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IIpeauciaoBue u 6J1ar0AAPHOCTH

JlaHHBIM COOpPHHUK y4YEOHBIX CIy4YaeB MO HEKOTOPHIM HEPBHO-MBIIICUYHBIM
3a00JIeBaHUSIM SIBWICA PE3YJIbTATOM MOET0 TPEXMECSYHOrO MpeObIBaHUS B
HannonansHoMm nieHTpe HeBposioruu u ncuxuatpuu (NCNP), pacnonokeHHOM B
npuropojgie Tokuno. DTo cTajio BO3MOXKHBIM Onarogaps rpanty @onna Maiyman
Ha IPOBEJICHNE UCCIIEIOBAHUS, U 3TH TPU MECSLA ObLIN MOCBSIICHBI PEATU3ALH
IIPOEKTA, HAIIPABJIICHHOTO HA H3yYEHHME IIyT€H CO3/aHMS LEHTPAIM30BAHHOU
CUCTEMBbl JUArHOCTUKH MBIIICUHbIX 3a0o0jieBaHUl B SNOHMM C  LEIbIO
IIPUMEHEHMS ITOTO onbiTa B Kazaxcrane.

NCNP ocHoBan B 1986 romy u cTtajn OJHUM M3 IIECTH HAIMOHAJIBHBIX
EeHTPOB B AAnoHnn. OH YHUKAJIEH B CBOEM POJIE U €r0 Ha3bIBAIOT "'EJMHCTBEHHBIN
B MHpe 1BETOK'. OCHOBHOM KOHUENIMEN JaHHOTO LIEHTPA SIBJISIETCSI COBMECTHOE
IPOBEJCHUE MCCIEAOBAHUNA U pa3pabOTOK MeX1y OONbHHUIIEHW M HAay4YHO-
UCCIIEIOBATENbCKUMU MHCTUTYTaMU. Llenbto 3Tux rccinenoBanuii U pa3paboToK
SIBJISIETCS JICUCHHUE NICUXUUECKHUX, HEBPOJIIOTUYECKUX, MBIILICYHBIX 3a00JI€BaHUN U
HapyleHui pa3sutus. KpoMe Toro, HEHTp CTPEMHUTCS IPENOCTABIATE IEPEIOBOE
MEAMIMHCKOE 00CITy’)KHUBaHUE, OCHOBAHHOE Ha MPOBEJICHHBIX UCCIIEI0BAHUAX, U
CHOCOOCTBOBAaTh  PACIPOCTPAHEHHMIO  CTAHJAPTOB  BBICOKOKAYECTBEHHOTO
MEJIUIUHCKOTO0 OOCITYXKMBAHMS KaK BHYTPH CTPaHbl, TaK U B JIPYTUX PErHOHAX
A3zun.

NCNP ¢yHKIIMOHUpYET Kak OOIIEHAIMOHAIBHBIN CHEeIUaTU3UPOBAHHBIN
IEHTP MO MBIIIEYHBIM 3a0oJieBaHusAM, U npumepHo 80% oOpa3loB Martepuaia
JUTsi OMOTICUMU MBIIIL OTHPABIIAIOTCS TyJa CO BCel SIMOHUM B IMarHOCTUYECKUX
uensx. s moctaHoBku auarHosa 1eHTp NCNP npoBoIuUT MONHBIA HaOOp
TUCTOXUMUYECKUX U UIMMYHOTMCTOXUMUYECKHUX UCCIEA0BAHUN IPAKTUYECKU BO
BCEX ClydasX. OTO IO3BOJIIET OOECIEYUTh TOUYHYIO MATOJOTHYECKYIO
IUarHoctuky. Kpome TOro, mnpuMeHseTCs TI'€HETHYECKMH aHaimu3 ¢
UCIIOJIb30BAaHUEM TEXHOJIOTMM CEKBEHUPOBAHUS CIIEAYIOLLIETO IIOKOJICHMS, YTO
JOMOJIHAET IMPOLECC AUArHOCTUKU M IIO3BOJISIET IOJIYYUTH JOIOJHUTEIBHYIO
UHPOPMAIIMIO O TEHETHYECKUX OCOOCHHOCTIX ManueHToB. lleHTpanu3oBaHHas
CUCTEeMa AMAarHOCTUKH PEJIKUX 3a00JIeBaHMM, BKIIIOYasi MbIIIIEUHbIE 3a00JIeBaHus,
aBigeTcs: Hanbonee 3PPEeKTUBHBIM MOAXOAO0M, YTO MOATBEPKIAECTCA HATTMUUEM
TaKUX IIEHTPOB B OOJIBIIUHCTBE pa3BUTHIX cTpaH. boabHuna NCNP oOcnyxuBaet
HauMOOJIbIIEE YKMCIO TMAlMEHTOB C HEPBHO-MBIIICYHBIMU 3a00JICBaHUSIMU B
Snonun. JlemaptaMeHT HEPBHO-MBILIEYHBIX UCCIIEA0BAHUM, BXOISAIIMN B COCTaB
NCNP, sdaBnsercs HauWiydllUM MECTOM JUIsl HW3YyYEHHUS  OpraHu3aluu
MEIUIMHCKOT0 00CITy>KMBaHUs MAllUEHTOB C TAKUMHU 3a00JI€BaHUSAMH.

