile 0oJiee 3aTOPMOKEHO
€e CHIDKEHHUE B KOHIIe MpHcTymna. [IpucTyn AnuTCA OYeHBb IUTEIBHOE
BpeMs — OT 1—2 nHel 10 HECKOJIbKHUX HEECIb.
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10. MUTOXOHAPUAABHbIE MUOMATUH
U 3HUEGAANOMUOMNATUH

MuToXOHpUaIbHBIE MHONATUU W SHIC(PATIOMHONATUN — TPyIIa
3a00yeBaHM, OOYCIIOBICHHBIX TEHETHYECKUMH JePEKTaMU MHUTOXOH-
JIpUM, COMTPOBOXKTAIOIUMUCS HAPYIIICHUEM TKAHEBOT'O JIbIXaHHS.

Khaccudukauus

CrekTp MUTOXOHJIIPHAIFHBIX 00JE€3HEe BechMa IIMPOK, HO TOJIBKO
4aCTb M3 HUX NPUBOAUT K PA3BUTHUIO HCpBI/I‘-IHO-MI:IIHC‘-IHOﬁ I1aTOJIOTUH.
Haubomnee pacripocTpaHeHsl cienyromnre MUTOXOHApHaIbHbIE 3a00eBa-
HUS U CUHJPOMBI, COIIPOBOXKIAIOIIHECS] MUOTIATUCH.

* MuTtoxoHApUaNbHAsS MHOTATHS C JIAKTAT-aIli030M H HHCYIb-
tononoOHbIME drtu3oaamu (MELAS).

* MUOKJIOHYC-DITUIICTICUSI C «PBAaHBIMH KPACHBIMHA BOJIOKHAMUY
(MERREF).

* XpoHnyeckasi Hapy»Hasl IIPOrpeccrupyronas opTarbMOTUICTHSL.

» Cungpom Kupnca-Cetipa.

* ['eHeTnueckn 0OycCIIOBICHHBIC (DOPMBI AePUITNTa KapHUTHHA (He-
JOCTaTOYHOCTh KAPHUTHH-TIAIbBMUTOWI TPaHC(epasbl U 1Ip.).

Anuaemuonorus

TouHble JaHHBIE O PACIIPOCTPAHEHHOCTH MUTOXOHIPHAIFHBIX 3200-
JIEBaHUH OTCYTCTBYIOT, HAONIOAAIOT X JOCTATOYHO PENKO.

ATHOAOIHA U NaToreHes

K napymrenuto GyHKIIMM MUTOXOHAPUH MPUBOJSAT TOYSUHBIE MYyTa-
WY WIH IEJCIUH pa3IudHon JinHbl MuToxoHApuansHoi JJHK. Knunu-
YecKr HanOoJiee BRIpaKCHHbBIE N3MEHEHHS HaOJIOIaloT B TKAHAX C BHICO-
KHM OOMEHOM (MBIIIIIIBI, MO3T, CEpALIe | JIp.). YacTo mopakaroTcs IKCTpa-
OKYIISIDHBIE MBIIIIIBI, TaK KaK OHU COZIEPIKaT B HECKOIBKO pa3 OolbIiee
KOJIMYECTBO MUTOXOHAPUH, UeM CKEJICTHBIC MBIIIIIIHI.

I'ncrosornueckuii Mapkep MUTOXOHJPHAJIBHBIX MUOIIATUI — Hapy-
IICHUE CUHTE3a OCJIKOB B MUTOXOHAPUsX. CKOIUICHUE YBEINYCHHBIX MU-
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TOXOHAPHUH IMOJ CapKOJIEMMOH 00YCIOBIMBAET XapaKTepHYI0 MOpQOoIIo-
THYECKYIO0 KapTUHY «PBaHbIX KPAaCHBIX BOJIOKOH» (TpH okpacke 1o lo-
MOpH).

JlJi1 MUTOXOHAPHANIBHBIX MHONATHUH XapaKTEpHO SIBICHUE IeTepo-
IUIa3MUHU — Pa3IMYHOE COOTHOLICHNE HOPMAJIbHBIX U MyTaHTHBIX MUTO-
xouapuanbheix JJHK B kieTkax, 4ro BiAMAET HA TAXKECTh KIMHUYECKUX
MPOSIBJICHUH.

Cunapom MERRF B GonbimHCTBE ciiy4daeB 00yCIIOBIEH MyTalllen
A8344G, MELAS — mytanueit A3243G (80 % cmydaes). [{ins MuUTOXOH-
JpUaJIbHON MaTOJIOTMH XapaKTepHO HaceloBaHWEe M0 MATEPUHCKON JIU-
HUH, 4aCTO HAOIIOAIOT CIIOPAANICCKHE CITyYaH.

KAaMHHuecKaa KapTuHa

JlJ11 MUTOXOHZAPHATIBHBIX MHOINATUI XapaKTepHB! MOJIHMOPTaHHOCTh
[IaTOJIOTMH, OTHOCHUTEJIbHAsI JUHAMUYHOCTH CHUMIITOMOB, COYETaHHE C
AMUJIENITUYECKUMU MPUCTYIAMH, HHCYJIBTOTIOIOOHBIMHE JTTH30/IaMH, TTHT -
MEHTHBIM PETUHUTOM, MO3KEUKOBON aTakcuel, HEUPOCEHCOPHOM TyToy-
XOCTBI0, HAPYIICHUEM POBOIUMOCTH CEP/Ia U IPyTUMH CUMITTOMAMH.

BbIpakeHHOCTh KIMHUYECKOH CHUMITOMATUKU BapbUpyeT OT cyO-
KITMHAYECKUX U3MEHEHUH /10 TSDKEIBIX (haTalbHBIX CIIy4aeB, YTO CBA3aHO
C YPOBHEM IeTepOIIa3MHUH U BBIPAKEHHOCTHI0 MUTOXOH-JPUAIILHOTO JIe-
¢exra.

Cunagpom MERRF xapakrepusyercss codeTaHneM MHUONATHH, MUO-
kioanu (60 %), smmunenTudeckux npuctynos (45 %), arakcuu, 1eMeH-
uuu, arpoduu 3puTenbHBIX HEpBOB (20 % ciy4aeB) W TyroyXoCTH.
B 20 % cnyugaeB HaOmOmaloT TONMHEBPOIIATHIO (CEHCOPHBIE Hapy-
IIEHUA).

MELAS xapakrepu3yeTcs HauajaoM B IETCKOM BO3pacTe, HU3KOpOC-
JIOCTBIO, MHCYIBTONOI00HBIMHU 31TH30/1aMH (85 %), MHOTOKPAaTHBIMHU MTPH-
ctymamu pBoTHI (90 %), TyroyxocTsio (25 %), MEOKIIOHUYECKOU ITHIICTI-
cueid, nemenuueii (50 % OOJBHBIX), yMEPEHHOH MPOKCHUMAIBHOW MHOTIa-
THEH, XPOHHUUYECKOH MPOTrpecCupyroieil HapyKHOH opTambMOIUIeTueil.

s cuappoma Kupnaca-Celipa xapakTepHbl XpOHHUYECKas Iporpec-
cupylolas HapyXHas O()TalbMOIUIETHsI, NPOKCHMAallbHasi MBILICYHAS
cinaboctsb (90 %), aucarus (50 %), HapylIeHHE TPOBOAUMOCTH CEPALA,
arakcust (90 %), nurmeHTHast peTuHonarusi, Tyroyxocts (90 % ciryuaes).
Takke cymiecTByeT H30IMPOBAaHHASL XPOHUUYECKasi HApYKHasl IPOIPECCH-
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pyromias OQ)TaHLMOHJICFI/I}l, CBsI3aHHas C MI/ITOXOH)_'[pI/IaJ'ILHOf/i IaToJIOrnu-
eﬁ, KOTOpas 00BIYHO HAUMHAETCS B 3pCJIOM BO3pacCTe.

Bbonbhas, 3 rona ¢ MELAS-cunpomom
(u3 yueOnuka [lerpyxuna A. C. Jlerckas HeBpoiorus, 2012 1)

AnarHocTuka

AHamHe3

Cungpom MERREF uarrie Bcero HaunHaeTcs B FOHOIIECKOM BO3pacTe,
cuagpoMm MELAS — B cpeanem B 10 net (ot 2 mo 40 ner), cunapom
Kupnca-Ceiipa — g0 20 ner. M3onnpoBanHas XpoHHUYecKas HapyKHast
o(ranpMomnIIerust MOXKET HauMHATHCSI O3HO. TeueHne MUTOXOHIPHUAIb-
HBIX 3a00JI€BaHUI Yalle MeUICHHO IPOrpeccUpyIoLIee.

du3nKanbHoe obcaesoBaHHe

Bo03MOXHBI ITO3 Pa3IMYHOMN CTEIIEHU BBIPAXKEHHOCTH, YaIlLE IBYCTO-
POHHMI (ACHMMETPUYHBINA MM CHMMETPUYHBIN ), HAPYKHBIH 0PTambMO-
nape3s (orpaHMYeHre OIBMYKHOCTH TJIA3HBIX SA0JIOK, HE YKJIaJbIBaroIee-
Cs1 B TOITUKY MOPaKEHHS INIa3HBIX HEPBOB, AUIUIONHS, O0Iee BhIpaKeHHAS
B KpailHUX OTBEICHHMSX IIa3HBIX S0JIOK), CI1a00CTh MUMUYECKOH MYCKY-
natypsl. MblieuHast c1abocTb yMepeHHas1, 00jIblie BhIpayKeHa B IPOKCHU-
MaJIBHBIX OTzAeNax KoHedHOCTeH. CyXOXHIbHBIE Pe(IEeKChl 4acTo co-
XpaHHBL. MOTYT pa3BUTHCS KOHTPAKTYPBI aXHJUIOBBIX CYXOKUJIHM.

NaboparopHble HCCAEAOBaHHA

BroxuMuieckuMu MapKepaMu MHUTOXOHAPHAIBHBIX 3a00ieBaHUI
SIBIISIFOTCS JIAKTAT, NUPYBAT U PSIL APYTHX TOKasatesneil. KoHienTpano
JIAKTaTa B KPOBHU OIPEICIISIIOT HATOLIaK U Ha (JOHE MUILEBOH HArpy3Ku
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(TITIOKO30TOJIEPAaHTHBIN TECT); JaKTaT-allu03 XapaKTepeH AJsl CHHAPO-
moB MELAS, MERRF, Kupnca-Cetipa (y 80 % G0nbHBIX) U IpyTUX MU-
TOXOHAPHANIBHBIX 3a00eBanuii. [Ipy MUTOXOHpUAIBHBIX 3200JICBAHUAX
TaKXXe MOXET BBISBIIATHCS amMuHoauunypus. [loBbllieHHEe aKTHBHOCTH
K®K B kpoBu nHaOmomaror mipu cuuapome MELAS; mpu cuampome
MERREF ypoenp KOK yanie HopmaieH.

AHK-pnarHoctuka

Ha npaktuke uccnenytor murtoxonapuansnyro JJHK kimetok kposu
Ha U3BECTHBIC MyTaLlUH.

HHCTpyMeHTanbHBbIE HCCAGAOBAHHA

[Mpu wronpuaroit DMI' OOBIYHO BBISBISIIOT TEPBHYHO-MBIIICUHBIN
tun nu3menenuit [1/1E, XoTs B 4acTH ciay4aeB UX apameTpbl MOTYT OBITh
B IIpeJienax HOPMBI; 4YaCTO OTMEYAI0T YMEPEHHOE CHIKEHHUE JUTUTEIbHO-
ctu [I/IE npu noseienHoi amruntysne. CrioHTaHHas akKTUBHOCTB MPH
MHUTOXOHIPUAJIbHOM MaTONIOTUH MO0 OTCYTCTBYET, JIMOO MHUHUMAJIbHA.
IIpu cungpome MELAS B0O3MOXHO HE3HAYUTEIBHOE CHUKEHHE CKOPO-
CTeW MPOBEACHUS IO CEHCOPHBIM U MOTOPHBIM HEPBaM.

KT, MPT mpu cungpome MELAS MO3BOJISIOT BEIIBUTH MHOME-
CTBEHHBIE OYard, HE YKJIAAbIBAIOLIMECS B TPAHUILBI COCYAUCTBIX Oac-
CEHIHOB.

MopdonoruueckumM MapKepoM MUTOXOHIPHATBHBIX MUOTIATHH CUH-
TAIOT «PBaHbIE KPACHBIE BOJIOKHA» B CKEJIETHBIX MBIIIIAX (BBIABISIOT
npu cunapome MERRF u B 98 % cnyuaeB — npu cunapome Kuphca-
Ceiipa). B psizie ciiyyaeB (peHOMEH «pBaHBIX KPACHBIX BOJIOKOHY HE BBISIB-
JISIFOT; TOYHOCTH MCCIIEOBAHMSI MOXKHO MOBBICUTH C TIOMOIIBIO THCTOXH-
MHYECKOH OLEHKH aKTHBHOCTH MUTOXOHJIPUATBHBIX (DEPMEHTOB.

B kauectBe Oonee maasmero CKpUHMHIOBOIO METO/a THarHOCTUKU
MOYXHO MCIOJIb30BaTh IUTOXUMUYECKUHN aHANIN3 TUM(POLUTOB.

AnddeperunarbHaa AMarHocTHKa

CoueTtaHue CUMITOMATUYECKOM SMMIECTICUN, MUOKJIOHUH, UHCYIBTO-
MOAOOHBIX SMU30I0B M MUOTIATHHU TTI03BOJISIET 3alI003PUTh MUTOXOHAPH-
albHYIO TATOJIOTHIO. BBIABIEHME NakTar-anujgo3a MOATBEPKIAET 3TO
npeanonoxenue. Jlagee NpoBOAIT MBILICYHYIO OHONCHIO (MM LIUTOXU-
mudeckuit ananu3 auMdorutos) u JJHK-auarnoctuky. [Ipu oTcyrcTBUN
XapaKTEePHBIX JUIsI MHUTOXOHIPHAJIbHOM MAaTOJIOrMU OHOXMMHYECKHX,
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MOP(}OJIOTUYECKUX MAPKEPOB TUATHO3 MUTOXOHIPUATHLHON MUOIIATHH HE
HCKITIOYaeTCsl.

B sTOM ciyuae MOTYT MOMOYB IPOOHBIN KypC JICUSHUS U TMHAMIYE-
CKOe HaOIroIeHHE.

3arpynuenust B nuddhepeHnnanbHON THarHOCTHKE MOXKET BBI3BaTh
30 IMPOBAHHAS JIETKAsT MHOTIATHS 03 DHIIe(PaonaTHIeCKUX, OPTaIbMO-
sorudeckux HapyueHui. [IM]] B 1aHHOM ciiy4ae MOYKHO MCKJIFOUUTD C
riomottsto urompuatoir SMI. st quddepeHmanbHOR TUarHOCTHKH CO
CTPYKTYPHBIMH MUOTIATUSMH IPOBOISAT MBIIICUYHYIO OHOIICHIO.

XpoHuueckasi HapyKHasi IPOrpeccHpyromas opTaabMOILIETHs, M0-
MHUMO MHUTOXOHJPUAIBHOW MATOJIOTHUH, MOXKET OBITh 00YyCIIOBIIEHa MHa-
CTEHHUEH, PHIOKPUHHOW odTampmonarueid, odranbModaprH-TeanbHON
IIM/I, cuanpomom Muinepa-®uuiepa.