Jlyqmnii  coco0 TOAENUTHCS ONBITOM U 3HAHMSAMH — [I0Ka3aTh
CIIOKMBILYIOCS ~ BpaueOHylo  mpaktuky. PaspaGortannbiii B NCNP
CUCTEMATUYECKUN MOAXO0 K KOMIIEKCHOM OLIEHKE CIIy4aeB HEPBHO-MBILLICYHBIX
3a00JIeBaHUH MTOCITYKWJI OCHOBOM IS CO37aHusl TaHHOM MoA00pKHU cirydaeB. OHa
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HalpaBj€Ha Ha JEMOHCTPAlMIO M  aHalIu3 [pUMeEpa  HaaJexalleu
UCCJIENOBATENBCKOW W KIMHUYECKOM MPAKTUKA HA NPUMEPE KOHKPETHBIX
cilydaeB. Sl MCKpEHHE HAaJIel0Ch, UYTO JIaHHAs MOJ0OpKa CIy4aeB U3 MPAKTUKU
CMOXKET IIOCHYKUTh BaXXHBIM PYKOBOJCTBOM IIpM BHEJIPEHUU HEPBHO-
MBIIICYHBbIX MCCICIOBAHUNA W HAWJIEKAIIE KIMHUYECKOHM IIPAaKTHUKU B
Kazaxcrane. Kpome Toro, oHa MOKET CTaTh LIECHHBIM YYEOHBIM MaTepUaIoM IS
MEAMIMHCKUX CIIEHUATNCTOB, 000ralas UX 3HaH!s U HaBbIKU B JTAHHOW 00J1acTy.

KimHnueckne naHHble, BKIKOYAs WUTIOCTPALMU K Pe3ysbTaraM OHUOIICHUH,
noJrydeHsl u3 HarmonaasHOTo IIEHTpa HEBPOJIOTUU U IICUXHaTpuu. S Oiaromapio
JTUPEKTOpa JenapTaMeHTa HEPBHO-MBIIMICYHBIX HccleqoBanuii mpod. Wtumzo
Hummno, Hayusbix coTpynHukoB IFOmmxuko Caiito, KOxako Hucumopn,
HoOyroku HOpa, Xasto VYue, Bakako Ecuoxko u apyrux koJuier 3a
npeoCcTaBiIeHE MHE Bcel HeoOxoauMoi nHdopmaiuu. Xouy BeIpa3uTh 0COOYIO
IIPU3HATEIBbHOCTb COTpYJIHHUKAM JenapTaMmeHTa HEPBHO-MBIILICYHBIX
UCCJIeIOBaHMM 3a cojieiicTBUe B Moel padote. Takke st OmarojgapHa KoJijieram-
kimHAnucTaMm aoktopy FOko Cummazy-Moroxamu, nokropy Manoke Mopu u
noktopy  Xupopymu  Komaku, reHepanbHbIMy — naupektopy  LleHTpa
TPAHCISALUMOHHON MEAMLMHBI U JupekTopy LleHTpa MbllieyHbIX 3a00J€BaHUM,
KOTOpBIE TAKXE JEIUIUNCh CO MHOM CBOMMH 3HAaHHUAMHM U JEMOHCTPHUPOBAIU
NPAKTUUECKUNA KIMHUYECKUM moaxoJ. S xorenma Obl BbIpa3uTh CBOE TIyOOKOE
YBaXEHUE TIOYETHOMY COTPYJIHUKY JIEIAPTAMEHTAa HEPBHO-MBIIIECYHBIX
uccienoBanuii npogeccopy Mkys Honaka, BergaromemMycsi 1€TCKOMY HEBPOJIOTY
U OJHOMY M3 NEPBOMPOXOALEB B 00JACTH HEPBHO-MBILIEYHBIX HCCIIEOBAaHUM,
KOTOPBIN Havall pazpaboOTKy 3TOr0 CUCTEMHOIO MOAXO0AA.

bnaronaps uM, g cMmorja M3y4HTb HE TOJIbBKO OCHOBHBIE MOAXOMAbI K
MCCJIEIOBAHUIO MBIIIEYHOM MAaTOJOTMU, HO M MPEUMYIIECTBA KOMILIEKCHOTO
MOJIX0/1a K OLIEHKE HEPBHO-MBIILICYHbBIX 3a00JI€BaHU.



Beenenue:

Mpimieunbie  3a007€BaHUs — O3TO TpyNna PeaKux, HO TeTePOreHHBIX
HapyuieHui. JlaHHbie 3a00JIeBaHMsI MOTYT IIPOSBUTHCS KaK B MJIaJICHYECTBE, TaK
U B TIOKUJIOM Bo3pacte. MHOrHe U3 3TUX 3a00JIeBaHUH SBJISIOTCS MOTEHIIUATBHO
OMAaCHBIMU JJISI JKM3HU U XapaKTEPU3YIOTCSA MPOTPECCUPYIOIINM TEUEHUEM. DTO
00JaCTh MEIUIMHBI, TPEOYIOINIasi BHICOKOW ClelHalIn3ali, Ie He0OX0AUMbI
0coObIe 3HAHMSI U OOIIMPHBIN OMBIT AJIS1 YCHEIIHON padboThl. OTHAKO (PaKTUUECKH
MHOTHE MEIWLHMHCKUE CHEUUAIKMCTBl B Pa3HbIX CTpPaHax MUpa HE 001anaroT
JOCTATOYHBIMH 3HAHUSIMHU O HEPBHO-MBILIIEYHBIX 3a00JEBAaHUAX, YTO MOXKET
INPUBOJUTh K HENPABWIBHON JUAarHOCTUKE W HAa3HAYECHHIO HEHAJJIEKAILIEro
neuenus. B Kazaxcrane ceifuac 3To ABISIETCS aKTyaJlbHOM MPOOJIEMOM, TaK Kak
HaO0JII0AaeTCs POCT YKCIIa MAIIMEHTOB C MBIIIEYHBIMU 3a001€BaHUSMH, [IPU ITOM
Bpayuy 3a4acTyO IJI0XO OCBEIOMIIEHBI O MHOTUX PEeIKHUX 3a0oyeBaHusX. MHorue
MalUEeHThl CTATKUBAIOTCS C HEMPAaBWJIBHOW IMOCTAHOBKOM [IMAarHO3a, BKJIIOYast
cily4aw, Korja IepeOpaJibHOMYy Mapajudy MPUIUCBIBACTCS  HEBEPHOE
ONpENENICHUE, A JICYEHUE NPOBOJUTCA C M3JIMIIHEH arpecCHUBHOCTHIO. B
Kazaxcrane HemaBHO ObUIM TPUHSATH MEXKIYHAPOJHBIE PEKOMEHIAIUU TIO0
JIMAarHOCTUKE W JICYCHHWIO MBIIIEYHON auctpoduu JlromeHa W CHuHAIBHOM
MBIIIEYHON aTpoduu. DTO MO3BOJWIO YIYUIIUTh YPOBEHb IPEIOCTABISEMbIX
NalMEeHTaM MEIULUMUHCKUX YCIYr, BKJIIOYas TOPMOHAJIBHYIO Tepalluio,
pPECIUPATOPHYIO U HYTPUTHBHYIO MOAIEPKKY. [Ipy 3TOM AMarHocTuka Ipyrux
BHJIOB MBIIICYHBIX 3a00JieBannii B KazaxcraHe Bcé€ ene 1nb0 odeHb ciradas, JInoo
MOJIHOCTBIO OTCYTCTBYET. OTO CBSI3aHO C OIPAHMYEHHBIMU 3HAHUSIMU H
HEMMEHUEM CHEIUAIM3UPOBAHHOW CHUCTEMBI MEAMIIMHCKOTO OOCITYyXKHUBaHUS
NAlMEHTOB C HEPBHO-MBIIIEYHBIMU 3a0o0sieBaHUSIMU B cTpaHe. Hannexarmas
JIMarHOCTHUKA U JIEYEHHE TAKOT0 pojia peAKuX 3a001eBaHU B OCHOBHOM 3aBUCST
OT Pa3BUTHUS HAYYHBIX 3HAHUN U pa3pabOTKU HOBBIX TEPANIEBTUYECKUX METOJIOB.
BaxHO OTMETUTB, YTO CTaTyC HEKOTOPBIX M3 ITUX 3a00JI€BaHUI B HACTOSAILIEE
BpeMsl IepelieN M3 KAaTeropuM HEU3JICYMMBIX B KATErOPHUIO IOJAFOLIUXCS
neuenuto. CoznaHUe CHUCTEMBbl JICUEHHS MBIIIECYHBIX 3a00JIEBaHUN SIBISETCS
KpailHe BaKHBIM I OOECTHeUeHUs] HaIJekKalle MEIUIUHCKOW TTOMOIIH
naieHTaM. HaydyHo 0OOCHOBaHHBIE TIOJIXOJbI, TaKHe KaK BU3yaJlu3allus,
UMMYHOTUCTOXMUMUSL U MOJIEKYJIIPHBIE UCCIEAOBAHUS, UTPAIOT KIHOYEBYIO POJIb
B 3TOM MpOIECCE.

Mopgens NCNP, ¢ ero onbIToM U JOCTHXKEHHUSIMH B 00JIACTH HEPBHO-
MBIIIEYHBIX 3a00JI€BaHNN, MOXKET MOCITYKUTh BaKHBIM IPUMEPOM ISl CO3/IaHUS
aHAJIOTMYHOI0 OOIIeHalMoHabHOTO 1eHTpa B Kazaxcrane. Mojenb ouneHKH
KIIMHUYECKUX clydaeB (COOpPHUK Y4YeOHBIX CJIydaeB) MpeACTaBlieHa HIXKE.
JlanHast mog0opka Clly4aeB WJUTIOCTPUPYET KOMIUIEKCHBIA TMOJXOJ K aHAIU3y
uHOpMaIMU I TOCTAHOBKM TOYHOTO JMArHo3a W BHIOOpA TOIXOJSIIETO
HalpaBJICHUS JICYCHHS TIPH PEAKUX HEPBHO-MBIIIEYHBIX 3a00JICBAHUSX.
KomniekcHblii MOaX0A MO3BOMSIET U30€XaTh JUArHOCTHMYECKUX OIIMOOK H
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3a0MyKIEHUN TIPU OMPENCICHUN TAaKTHKHU JICUEHUS.