J1s MuacTeHUM XapakTepHbl TUHAMUYHOCTbh KIMHUYECKUX IPOSB-
JICHUH, CUHIPOM MATOJIOTHYECKONM MBIIICYHON YTOMIIIEMOCTH, Hapyllle-
HUE HEPBHO-MBIILIEYHON MEPEJauu MO AAHHBIM JIEKPEMEHT-TECTa, MOJI0-
JKUTEITbHAs peakius Ha BBeJIEHHEe HEOCTUTMHHA MeTuicyiab(ara. bonee
cnokHa auddepeHnranpHas AUarHOCTUKA TP KOHTCHHUTAJIHHONW MHa-
CTEHUH, [IPU KOTOPOH BO3MOXHBI YMEPEHHO BBIPAKEHHBIM CUHAPOM I1a-
TOJIOTUYECKON MBIIIEIHOW YTOMJSIEMOCTH W HE3HAUUTEIBHBIA OJIOK
HEPBHO-MBILIEYHOM Nepeayn ¢ HEMOJIHOW WIM HEJOCTAaTOYHON peakiu-
el Ha HeOCTUTMUHA METHICYJIb(aT. B TO 3ke Bpemsi Tpy MUTOXOHIpUAb-
HOM MUOTIATHH TAK>KE BO3MOXKHBI JIETKOE HAPYIIIEHNE HEPBHO-MBIIIICUHOMN
nepeaun u Ci1adoMoI0KUTEIbHAs Peaklusl Ha BBEJACHUEC HEOCTUTMHUHA
MeTwicynbdara. B quarHocTuyecku 3aTpyIHUTEIBHBIX CIIy4asiX MPOBO-
JISIT MBIIICYHYI0 OUOTICHIO, A TAKKe Kypape-TecCT.

DHIOKPUHHYIO MUOMATHIO UCKIIIOYAIOT C TIOMOIIBIO YIBTPa3ByKOBO-
T'O MCCIIeZIOBAaHUS TIIa3HMII (OTEK peTpoOyIp0apHO KIETUYATKH, YTOJIIe-
HUE MBIIII), ITUTOBUAHON KENe3bl, a TakKe OMpeAeNeHIs] KOHI[EHTpa-
LMY TOPMOHOB IIIUTOBUJHOM KEJE3bl B KPOBH.

Od¢ranmemodapunreansaas [IMJ] ommrgaeTcs OT MUTOXOHIPHAIb-
HOHM O TaNTBMOIIAaTHU BBIPAKCHHOW CIIOHTAHHOW aKTUBHOCTBHIO MBIIICU-
HBIX BOJIOKOH (urospuarast OMI') u nobimenHo# akTuBHOCTHI0O KOK B
KpPOBH.

Cunapom Mumiepa-®@umepa (Bapuant CI'b ¢ rmmazonBurarenbHEIMU
HapyLICHUSMHU) OTIMYACTCA OT MUTOXOHJIPHATBHBIX MHOIMATUN OCTPHIM
HayajoM, ObICTPBIM Pa3BUTHEM CUMIITOMATHKH (B Te4eHUe Mecsia). Ju-
arHo3 MOJTBEPKIAIOT C TIOMOIIBI0 uronkdaroir DMI™ (eHepBamoHHO-



PEHHHEPBAIIMOHHBIN MPOLECcC) M MCCIEAOBaHUS NPOBOASIICH (QYHKINH
nepuepruieckux HepBOB (MPU3HAKHU JeMuenuHu3anun). Cieayer nom-
HUTb, YTO P MHUTOXOHAPHAIIEHBIX MHUONATUSIX MOXKET Pa3BUTHCS yMe-
PEHHO BBIPQKEHHAs MOJIMHEBPONATHs, Yalle CEHCOpHasl (CHHIPOMBI
MERRF, MELAS, Kupnca-Ceiipa). [1Ipu cuanpome Munnepa-®dummepa B
90 % ciyuaes BoLBILsiIOT aHTHTENNAa GQ1b.

NeueHue

HemeanKaMeHTO3HOE AeYEeHHe
Pexomennyror ob1iee a1 Bcex Muonaruil Jeuenne: JIOK, maccax.

MeankamMeHTO3HasA Tepanus

MennkaMeHTO3Has Teparnus BKIIOYaeT SHEPrOTPOITHBIE Mpenaparsl,
BUTAMUHbI, aHTHOKCUIaHThl. HazHauenue neBokapautuHa [mo 50—75 mr/
(kr-cyt)], npenaparos kosuzuma Q,* (o 30-90 mr/cyT), sHTApHOMN KHC-
notel (mo 50-100 mr/cyt), BuramMuHOB (prOO(IaBUH, HUKOTHMHAMM]I,
aCKOpOMHOBAsI KUCIIOTA) HEPEAKO MPUBOAMT K YACTUYHOMY pPErpeccy
cuMnToMaruky. [Ipu cumnromarnueckoi AMMUIETICUM Ha3HAYal0TCs TIPO-
TUBOSIMJICTITUYECKUE MTPETapaThl.

[Iporxo3 3aBUCHT OT (POPMBI MUTOXOHAPHAIBHOMN HATONIOTUH, XapakK-
tepa nedexra mutoxouapuanbHoi JIHK u ypoBas rerepornazmun. [Ipu
cuaapome MELAS mpomomKuTeIbHOCTD KU3HH OT Hadaia 3a00JIeBaHIs
nocturaer 20-40 7er, MPUYMHON JIETATHHOTO HCXOAa MOTYT OBITh
CEpJIEYHO-JIErOYHasl HEJOCTaTOYHOCTh, AIWIENTHYECKUil craryc. Ilpu
cunnpome Kupnca-Ceiipa netanbHplii ucxon HactynaeT k 3040 rogam.
[Ipu M30MMPOBAHHON XPOHMYECKOW HApPYKHOH OQTaIbMOIUICTHH JJTU-
TeNBHOCTh KU3HU HE COKPAILlAeTCsl, XOTS B Psijie CIIy4aeB HACTyIaeT MoJl-
Hasi opTaTbMOIUICTHSI.
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11. AMV30COMHbBIE BOAE3HU HAKONAEHUA

JIuzocoMHbIe 00JI€3HN HAKOIUICHHSI TATOTEHETHUECKU OOBEIUHSIOT
0O0JIC3HN HAKOIUICHUS JIMIHJIOB, MYKOIOJIMCAXaPHI030B, MYKOJIUIIHIO-
30B, TJIMKOIIPOTEMHOB U Jip. KmHUYEeCcKH OTHOCATCS K OOJIE3HSIM Hapy-
LIEHUs] MeTabonu3Ma.

Bonesnp Ilomne (reHepann3dBaHHBIA TITHKOTEHO3, TIMKOTeHO3 Il
TUIIA) — PEIKOe HACIEICTBEHHOE 3a00JIeBaHHE C ayTOCOMHO-PEIECCUB-
HBIM MEXaHM3MOM HacCJI€JIOBaHUS, CBA3aHHOE C MOBPEXKIEHUEM MBIIIeY-
HBIX U HEPBHbIX KieToK. KinHuyeckas kapTuHa JaHHOM 11aToJI0ruu 00y-
CJIOBJICHA HAKOIIJICHUEM IJIMKOT€HA B JIN30COMAX, BBI3BAHHBIM HEIOCTa-
TOYHOCTBIO JIN30COMHOT0 (hepMeHTa — KUCIoi a-1,4-rmoko3unasel. He-
CMOTpSI Ha HIMPOKHUH CHEKTP KIMHUYECKUX MPOSBICHUH IIHKOTeHO3a
II Tuma, B ocHOBE Beex (hopm O0JIE3HU JISKUT ASHUITAT OTHOTO PepMeH-
Ta, konupyemoro reHom GAA (Ha xpomocome 17q25). Tum HacienoBa-
HUSL — AYTOCOMHO-PELIECCHUBHBIM .

Paznnyarot OBICTPO IPOrpeccHpyIONIyIO (KITaCCHUECKYI0) U MEJJICH-
HO TIPOTPECCUPYIONIYIO (DOPMEL.