ABTOp cuuTaer, 4To 3Ta

HOI[60pKa ClIy4acB MOIJIa OBI CIYyKUTb PYKOBOACTBOM I MCIUIHNHCKHX

pa6OTHI/IKOB B HOBCCHHCBHOﬁ IIPAKTHKC,

a TakKKkC A pYKOBO,Z[HTeJIeﬁ

yqpemz[eHHﬁ U OpPraHoB 3ApaBOOXPAHCHUA II0 OpraHHU3alduMd yXOda 3a
MManucHTaMu C PpCAKUMHU IIATOJIOTUSAMU.

Knunnyeckuii cayqaid 1.

NBIXaTEJILHON HEJOCTATOYHOCTBIO

31 rox, >KeHIIIMHA

HaCJ'IeI[CTBGHHa}I MHOIIaTHA

C paHHEH

OcHoBHBIE KaJ100bI: OJIBIIIKA U CIA00CTh B KOHEYHOCTSIX U IIIEe
CemMeiinblii aHamMHe3: B ceMbe ciiydaeB HM3 Hert, poxzaeHa He OT

OJM3KOPOJCTBEHHOTO Opaka

Cocrosinne npu odcienoanum: 150 cm, 40 kr;
K®K 488 ME/n, anpnonaza 7,7 ME/n, nakrar 13,7 mr/nn; nupysar 0,91 mr/m;
pH 7,3; pCO2 79,9 mm pr.cT., pO2 41,7 mm pr.cT., HCO3 38,2, BE+11,6,

KEJ1 0,89 1 (31,8%), DXKEJI 0,89 11 (31,8%)
OHMT': auddy3Hbie MUOTEHHBIEC TATTEPHBI
Ha3HAYEHBI JbIXaTelIbHaAs MOJEPKKa, IEPOPaTbHbIC CTEPOUIbI

Hctopusi 60s1e3H1

Cxema 1.

Poxxnenn
e

JIOHOIIIEH
Has, 2930
T,
HOpMaJIbH
oe
pa3BuTHE
hie}
nepuoaa
[TOJIOBOTO
CO3peBaHH

a

25 a. Onprmka
IIPH TSXKENON
¢busndeckoit
HarpysKe;
YacThIe
CIOTBIKAHUS

27 .
CHmx
eHHue
Macc
Bl
tea(
48—3
8 xr
3al
ron);
KoK
400

ME/n

3lr.

Tpyaxo

MOIHATH

PYKH,

HOYHAS

OJIBIIKA,

JTHEBHAs

COHJIMBOCT 37 a.

b, CJ1200CTH Xoaur ¢
MBIIIIL IIeH TPOCTHIO:
| K®K 148
KOHEYHOCTe ME/n;

i1, 0CO0eHHO KEJ
crudaresien 0,87

IeH U a1(32,1%),
Oenep, DKEJL
runopedJie 0,82 n
KCHS (30,3)

28 1. TpyaHo
BCTaTh U3

MOJIOXKEHHUA CUAA

Ha KOPTOYKax

34 r. He moxer
MOAHATBLCS MO
JecTHULe (KU3-3a
oabiiku) KOK
246 ME/u1; ’KEJ

43 5. B no/10KeHUH JIexKa
Ha CIIMHe Tpe6GyeTca
AbIXaTeJIbHas
nojJAepiKKa;
aMGyJIaTOpHOe JieYyeHne

1,271 (46,2%), c T-tpoctbio KOK 226
®KEJI 1,11 ME/n, ’KEJI 0,64 (22,4%),
(42,2%) ®IKEJI 0,65 i1 (23,8%)



Taoauna 1. OcHOBHBIE BBIBO/BI MOCJIE AHAJIN3A AaHAMHE3a

OaBINIKAa 1 MBIIIIEYHAs CJIA00CTH Mpmuonarus
¢ 25 ner—31 rog—43 rona Mmuacrenus
(MOCTeNEeHHO YBEJITMYUBAETCS) MuToXOHIPHATHHYIO MATOJIOTHIO

IToTepst maccel Tena
Cuaabocthb crudaresieii meu u oeaep
TI'mnopedJiexcust

Yposens KOK ciierka noppimen (Makcumym 488 ME/m)
JpIxaTeJbHAsl HEOCTATOYHOCTh: YPOBEHD JIAKTATA
nossimed 13,7 mr/am; BE +11,6; pH 7,3; pCO2 79,9 Mmm
pr.cT., pO2 41,7 MM pt.ct., HCO3 38,2, )KEJI 0,89 n
(31,8%)

Pe3yabTarsl nocJie nposeaennsi 0uoncuu Mol (puc.l)

Puc.1.1. Ilpu okpammBaHuu
H&E: Bapnanuu TUIIOB BOJIOKOH
‘OT C1abBIX 10 yMEPEHHBIX.
‘_ _ OHaoMHU3HaIbHBINA GUOPO3 HEe
' HaAOJIFOIAeTCS; HEKPOTHUYCCKUX U
paccessHHBIX 0a30(HIBHBIX
BOJIOKOH HE BBISIBJICHO, OJTHO

BOJIOKHO C MCM6paHHHMI/I
BKJIIFOYCHHUAMU

Puc.1.2. Tlpu okpammBanuu
mGT: Ha nepudepun BoslokHA
HaAOJIOIAr0TCS

| IMTOIIa3MaTHYECKHUE TeNblIa,
| RRF ne mabmonaercs.



?.,;_Tf*:Pnc.l.3. IIpn  oxpammBaHUM
. "NADH: mexmMuopubpuIspHas
ﬁcem HapylleHa B HEKOTOPBIX

'BOJIOKHaXx

HNuTepnpuranus naToa0rn4ecKux HaxXoa0K

Muonaruuyeckue U3MEHEHHUS C:

1. U3meHeHueM pa3mepa BOJIOKOH OT €1a00Tr0 10 YMEPEHHOIO

2. Perenepupytoliyie BOJIOKHA, HEKOTOPOE KOIMYECTBO

3. Bo0/10KHO ¢ KOJIbLIEBUIHBIMU HUTOIIA3MATHYECKHMH
TeJIbLAMM, OJTHO

4. Ilpeobnanganuie BojgokoH Tuna 1 u BonokoH tuma 2C,
HEKOTOPOE KOJIMYECTBO

5. Arpodust BOIOKOH TUNA 2, JIErKasi WM yMEpEeHHas

Takum o0pa3om, npuBeleHHbIe BblIllle JAHHbIE CBHAETEIbCTBYIOT O

MHUOIIATHYECCKOM IIpomecce, KpomMe TOro, Ha0/1101aeTCcsl OJHO BOJIOKHO €
BKJIIOYCHUAMM.

Puc.1.4. lanHble BU3yaau3allii MbIIIL NALMEHTA B CPABHEHUH C

ITAJOHHOM CXEMOM.
HMERF
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Pe3roMe KOMILIEKCHOTO AHAJIN3A BCeX MOJYYEHHBIX Pe3yJibTAaTOB
AAHHOT0 KJIMHUYECKOI0 CIy4as:
OapIIIKa ¥ MBIIIEYHAA CJI200CTH
ot 25 ner—31 ron—43 rona (MocTeneHHo yBeJINYNBAETCS)

[ToTepst Macchl Tena

Caaboctb crudaresiei meu u dexep

I'unopedguiexcus

Yposenb KOK ciierka nopbimen (Mmakcumym 488 ME/m)

JbIXxaTejibHAs HeJ0CTATOYHOCTh: YPOBEHb JIAKTaTa NOBBIIIEH Ha 13,7
mr/mr; BE +11,6; pH 7,3; pCO2 79,9 MM pt.cT., pO2 41,7 Mmm pr.cT., HCO3 38,2,
KEJI 0,89 1 (31,8%)

BriiioueHusi IUTONJIA3MATHYECKHUX TeJiell (BOJIOKHO € KOJIbIEBUIHBIMU
HUTOIJIA3MATHYECKUMHU TeJIbIAMU)

MPT: nopaxeHue moJyCyX0:KuJIbHbIX, NOPTHAKHBIX M TOHKUX MbILIL

Bce npuBeneHHbIe Bblllle JaHHbIE YKA3bIBAKOT HA HACJIEACTBEHHYIO
MHOINIATHIO ¢ PaHHel abIXaTeJbHO HepxocTaTouHOCTHI0 (HMERF).

JlureparypHas cnpaBka:
Jlapc Oactpem u ero koiutern onucanmu HMERF B 1990 rony.

Pabota aBTOpOB BKJIIOYaia JaHHbIE 16 MalMEeHTOB U3 7 MIBEJICKUX CEMEH, Y
KOTOPBIX HaOIIOJAIKNCh CAEIYIOINE KIMHUYECKUE U TaOOpaTOpHbIE MPU3HAKU:
1) npixarenbHass HEAOCTATOYHOCTb, YACTO PAa3BUBAIOLIASCS MOJOCTPO M YACTO
SIBJISIFOLIASICS CAMIITOMOM B Hayasie 3a00JIeBaHuUSs;

2) KOHEYHOCTHO-TIOSICHOE pacnpeneieHue MBILLIEYHOU cnaboctu,
COTIPOBOXKIAIOIIEECs CTa00CThIO pa3rudaresiel CTONbI U crudaresnei meu;

3) pe3yabrarsl aNeKTpoMuorpaduu, yKa3bIBaroluie Ha MUOIIATHIO U HOPMAaJIbHBIH
WJIM CJIETKA MOBBIIIEHHBIN YPOBEHb KPEATUHKUHA3BI B CBIBOPOTKE KPOBHU;

4) oTCcyTCTBUE HEMPOIIATUU U MOPAKEHUS CEPIILIA;

5) ayTOCOMHO-ITOMMHAHTHBIA  CIOCOO  HacjieloBaHUsA  3a00JeBaHusA, C
MaHupecTaueit B Bozpacte ot 10 go 50 ner.