Berpeuaemocts: 1 cimydaii Ha 140 000 (xiaccudeckas WHGAHTHIIb-
Hast ¢popma) u 1 Ha 60 000 B3pocioro Hacenenus (6oxe3nsb [lomme ¢ mo3a-
HUM HavasioM). 3abosieBaHNE BCTPEUASTCs NPAKTHUECKU BO BCEX ITHHYE-
CKHUX T'PyIIIax HAaCEJICHMUS.

Bo Bcex cnyuasx npu nopo3zpernn Ha MBII 00s3aTenbHBIM SIBIISICT-
sl yTOYHEHHE CEMEHHOro aHaMHe3a (paHHUE CMEPTH B CEMbe, THOEIb 1e-
Tel B paHHEM JIETCKOM BO3pacTe, HEOObIUHBIC MBIIICYHBIC POSBIICHUS,
MHOIIATUH); C YY€TOM Pa3BUTHs NOJMOPraHHOW INATOJOI'MH I1OKA3aHBI
paclIMpeHHbIe 1ad0PaTOPHbIE U HHCTPYMEHTAIbHBIE 00CIEI0BAHUSL.

[lepssie npuznaku u cumnroMsl MBII Bo3HHKatOT yke Ha 2—3-M Me-
csimax sku3Hu. [Ipu ocMoTpe 00HapyKMBAIOTCS MBIILIEUHAsI THTIOTOHHS U
MIPOTpECCUpPYIONIas MBIIIEUHAs ciaabocTh. JInmo pebeHka mprodperaet
XapaKTEePHBIA BUA: POT NPUOTKPBIT, IIOJIOCTh PTa 3al0JHEHA YBEJIUYCH-
HBIM s13bIKOM (y 1/3 MnazeHneB), MuMuKa ociadiieHa. Martp jxanyercs Ha
TO, YTO peOEHOK CTaJ IJI0X0 Oparh Ipyllb, OBICTPO yCTAET MPHU COCAHUH,
HMEET MOHUKEHHYIO Maccy Teia. JlalbHeHnii OCMOTp BBISIBIIAET TUIOT-
HOCTb MBIILL, IPU3HAKHU JIBIXaTeIbHON U CepieuHON HEAOCTaTOYHOCTH:
0JIEIHOCTD KOXKH, LICHTPAJIbHbIA IMAHO3, aKPOLUAHO3, THIIEPTUAPO3, CTO-
HyIllee JIbIXaHHe, y4acTHe BCIIOMOTaTeIbHOW MYCKYJIaTypbl B aKTe JIbIXa-
HUS, AeGopManus TPYJHON KIETKH IO THITY «CepAeYHOro ropbay, pac-
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IIUPEHUE TPAHUI] OTHOCUTEIBHON CEePIEYHON TYMOCTH, OciIalieHue me-
pudepuyeckor IMyabCcaliy, renaroMeranus, nepudepudeckre OTEKH.
B nerkux ayckyjnbTaTHBHO OIPEIENISIOTCS KECTKOE JIbIXaHHUE, 4YacTO —
MIPOBOJIHBIC XPHIIbI, OCNaOJIeHNWEe IbIXaHHUS CJIeBa, TaXUITHOD; TIyXUE
TOHBI Cep/la, CHCTOIMIECKUI IIyM HaJ BCel 00nacThio cep/ia, Hapy-
IIeHne pUTMa cepra (Taxukapaus, OpaauKapans, Kelryq09dKoBasi apuT-
must). s MBII xapakTepHO pa3BHTHE aTEICKTa30B JETKUX Y MIIalICH-
1I€B, B OCHOBHOM — B HIDKHEH J0JI€ JICBOTO JICTKOTO 3a CUET CAABJICHHS
[JIAaBHOTO OpoOHXa TUnepTpo(UPOBaHHBIM CEPIIEM; IICUCHb YBEIMUCHA.
PenTreHonornueckoe MCCaeI0OBaHUE IPYJAHON KIIETKH BBISBIISICT THIIEP-
tpoduueckyr kapauomuonaruto. [Ipu 6osnee mo3nauem aedrore MBII B
aHaAMHE3e MPUCYTCTBYIOT YACThIC PECIIUPATOPHBIC UHPECKITUH.

[Ipu HEBPOIOTHYECKOM OCMOTpPE OOHAPYKHBACTCS BHIPAKCHHAS 3a-
JIEp’KKa pa3BUTHUS B BUJEC HapyIlleHUs (pOpMUPOBaHUS MOTOPHBIX HaBbI-
KOB: CHWKCHA CIIOHTaHHAs W MPOU3BOJIbHAS JBUTaTENIbHAS aKTUBHOCTD,
peOCHOK He JIEP’KUT TOJIOBY, HE MEPEBOPAYNBACTCS CAMOCTOSATENBHO, HE
cunt. CnabocTh MPOKCHMAIBHBIX MBI B MTOJIOKESHUN JIeKa TIPUJIaeT
pebeHKy XapaKTepHYIO «I03Y JIATYIIKW», MIPH TIOMBITKE MOJHATH €ro 3a
PYKH To0Ba OTKHbIBaeTCs Hazaa. [Ipu yaepxkannn peOeHka Ha pyke —
TUIUYHBIA BUJ «BSUIOTO peOcHKa». BO3MOKHBI W30HpaTeibHasi THIIEep-
Tpo(HUs ¥ HaJbIIATOPHAS IJIOTHOCTh MBIIIII HKHUX KOHeYHOCcTeH. Cyxo-
JKUJIbHBIE PEQIICKCHI B IEOFOTE MOT'YT ObITh COXPaHEHBI, HO 110 MEpe Mpo-
rpeccupoBaHus 3a00JICBaHUS YracaroT.

JlagopaTtopHasi TMATHOCTHKA:

°  TIOBBIIICHUE YPOBHS KpeaTnH()OCHOKNHA3KI,

°  OMOXMMHUYECKHUI aHaIN3 aKTUBHOCTH KUCJION MallbTa3bl B KPOBH
METOJIOM CyXUX IIATEH;

* mposenenue JJHK-muarnoctuxu nedexrrnoro rena (GAA);

*  BBISBIIGHHUE MHOTIATUYECKOTO MAaTTePHA B XOJI€ TIPOBECHISI MUO-
rpaduu CKeNeTHBIX MBIIIIT] KOHEYHOCTEH;

*  MOpGOIOTHUSCKHUI aHAIH3 MBIIICIHOW TKaH! (OMOTICHS) TT03BO-
JISIeT BBIIBUTH CIeNU()UUECKIe M3MEHEHUS (HE BCETa).

NeueHue

MOXKHO YITydIINTh Ka4eCTBO >KU3HU MAIHCHTOB, OJHAKO HET BO3-
MOXHOCTH KapJMHAIBHO U3MCHUTH TeueHHue Ooie3HH ((hapMKOMIIaHUS
Genzyme Corp.).
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B ocHoBe — TepameBTHYECKOE 3aMEICHHE MOBPEXICHHOTO OO0
OTCYTCTBYIOLIETO (hepMeHTa (hapMalleBTHUECKUM Mpenapatom «Maikio-
3aiimM» (asiprmoko3uzasa anbga): 20 Mr Ha 1 Kr BHYTPHUBEHHO KaXK/ble
2 HEOENU.

[Ipemapar Maiio3aiiMm — peKOMOWHAHTHBIN (EpPMEHT, CHHTE3Hpye-
MBI KJIETOYHOH JIMHUEH, OIYYEHHON U3 SMYHUKOB KUTAHCKHX XOMSIY-
koB. OH BOCITIOJTHSET aKTUBHOCTH T30coManbHOU KAT, uTo mpuBOAUT K
CTaOMIIM3AIMH WM BOCCTAHOBIICHHUIO (DYHKIIMU CEPACUHON M CKEIETHBIX
MBI (BKJIIOYAs IbIXareidbHble MBIIIE). [Ipemapar xopomio mepeHo-
CHUTCSI, HC MMEET BBIPAKECHHBIX MOO0UHBIX 3P dekToB. [Tokazan ms noi-
roBpemeHHOM D3T y GONBHBIX BCEX BO3PACTOB C MOATBEPIKICHHBIM JIHa-
rHo3oM BII.