[Ipu Owoncum wmbimy oTiMuuTenbHbIM Tpu3HakoM HMERF  sBusiock
HaJM4Khe KOHTYPUPOBAaHHBIX "OJsIIeK", KOTOpble ObLIM 303MHO(DUIBLHBIMU TIPU
OKpAIllUBAaHWK TIE€MAaTOKCWJIIMHOM M 203MHOM W MNpUOOpeTanu KpacHbIMH,
(GuONETOBBIN MM TEMHO-3€JCHBIA IIBET MPH OKPAIIMBAHUM TPUXPOMOM IIO
T'omopn.

Heckonpko apyrux ciydaeB KiIacCU(PUIMPOBAIUCH KaK MHONATUS C
nurornaMarniyeckumMu tenabiamu (CBM) u nbixarenbHOM HEAOCTATOYHOCTHIO,
HO HUKaKHX T€HETUUYECKUX JaHHBIX 110 3TUM MalMeHTaM OMyOJIMKOBaHO HE ObLIO
[1].

Pe3ysnbTarhl BU3yajau3anuy MbIIIL

PanHee BoOBIIeYEHHME B IIATOJIOTHUYECKUM MPOLECC: ITOIYCYXOKWIbHOU
MBIl U HAPYKHOU 3aIIUPATEIIbHON MBILIIIBI
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OTHOCUTENBHOE  TIOpaXeHWE:  JBYIVIABOM  MBIMILI  Oeapa |
MOJIYTIEPETIOHYATON MBIIIIIBI.

pyrue Hanbosee mopakeHHbIE MBIIIIBL: TTOJIB3I0ITHO-TIOSICHUYHAS, TOHKAs
MBIIIIIIA, IEPETHUE MBIIIIIBI HOT U, 0COOEHHO, MOJAKOJICHHAS.

[IpumeuyaTenbHO, 4YTO B 3TOM I[EPBOM HCCIEIOBAHUHM aBTOPHI YiKE
BBIJIBUHYJIM TUNI0TE3Y 00 ncrnonb3oBaHuu MPT niist BRISIBIEHHSI HOBBIX CeMeEl Win
cnopagnueckux ciaydaeB ¢ HMERF wu o0cnemoBaHuss MajaoCHMIITOMHBIX
MAIMEHTOB C MOCICAYIOIINM HAOIIONCHHEM pecriupaTopHon GpyHkmum [2,3].

Pe3yabTaThl MOJIEKYJIAPHO-TEHETUYECKUX MCCJIeJOBAHUI

1. B xone uccnegoBaHuid ObUIO BBIIBUHYTO MPEAMNOJIOAKEHHUE O TOM, UYTO
TUTAH MOXXET CIY)KUTh OJHUM M3 KIIOUEBHIX (haKTOPOB, TaK KaK OTMEYaIach
KOocerperaius OJHOTO-€IMHCTBEHHOTO HW3MEHEHHUSI B THUTHHE M JIAHHOTO
3a00JIeBaHUSI.

2. TuTuH Ha camMOM Jelie SIBJSIETCS CaMbIM KPYIHBIM OEJIKOM B KJIETKax
4esioBeka U B mpupoje. Tutun cogepxut 364 3x30Ha.

3. B cBs3u ¢ 3TUM OH mpuMepHO B 8 pa3 OoJblile, yeM AUCTPOPUH-TEH
M.

4. TuTUH SBISETCA CTPYKTYPHBIM OCIKOM.

3akiouenne:

1. Hanvure nuromiazMaruyecKHX TeJiell, pAHHee MOPa’KeHHe OPraHoB
ABIXaHUI U  OTCYTCTBME  KAapAMOMHMONATHM  YKa3plBa€T  Ha
HACJIeACTBEHHY IO MHOIIATHIO c paHHeu AbIXaTeJbHOM
HEJ0CTATOYHOCTHIO.

2. [{uronnasmMaruueckue Tenblla TMO-NMIPEKHEMY  SBISIOTCA  HauOoJiee

MOJIC3HBIM TATOJIOTMYECKUM  CHUMIITOMOM, TPEOYIOIUM MPOBEACHUS
reHeTnyeckoro tectupoBanusa Ha Hammuue HMERF, HO He npyrux
MUOGUOPHILISIPHBIX MUOTIATUH.

3. KIMHUIUCTHI AOMIKHBI UCKIIIOUUTH JApPYTHe 3a00JIeBaHUSI C TAaKUMHU KE
CUMITOMaMH, KOTOPbIE MOTYT TIPOSIBISITECA B BHUJNIE BBIPAKEHHOIO
IIOPAKECHHUSI OPraHOB JIBIXaHHWS Yy XOIAAYMX [IAlMEHTOB, TAaKHUE KakK
BPOXKJICHHBIE MHUOTATHH, TO3[HSAS HEMAJIMHOBAas MHUOMNATHS, AeUIuT
KHUCJIOW MallbTa3bl, BOCHAJIUTEIbHbBIE MUOMATUN (MUOMNATUSI C aHTH-JO-1-
aHTUTEJIAMH), MBIIIEYHbIE AUCTPO(GUU, BBI3BAHHBIC MYTAllMUSAMH TEHa
namuaa A/C u, B MEeHbIIIEH cTeneHH, capkornukanomatun, LGMD2A u
LGMD2L.