OTHOCHTCS K OTHUM U3 CaMbIX IOPOTUX JIEKAPCTB B MUPE, U TOJI0BOI
kypc ooxoxutcst ot 100 1o 300 Teicsiu nomutapos CLLA B 3aBUCHMOCTH OT
Bo3pacta u Beca namnuenra. C 2013 roma mpenapar 3aperucTpUpOBaH
B PO.

Boaesns ®adpu (b®) npeicrasisgeTr coO0H Mporpeccupyromiee Ha-
CJICICTBEHHOE, CLETIJICHHOE ¢ X-XpPOMOCOMOI HapylleHHe MeTa0oI13Ma
IIMKOC(UHTOJIUINI0B, 00YCIOBIEHHOE CHI)KEHUEM MJIM HOJHBIM OTCYT-
CTBHEM aKTUBHOCTH JIM30COMAJILHOM a-ranakto3ugasbl A. b® Bcrpeya-
eTcs y NpecTaBuTelNel BceX 0e3 MCKIIOUeHHs dTHHYECKHX TPYII, HO
oIyOIIMKOBaHHbIE TaHHBIE 0 BcTpedyaemoctd b®d — 1 na 100000 moryT
OBITh, BEPOSITHO, HUKE UCTUHHOHN pacrnpoCTPaHEHHOCTH JaHHOTO 3a00-
JIEBaHMUSL.

[Tpu xaccuyeckoM BapHaHTe OOJNE3HU Y TEMU3UTOTHBIX MYXUYHH C
OTCYTCTBHEM OCTaTOYHON aKTUBHOCTH Ol-TaJIaKTO3Ua3bl A MOT'YT UMETh-
Csl BCE XapaKTepHbIE CUMIITOMBI — HEBpPOJIOTHYECKUE (00JIb), KOKHBIC
(aHruokeparoma), MOUYEUHBIC (NIPOTEHHYPHs, IOYEUHAs] HEZOCTATOY-
HOCTB), CEpIEUYHO-COCYIUCTbIC (KapAUOMHONIATHs, apUTMUS), a TaKKe
KOXJICOBECTHOYIISIPHBIE U 1IepeOpOBacCKyIspHBIE (TPaH3UTOPHBIC UIIIEMH-
YEeCKHE aTaKkH, MHCYJIBTHI), TOINA KaK Y I'€TepO3UIOTHBIX JKEHIIUH CHUM-
NITOMBI OOBIKHOBEHHO BaphHPYIOT OT OYEHb MATKHUX J0 TsOKenbix. CanTa-
eTCsl, 9TO HEJOCTATOYHOCTh AKTUBHOCTH JM30COMAIBHOM O-TalaKToO-
3uJ1a3bl A IPUBOIUT K IPOTPECCUBHOMY HAKOIUIEHHUIO B JIM30COMaXx IJIO-
Ootpuosminepamuia. CHUKEHHE I TIOJIHOE OTCYTCTBHE aKTHBHOCTH
JIN30COMANIbHOM IK3arIMKOTUAPONA3bl (-raJIakTO3MAa3bl A MPUBOANUT K
MIPOTPECCUBHOMY HaKOIUIEHHIO rodoTpuaosminepamuaa (Gb3 nimm GL-
3, TakKe U3BECTHOrO Kak Hepamuarpurexkcosuy wiu LTI) u poactBen-
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HBIX €My DIHKOC(UHTOIMNUAOB (ranabuo3miiepaMui) B JIM30COMaXx,
MPEACTABICHHBIX B PAa3IMYHBIX THUMAaX KICTOK, BKIIOYAsl 3HIOTEIHAIb-
HBIC KJIETKU KaMJUISIPOB, KJIETKH MMOYEK (IIOJOLHTHI, KJIETKH KaHAIIbLIEB,
KJIETKH IJIOMEPY/ISIPHOTO SHIOTENHSI, ME3aHTHaIbHbIE M HHTEPCTULHAIIb-
HBIE KJIETKH), cepana (KapAHOMHOIUTH U GuOpoOIacTsl) M HEHpOHaX.
[lo cpaBHEHMIO ¢ MHOXKECTBOM JIPYTUX JIM30COMAJIbHBIX 00JI€3HEH HaKoO-
IUIEHUS! OOJBLIMHCTBO MALUEHTOB HE UMEIOT KIIMHUYECKUX CUMIITOMOB B
TEUCHHE TIEPBBIX JIET )KU3HU.

OOHapyKeHHe 3HAYMMOW HEJIOCTATOUHOCTH O-TaTaKTO3HUa3bl SIBIIsI-
€TCs OTPENIENISIONINM IIPH MOCTAHOBKE TMAarHO3a y TeMH3UTOTHBIX MYXK-
yuH. MHOT/Ia (DepMEHTHBINM aHAIM3 TIOMOTAeT B OOHAPY)KEHUU TETEPO3H-
TOT, OIHAKO HEPEAKO HE TIO3BOJISIET C/IENNaTh OKOHYATENbHBIN BBIBOJI M3-32
ClIy4yaifHOM MHAKTUBALUU X-XPOMOCOMBI, B CBSI3U C YeM IPOBEACHUE MO-
JICKYJSIPHBIX MCCIIEIOBaHUM (TeHOTUITUPOBAHUE) Y SKCHIIUH SBIISETCS
00s13aTEIIbHBIM.

Kaunuka: boaesnb ®abpu B AoeTCKOM Bo3pacTe

Ha naganpHBIX 3Tanax mpoucXOAUT MOBPEKIEHUE MEITKUX HEPBHBIX
BOJIOKOH Tiepu(epruecKoil COMaTUUYECKON M BEreTaTUBHON HEPBHBIX CH-
CTEM, C TOSBJIEHHEM COOTBETCTBYIOLIEH CHUMITOMAaTHKH y MaJIbYUKOB
00BIYHO B OOJiee paHHEM BO3pacTe, YeM y AeBoueK. boib, sBisonryocs
OJTHUM U3 CaMbIX paHHUX cuMIIToMOB b®, onuckiBatot ot 60 10 80 % ma-
LUEHTOB 000uX Moj0B. OnucaHo aBa BUaa O0JIN: MEPHOIUIECKUE KPU3BI
(«xpuzbl ®abpuy), XapaKTepHU3YIOUIHECs] My9IUTEIBHOMN Krydel O0Jbio,
BO3HMKAIOLIEH B HIKHUX KOHEUHOCTSIX U PaclpOCTpaHsIoLIeiics BIITyOb
1 UppaguMpyllel B ApyTrue YacTH Tella; a TAKKe XpOHUUecKas 00Jib, Xa-
pakTepu3ylomasAcs HaJIWYMeM MapecTe3ud B BUAC IOKAJIBIBAHUA U
HOKESHUS.

Kpussr @abpu MOTYT TPOBOIMPOBATHCS JIMXOPAIKON, (HU3NUECKON
Harpy3Ko#, yTOMJIEHHEM, CTPECCOM, a TaKXke OBICTPOI cMeHO TemIepa-
Typsl. B Tex cimywasx, korna Kpu3bl CIIPOBOLIMPOBAHBI WK K€ CONPOBO-
KIAIOTCS JINXOPAJKOH, y TMalueHTOB OOBIYHO OTMEUAaeTCs YCKOpEHHE
COD B kIMHUYECKOM aHaIH3€e KpoBU. Hamuune GoneBoro cunapoma npu
B® cepbe3nbiM 00pa3oM CHIKAEeT KauyeCTBO JKU3HH ManueHToB. Heooxo-
JUMO HCKJIIOYATh U JIPyTrue BO3MOXKHBIC MPUUYUHBI OOJIEBOTO CHHAPOMA,
TaKue KaK peBMarTHyecKas JIMXOpaJaKa, PeBMaTOUIHbBIN apTpUT, O0JIE3Hb
Peiino, cucremnas kpacHas Bomaanka (CKB).
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HHTEHCHMBHOCTH 00IEBOTO CHHAPOMA MOKET YMEHBILATHCS Y B3pOC-
JIBIX, TIOATOMY Ba)KHO IPH MEPBUYHON JHArHOCTHKE B3POCIBIX MaIHeH-
TOB aHAJIU3UPOBATH HCTOPHIO OOJIE3HM HA HAJIMYHME MAPECTE3U HUKHUX
KOoHeuHocTel B nerctBe. Cpenn paHHMX CHMITOMOB, MOSIBUBLIMXCS B
JETCTBE U COXPAHSIOMIUXCS Y B3POCIOro, CTOUT OTMETUTH 3aHHTEPECO-
BAaHHOCTb XKEJIYJOYHO-KUIIEYHOIO TPaKTa — 4YacTylo, HO HE0OLCHUBAe-
Mas Maunupectramus b®. IlarmueHTHI MOTYT TPEOBSIBISITH KAJ0OBl Ha
601 B )KUBOTE (YaCTO TOCIIE €/Ibl), )KUJIKAN CTYII, TOIIHOTY U PBOTY, SB-
JISIFOIIMECS TIIaBHBIMU IPUYMHAMH aHOPEKCHU. BhIllieyKa3aHHas CUMITTO-
MaTHKa MOKET ObITh 00ycioBjieHa orTiokeHueM Gb3 B BereTaTMBHBIX
TaHIIMAX KHIICYHUKA ¥ KPOBEHOCHBIX COCYIax OPBIKEHKH.

[lomHOE OTCYTCTBHE IMOTOOTAEIEHMS (AHTHAPO3) WM CHUKEHHOE
MOTOOTAEICHNE (THIIOTUAPO3) C YMEHBIIEHHEM UMIICAaHCA KOKH SIBIIS-
IOTCS CepbEe3HON MPOOIEMOil I MAIIMEHTOB U MOTYT CTAHOBHUTHCS MPH-
YMHOM HETIEPEHOCHMOCTH JKapbl U (PU3UUECKUX HATPY30K.

HauOonee 3aMeTHBIM paHHUM NpU3HAaKoM b sBnstOTCS aHrHOKEpa-
TOMBI M TPYHIbl KPacHO-()HMOJIETOBBIX, MPUIOAHUMAIOIIUXCS Hal IO0-
BEPXHOCTBIO KOKM 04aros, OOBIYHO PAacIOIaraloIINXCsl Ha ArOAULAX, B
ITax0BOI 001aCTH, B 00JIACTH ITyIIKa M HA BEPXHHUX yJIacTKax Oezep, a Tak-
e, B HEKOTOPBIX CIydasiX, M Ha CIM3UCTHIX 000JI0YKaX, B YACTHOCTH Ha
CIIM3UCTON MOJOCTH pTa. [ MCTOIIOrMUECKU YKA3aHHBIE KOJKHBIE IOBPEK-
JICHUS! TIPEJICTABIISIFOT CO00M HEOObIINE TOBEPXHOCTHBIC aHTHOMBI, BO3-
HUKAIOIIe BCJEICTBUE MACCUBHOTO MOBPEKCHHS SHAOTEINOIIUTOB CO-
CYJIOB KOXKH, C pa3BUTHEM JMJIaTalluH COCY/I0B JIEPMbI. YUaCTKHU IOpaxkKe-
HUSI MOTYT pacIiojiararbes M0 OTAENBHOCTH WU TPYIIaMH, UX pasMep
KOJIMYECTBO YBEIMYHMBAIOTCS ¢ Bo3pacToM. Cooliaercst Takke O BCTpe-
4aeMOCTH TEJICaHI'MOIKTA3UH U MOAKOKHOTO OTEKa.

Wsmenenus porosuiisl («cornea verticillatay) Bcrpeuarorcst yacro,
HO PEAKO BIMSIOT HA OCTPOTY 3PEHUS U JIETKO ONPEACIISIIOTCS TP UCCie-
JIOBAaHUHM C IIOMOIIBIO I1eJIeBOM JiamIbl. YacTo HaOonaeTcs U3BUTOCTD
COCY/IOB CETHATKH.

OJIHUM M3 PaHHUX CUMIITOMOB SIBJISIETCS] 3BOH B YIIIaX, U €CTh CO00-
LIEHUsI O MOoTepu cilyxa y jered Hepeako oTmedaroTcst XpoHUYECKas
yCTaJIOCTh U TPYIHOCTH C HAOOPOM MAacchl Tella, 0COOCHHO Y TOIPOCT-
KOB. Y MaIMEeHTOB JETCKOTO BO3pacTa, MYXKCKOTO I0Ja, CTPajarolinx
B®, Taxke HaOMIOAACTCS HEUIIEMUYCCKHUI TPHAITHA3M.

Hecmotps Ha dakTHyecKoe OTCYTCTBUE HapyLIeHUs! QYHKIUH sKU3-
HEHHO Ba)KHBIX OPTraHOB, BBIIICYKa3aHHbIE CUMIITOMBI MO OTACIBHOCTH
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WK B COBOKYITHOCTH MOTYT CEPbE3HBIM 00pa3oM yXyaAllaTh KaueCTBO
YKU3HU MAIUEHTOB JIETCKOTO BO3PacTa, IMMUTHPYIOT UX (PU3UIECKYIO aK-
TUBHOCTb U MPOLIECC COLUATU3ALUN.

Pannue mpu3Haku MOpa)KE€HUsl Ceplla U COCYI0B rOJOBHOTO MO3ra
MOTYT BBISIBIIATHCS B TIOZPOCTKOBOM TIEPHOJIE y TIAIIMEHTOB 00OMX ITOJIOB.
OOHapy»XeHO BOBJIEYCHHE CHHYCOBOTO y3JIa M TPOBOJSIIEH CHCTEMBI
cepana (Hampumep, ykopoduenue PQ-uHTepBaia, apuTMHH, YMEHBIIICHHE
BapHaleIbHOCTH CEpACYHOTO PUTMA, YMEPEHHas KIaraHHas HEeJIoCTa-
TOYHOCTB). XOTS M PEIKO, IPU MarHUTHO-PE30HAHCHOH TOMorpapuu
(MPT), B M0J10/10M BO3pacTe MOKHO OOHAPYKUTh IPU3HAKU MUKPOCOCY-
JUCTBIX UIIEMHYECKUX MOPAKEHUN TOJIOBHOTO MO3Ta.

AmnTrrokepaToMsl mpu 6one3nn Oadpu:

ClIeBa — €IMHIYHBIC BHICHIIIAHNS B OOJIACTH ITyIIKa Y 3 1-1€THEro My »KIHHEL, [10JIy9IaBIIero
JICYCHHE TEMO/INAJIN30M; CIIPaBa — MHOTOYHCIICHHbIC aHTHOKEPATOMBI Ha KOXKE KHBOTA
y 56-neTHel KeHIINHBL
(u3 nexuun «bosnesnp @abpu B npakTuke pesmarosioray C.B. Moucees ¢ coasr.)

LlepebpoBackyAspHble HapyleHHs

3a xapakTepHbIMH paHHUMH npu3Hakamu b® B Buae nepudepuue-
CKOIl HeponaTuu y B3pOCJIBIX CIEAYET pa3BUTHE LIEPeOPOBACKYIAPHBIX
OCIIOKHEHWI U BereTaTuBHOU nucyHkimn. Hekotopeie u3 Hanboee Tsi-
JKEJbIX HEBPOJIIOTMUECKUX MPOsBIeHUN bD SBAAIOTCA CAENCTBUEM MYJIb-
TU(OKAIBHOIO TOPAXEHUSI MUKPOLMPKYIATOPHOTO pyciia I'OJIOBHOTO
Mo3ra. BoiedeHue cocyioB rolloBHOIO MO3ra MOXET IPUBOAUTH K pa3-
HOOOPa3HBIM KIMHUYIECKAM IPOSBICHNSAM, BKIIFOUast TOJIOBHYIO 0015, TO-
JIOBOKPYXXCHHUE, TPAH3UTOPHBIC NIHEMHWYECKUEC aTaK, HIICMUYCCKNUEC NH-
cyinbThl. Penko Berpedaercst cocynucras nemeHuus. CpeqHuil Bo3pact
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Pa3BUTHS MEPBOTO MHCYABTA COCTABIsICT 39 neT y My:XuuH U 46 JeT y
YKCHIIUH, TPUYEM UHCYIIBT MOXKET OBITh TIEPBBIM MPOSBICHUEM 3a00J1e-
Banus. bonpmmacTBo OHMK nipu 6one3nn @adpu ABISIOTCS CIICACTBU-
€M TIOPAKEHHSI MEJIKUX COCY/IOB.

[IpenaranbHass AWAarHOCTHKA, OCYIIECTBIsieMas MTyTeM yCTaHOBIIE-
HUS akKTHBHOCTH (pepMeHTOB min uccienoBanus JJHK B Bopcuaax xopu-
OHa WM KyJTHTUBUPOBAHHBIX aMHHUOTHYECKHX KJIETKaX, MO ITHUYECKUM
MIPUYUHAM TPOBOANUTCS TOJIBKO Yy IIOAOB MYXKCKOTO rmosa. Bo3zmoxHa
TaK)Ke MPEUMILIaHTAIIMOHHAS TUAaTHOCTHKA.

Ha HacTosiiuii MOMEHT MPUMEHSIETCS CIICIIU(PUUECKHI METO/ Jicue-
HUSl — 3aMeCTHUTeNbHas SH3UMHas Teparus, 3aKII04Yaronascs B HCIOb-
30BaHMU PEKOMOMHAHTHOM YeJI0BEUECKOHN O-ralakTo3uaa3bl A — mperna-
par ®@abpasum B go3e 1 mr/kr 1 pa3 B 2 Hen obecriedrBaeT ymydllIeHHE
OCHOBHBIX KJIMHHYECKUX PE3YNBTAaTOB (CHUXKAET YaCTOTY BO3HUKHOBE-
HUS IOPAKEHUS TIOYEK, Cep/Ila, COCYI0B MO3ra) y OOJILHBIX C OOJIE3HBIO
®abpu B paHHEW U pa3BUTOH CTaIHH.

TpaaunmoHHOE JeYeHHME BKIIOYACT HMCIIONB30BAaHUE aHAIBI'€THKOB
JUTST 00JIeTYeHUsT O0JIEBOTO CHHAPOMA, HEPOIIPOTEKTUBHON (MHTHOUTO-
pbl aHTHOTEH3WH TMpeBpamaromero ¢epMenrta u Omokatoper ATI1-
PENenTopoB) U aHTHAPUTMHUYECKOH Tepanuu, a JJs NalleHTOB ¢ TEPMHU-
HaJBHHOM IMOYEYHOM HEJTOCTATOYHOCTHIO — JAMaN3a W TPAHCIUIAHTAIIUN
noykd. C BO3pacTOM MPOTPECCUPYET MOBPEKICHUE KU3HEHHO BAYKHBIX
OpTaHOB U CHUCTEM, C Pa3BUTHEM, Ha OTIPENICIIEHHOM dTare, uX QyHKIno-
HaJbHOM HEAOCTATOUHOCTH. TepMuHabHas TO4Y€4YHask HEJOCTATOYHOCTb,
YIPOKAIOIINE JKU3HU CEPIEYHO-COCYIUCThIE MM LepeOpOBACKYIISPHbIC
OCJIOKHEHMSI COKPAILAIOT MPOIOJIKUTEIBHOCTD KU3HU MYKUMH M JKEH-
IIVH, HE MOIYYaroNINX TePaluio, B CPABHEHUH C OOIIeH MOMyJIsAIuei Ha
20 u 10 et cootrBeTcTBeHHO. Hapsiay ¢ TeM, 4YTO CyIIECTBYIOT BECKUE J0-
Ka3arenbCcTBa TOTO, YTO JUIMTENbHAS DH3WMHAS TEepaIus MOXKET 3aMe/l-
JIATH TPOTPECCUpPOBaHNE 3a00IeBaHuUs, HEOOXOMMO TIOAYEPKHYTh BakK-
HOCTH NTPAMEHEHUS TOTIOTHATENBHBIX METOIOB JICUEHUS U BO3SMOKHOCTH
pa3paboTKH MepopaTbHON Tepanuu.
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KOHTPOAbHbIE BOMNPOCbHI N0 TEME

1. Knaccudukarus HEpBHO-MBITIEYHBIX 3a00JICBaHUT.

2. DTHOMOTHS, MaTOTCHE3, KiIaccu(PuKaIus, KINHUKA, JICUCHUE MHU-
ACTECHHHU.

3. Ilporpeccupytolniue MbIIIEYHbIE AUCTPOYUN — KIIMHUKA, TUa-
THOCTHKA OCHOBHBIX (DOPM.

4. bone3Hb HEHTPATIBLHOTO CTEPKHSI — HATUOJIOTHUS, MAaTOTeHE3, KIIU-
HUKA.

5. CrnuHanbHBIE MBIIIEYHBIE aTPOUU — OITHOJIOTHS, MAaTOTeHE3,
KJIAaCCU(HUKAIHS, KIMHHUKA, JICICHHE.

6. Kpurepuu AMArHOCTUKH, BApUAHTHI JIEYCHUS HACJIEICTBEHHOU
nepomnaruu [Ilapko-Mapu-Tyra.

7. MHOTOHUS — OCHOBHBIC 0COOCHHOCTH KIIMHUYIECKON KapTHHBI.

8. Buasl mapoKcU3MaTbHBIX MUOIUIETHH, JIE€UCHHE.

9. DOrtuonorus, natorenes, KiacCuPpUKays, KIMHIKAa MUTOXOH/IPH-
aJIbHBIX JHIIC(ATIOMUOTIATHH.

10. Bonesnr ®abpu, Gose3up [lomrie — 3THOJIOTHS, MAaTOrCHE3,
KJIACCU(UKAIHSI, KITUHUKA, (DEPMEHTO3aMECTUTEIbHAS TEPaITusl.
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TECTOBbIWA KOHTPOAD

1. Muonaruu JlromenHa n bekkepa oTHOCATCS K 3a00J7€BaHUSAM CBS-
3aHHBIM C:

1. HacieacTBEeHHOM marosnorueit X-xpomocom (+)

2. HacJIEJCTBEHHOM MaToiorueit ayTocoMm

3. marosioruei MoJIoBBIX XPOMOCOM

4. maronorueil nepugepruueckoro HeHpoHa

2. K xapakTepHBIM CUMIITOMaM MHONIATHI HE OTHOCHUTCS:
MEJUICHHOE TIPOrPECCUPOBAHNE 3a00JICBAHUS
«yTHUHASD) TIOXOJIKa

HaJIMYHe MBIIIEYHBIX aTpopuid

HaJIMYHe MBIIIEYHBIX [ICEBIOTUIEPTPOPHit
nepudepudeckre mapessl (+)

Nk W=

3. HemponomKuTenbHBIH CPOK KU3HU MPU OBICTPONIPOTIPECCHPYIOIINX
(hopmax muomnaTuii 00yCIOBJICH:

1. BOBJEYEHHEM B JCTCHEPATHBHO-TUCTPOPUUECKUN MPOLECC bl
XaTeNbHON MyCKyJaTypsl (+)

2. pa3BUTHEM NPOJICKHEH U BTOPUYHON MH(EKLIUH

3. ocTpoil cepAeyHOM HEAOCTATOUHOCTHIO, BCIEICTBUE UMEIOLICH-
csl y OOJIBHOTO Kap/INOMHOTIATHH

4. BOBIICUCHHEM B JACTEHEPATHBHO-AUCTPOMUUCCKHA IPOIECC
OyIBEOAPHBIX sIIep CTBOJIA TOJIOBHOTO MO3Ta

4. CrnuHanbHBIE AMUOTPO(HH BBI3BAHBI:

1. MHOroO4YaroBBIM MOpa’K€HUEM CITMHHOTO MO3Tra

2. TOBpPEXACHHUEM MUPAMHUIHBIX MyTeil

3. TeHeTH4ecKd OOYCIOBJICHHBIM CIMHAJIBHBIM IEPEIHEPOTOBBIM
nopaxeHuem (+)

4. mopaxeHueMm nepuepuuecKux HEpPBOB

5. TOpakeHUEM MEPETHUX KOPEIIKOB CIIMHHOIO MO3ra

5. Hespansnas amuorpodus [llapko-Mapu MoxeT OBITH OmpeaeneHa
KaK CHHIPOM:
1. HeHTpaIbHOIO TeTpamapesa
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2. cunapoma BAC (00KOBOTO aMHOTPO(PHUIECKOro CKIEp03a)
3. UEHTpaJIbHOTO reMurapesa
4. monuHeBpHuTa (+)

6. Kinunuuyeckue npoObl, ycTaHABIMBAIOLINE UArHO3 MMACTCHUH, Ha-
IIpaBJICHBI Ha:

1. ycraHoBi€eHHE HApYIIEHUN KOOPAUHALIUN

2. BBISBJICHHE MBIIIEYHON CIab0OCTH, TPOsBIISIONIEiics nocne ¢Gu-
3U4YEeCKON HArpy3KH (+)

3. BBISBJICGHUE MBILICYHOH cimabocTu 6e3 pusndeckoil Harpy3Ku

4. BbISBJIEHUE HapYyIIECHUH YyBCTBUTEIBHOCTH

7. B nedeHMn MHacTEHUU HE UCIOJIB3YIOTCSA:
1. mpo3epuH, KaIUMUH
2. TOpeaHU30JI0H
3. mma3madepes
4. OOTyMMHWYECKHUH TOKCHH THUTa A (+)

8. K OCHOBHBIM cHMIITOMaM TemarorepeOpaIbHON AUCTPOhUN HE OT-
HOCHTCS:
1. muractudeckast pUTHIHOCTh
THITEPKHHE3bI
remurmnapes (+)
CHIDKCHUE MHTEIICKTa
xonb1i0 Kaiizepa-Pneitmepa

wbkwb

9. OCHOBHOI CUMIITOM HEBPaJbHON aMHOTpodHu:

1. mepudepuveckue mape3bl MBIIII CTOI U KUCTEH PYK ¢ aTpodusi-
MU, HO 0€3 YyBCTBHUTEIBHBIX PACCTPOHCTB

2. mepudepudecKue mape3bl MBIIII CTOI U KUCTEeH pyK ¢ aTpodusi-
MU ¥ TIOJINHEBPUTUYECKAM THIIOM HapYIICHWH 9yBCTBUTEIHHOCTH (+)

3. TPOBOJHHUKOBBIE PACCTPONCTBA UyBCTBUTEIHHOCTH

4. dacruKkyasIpHbIC TTOICPTUBAHMS MBITIII]

5. TPEeUMYIIECTBEHHO MPOKCUMAIIbHBIE TUITIOTPO(UH MBIIIIT]

10. XonuHepruyeckuil Kpu3 Mpu Mepeio3UpOBKE MPO3EpHUHa HE COTPO-
BOJKIaeTCA:
1. mMuapuazom (+)
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11.

THIIEPCOTMBALIUCH

YCHUJICHUEM MEPUCTAITBTUKI
MHUO(DUOPHILIALUSAMH, TPEMOPOM
MHO3

bk

K oCHOBHBIM cuMITTOMam TNIEPBUYHBIX MPOIpEeCCUPYIONINX MBIIICY-

HBIX TACTPO(dUii HE OTHOCUTCS:

12.

13.

)

14.

15.

I. «yTuHas TOXOJKa»

(KPBUIOBHUHBIC JIOIIATKW»

CHIDKEHHUE CYXOXKHIIIBHBIX pPe(IICKCOB
paccTpoiicTBa 4yBCTBUTENBHOCTH (+)

Eal

JIns1 nMarHoCTUKY MUACTEHUU IPUMEHSIIOTCSI:
1. OuorCcUs MBIIIIY
2. OKI

3. TPO3epHHOBHIHA TECT (+)

4. KT romoBHOro Mo3ra

XapakTepHble KIMHUYECKHUE MPU3HAKU MUOIIATUU:
1. TOHWYECKHE CyJOPOTH B KOHEYHOCTSIX
2. arpodusi MBILII TUIEYEBOTO U Ta30BOTO MOsCA, a TAKXKE CITUHBI

3. paccTpoiicTBa YyBCTBUTEIBLHOCTHU IO MPOBOJHUKOBOMY TUITY
4. reMuIapeTHYecKast moxoaKa

[Ipu MuacTeHNN NOpakaroTCs:

KJIETKH MEPEAHUX POrOB
HEPBHO-MBIIIIEYHBIE CHHATICHI (+)
YYBCTBUTENbHBIE TAaHTIINU
MOTPAaHUYHBIN CUMIIATUHYECKUIN CTBOJ
MapacuMIIaTHYeCKUE TaHTIINN

Nk W=

OCHOBHBIM CUMIITOMOM MHACTCHHHU HE SIBIISICTCSL:
cabocTh quadparmMbl 1 MEKPeOSPHBIX MBITIILT
nucharus, tuchoHust

[J1a30/IBUTATEIIbHBIC PACCTPOICTBA
MBIIIEYHAsI CI1a00CTh

CBHCAIOIIME KUCTH U CTOMBI (+)

A o e
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16. Ipu muonuctpoduu /romeHa BCTpedaroTCs THIEPTPOPHH:

L.

kv

B MBIIIITAX TPEITLICYAN

B MBIIIIAX TUIEYEBOTO Mosica

OTPaHUYUBAIOTCS TA30BBIM TOSICOM
OTPaHUYUBAIOTCS HKPOHOXKHBIMH MBITITIAMHE (+)
B MBITIIIaX Oemep

17. Kimnudeckue nposBiIeHNUsS MUACTEHUH:

1.
2.
3.
4.

BBIPaKCHHBIH 00JIEBON CHHAPOM

CKOBAaHHOCTB B MBIIIIIAX

HapyIICHUE KOOPTHHAIIHH

001ast c1ad0CTh B MBIIIIAX KOHEYHOCTEH, BOSHUKAIOIIAS ITOCIIE

¢duznueckoi Harpy3KH (+)

18. HpI/I MHOIIAaTHM BO3HHUKACT TI'CHECTHYCCKH O6YCJ'IOBJ'IGHHOC rnopa-

KEHHE:
1.

wbkwe

MBITIIEYHOTO BOJIOKHA (1)
HEPBHOT'O BOJIOKHA

MEPEHUX POrOB CIIMHHOTO MO3ra
JnBurarenbHbix saep YMH
3aJHUX POrOB CIIMHHOI'O MO3ra

19. TUIHMYHBIM CUMITOMOM MHOIATUU HE SBJISICTCS:

Nk W=

aTpoQusi MBIIII TPOKCUMAJILHBIX OTJIEIIOB KOHEUHOCTEH
«KPBUIOBUIHBIE JIONIATKH

no3a Bepuuke-ManHa (+)

«yTHHas» NOXOAKa

HaJMYUE MBIIICYHBIX TICEBAOTUIIEPTPOdHiA

20. IIpenaparbl, HE UCIIOJIB3YIOIIKECS ISl JICUEHUS] MUACTCHUU:

SNk wh =
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KOPTHUKOCTEPOHTBI
po3epuH

wiazmadepes

y/laJieHHEe BUJIOYKOBOH Keje3bl
aHTHArperanTsl (+)
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