4, PexkoMmenayemblii anropuT™M MOJIEKYISIPHOW JWUATrHOCTUKH BKJIFOYAET B
ce0s, Kak MUHHMMYM, CEKBeHHpoBaHue 344 »HK30Ha TUTHHA B
MOAO3PUTEIIbHBIX CIIydasiX.
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Kuannnueckuii ciayyai 2: Muonarusi ¢ myranueit LMNA

Maab4uk, 1 rog 6 mecsics

OcHoBHas ka/100a: HECTTOCOOHOCTH XOAUTH B 1 TOA 6 MecsIeB

HcTopus 3adoseBanusi: poawics Ha 38 Hemene 6epeMEeHHOCTH 0e3 KaKHX-
6o ocnoxxknenud. Macca tena coctasisia 2880 rpammos. [lpu MenumHcKOM
ocMotpe B 1 rom 6 MmecsieB ObUIO OTMEUEHO, YTO PEOEHOK HE CHOCOOEH
MIEPEIBUTATHCS CAMOCTOSITEIIBHO.

CeMeiiHblii aHAMHe3: HEPBHO-MBIIICYHBIX 3a00JI€BaHUII B CEMbE HET,
POXKIEH HE OT OJIU3KOPOACTBEHHOTO Opaka

Meauuunckuidi  ocMoTp: Mpimeunoir cnaboctu  Her. HopManbHbli
MBIIIIEYHBIA TOHYC.

Jannbie n1adoparopubix ucciaenopanuii: KOK: 1072 ME/n (B Hopme: 51-
197)

IKI': HopManbHAs

NMMyHOrMCTOXMMHMSI MBIIII: BCE B HOPME, BKIIOYas IUCTPOGUH,
CapKOTIMKaHbI, aib(a-TUCTPOTNIMKAH, JIAMHHWH 2, KaBeoduH-3, muchepmnuH,
xoytares VI u amepus.

OcHoBHBbIE BBIBOBI NOCJI€ AHAJIN3A AaHAMHE3a: 33/IepXKKa pa3BUTHsI (HE
amOynaTopHbIii B 1 ron 6 MecsiieB) u noBbieHHbH ypoBeHb KOK 1072 ME/n
(B HOpME 51-197)

Tabauua 2.1. Uarepnperanust ypoBHs nopbimieHuss KOK

Bpoxnennbsie Mmuonatun; EDMD ¢
MyTarusmMu JamuHa A/C; HelporeHHbIe
Hapymenusa (CMA3);
MUTOXOH/IPUATIbHBIE MUOTIATHH;
BOCHAJIMTEIIbHBIC MUOIIATUH

HopwmaneHblli niin yMeEpEHHO
MOBBIIICHHBIH (B 2-5 pa3 BbIILIE HOPMBbI)

YmMepenHo nosbliiieHHbIN (B 5-10 pa3 MHuorue Muonatuu u AucTpoduu,
BBIIIIE HOPMBI) BOCIMAJIUTEJIbHBIC MUOTIATUH

MIJ/MIB, nuchepauHomarus,
kanpnanHonatus, red ANOS, nHorna
MIPU BOCMAJIUTEIbHBIX MUOMATHSIX

Ouens Bricokuit (O0onee uem B 50 pas
BBIIIIE HOPMBI)
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Pe3yabTarnl, npoBeaeHHON Ononcuu Ml (puc.2)

IIpu  oxpammBaHUU
H&E: BBIpaKCHHAs
BapuabeIbHOCTD pa3mepa
BOJIOKOH, HabmogaeTcs
YMEPEHHBI  3HJAOMU3HAIBHBIN
¢ubpo3. WNndunprpanus
| MOHOHYKJICAPHBIMH  KJICTKAMU
- HaOMIOJaeTcss B DHJIOMM3HH,
' TOJIKO B OJIHOM ITyuKe (KpacHas
\ cTpenka). Y HEKOTOPHIX BOJOKOH
HabIoAa0TCA
LEHTPAIN30BaHHbIC AIpa.

Puc.2.2. Ilpu oxpammBaHuu
mGT: pa3opBaHHBIX KpPaCHBIX
MbImedHbplx  BoIokoH — (RRF),
HEMaJIMHOBBIX najgo4yex u
BaKyoJIei B orpaBse HE
Habrogaercs.

w7 Puc.2.3. Ilpu oxpammBaHuu
' NADH: mexmuopuopuiuisipHbie
1l ceTH XOpOLIO OPraHU30BAHBI, 3a
| McKITFoUeHneM  aTpO(QHpPOBAHHBIX
{ BOJIOKOH

Puc.2.4. Ilpu oxpammBaHuu
ALK: akTuBHOCTH (hepMeHTa
. MOBBINIAETCS TIIABHBIM 00pa3oM B
| pereHepUpYIONINX BOJOKHAX
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\ _ ~ Puc.2.5. Ilpu oxpammBaHuu
8 ATD: BosoxkHa THmna 1 wm 2

* - OAMHAKOBOI'O pasMepa.
\ —

HNuTepnperanus naroj0ru4ecKuX HaXoA0K:
Hecneunduueckre n3MeHEHU C:

1. N3menenneM pazmepa BOJOKHA, BEIPAKEHHOE
2. HaGnronaercs nuuisTpayss MOHOHYKJICAPHBIMU KJIETKaAMHU
3. OHJIOMU3UANIBHBIN (HUOPO3 JIErKOW CTENeHU
4, BosokHa ¢ BHyTpeHHUMH siipaMu, HEKOTOPOE KOJTUYECTBO
JlaHHbIe pe3yabTaThl OMOINCKH CBHAETEIbCTBYeT 0 XPOHHYECKOM
MBbIIIEeYHOM NaToJI0THM. Caenyer HCKJIIOYUTH BEPOSITHOCTH

BOCHAIUTEJIbHON  MHUONATHH, YYHUTHIBAsA HaJUuuYMe HMHPUIbLTpAUUHN
MOHOHYKJIeAPHbIMH KJIeTKaMu [4]. Takxke pekoMeHIyeTCsl TeHETHYEeCKHH
aHaJIu3 JJId onpeaesiennuss myrauuu reia LMNA.

JluteparypHas cnpaBka:

JlaMmuHOMaTUM OTHOCSTCS K PEIKUM HAcCJEICTBEHHBIM 3a00JIEBaHUSIM
YeJoBeKa.

HaubGomnee yacteiMu sBisitoTCS MyTauuu B reHe LMNA, KoTopblil KogupyeT
nBa Oenka: mamuH A u mamuH C. OHE OTBEUalOT 3a MoaiepKanue HOpMBI sjIpa,
YCTOMYHMBOCTh K MEXaHUYECKUM BO3ICHCTBUSM U PETYIISIIIUIO KJIETOYHOIO LIUKJIa
MOCPENICTBOM MX B3aWMOJICUCTBUS C XPOMATUHOM M (paKTOpaMU TPAHCKPHUIIIIUH.

Bapuanter B rene LMNA, konupyromiem gamun A/C, SBISIOTCS TIPUYUHON
pocTa ciaydaeB 3a00JICBaHMIA.

Hapymenust, cBszanasie ¢ LMNA, wumewT  pa3HOOOpa3HyIO
(hEHOTUITMYECKYIO IKCIIPECCHUIO: OMKUCaHO0 OoJiee 15 CMHAPOMOB, OTHOCSIIMXCS K
AT (PEHOTUIUYECKUM rpynmnam [5,6]:

- Mbleunslie nuctpodum,

- Heliponatuu,

- Kapanomuonaruu,

- Jlunonuctpodpuun

- [IporeponiHbie CUHIPOMBI.

Taxxe coob1maercst 0 mepeKPhIBAOIIMXCS (heHOTHAX.
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JlamuHOonaTum — MblmeYHsble AucTpodun [7,8,9]
BpoxneHHblie MbllIeYHbIe AUCTPOG UM, CBSI3aHHBbIE ¢ 0eJIKAMM SIICPHOH
MeMOpaHbI
Cxema 2. Knaccugukanus JJaMMHONATHI

L-CMD (1iceBnoruneprpogudeckas JiecTkas
MBIIIIeYHasI TUIIepTpopusl) (MaHUecTalHs B
MJIaJICHUYECKOM Bo3pacTe)™

EDMD (Muoucrpodus Imepu-Jlpeiidyca)
(MaHH(pecTaMA B JIETCKOM WJIH B3POCIOM

BO3pacre)™*

LGMD (auctpodus Jleiinena) 1 B***

=R
=
=
S
=
o
=
=
=
<
=

[TposiBisieTcst mpu POXKAECHUUM U KIACCUPUUUPYETCS KaK BpOXKACHHas
MBILLIEYHAs JUCTPOPUSI.

Moxker  HaOmomatbess  OBICTPO — MPOTPECCHpYIOMIasi  JbIXaTellbHas
HEJOCTAaTOYHOCTh, U KaK IPABUJIO, PA3BUBAKOTCA PUTHAHOCTH IMO3BOHOYHHUKA W
ckoyno3. C1aboCTh MBIIII] II€H, MPUBOASAIIAS K CUMIITOMY "'TIaJ1ato11eil roJioBbl",
TaK)Ke MOXKET OBITh MPU3HAKOM MyTaruii Jamuaa A/C, XOTS 1 HE cTIeUu()UIHBIM.

Heb6omnpmoe unu ymepennoe nosbiiieHre ypoHs KOK B cbiBopoTke KpoBH.

MplllieyHble MATOJIOTUM PAa3HOOOpa3Hbl U MOTYT OBITh JIErKUMU. Moryt
IIPUCYTCTBOBaTh TaKW€ IPU3HAKM, KAaK HW3MEHEHUE pa3Mepa BOJOKOH H
YBEIMYEHUE COEIMHUTEIBHON TKAHM, BOCHAJIEHUE, HEKPO3 M pereHeparus.
MMMYHOTHCTOXMUMUYECKUX OTKJIOHEHUH B CapKOJIEMMAaJIbHBIX O€JKax WM
anepHbIX Oenkax He HaOmomaercs. Ho pesynsrar Tecta nHa HLA-ABC
MOJIOKUTEIbHBIN, Kak ObIBaeT B cirydae ¢ Muozutrom (MOHM) [10].
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Puc.2.6. Pesyabrarsl MPT mbiin npu EDMD
[https://neuromuscular.wustl.edu]

Adductor
Magnus

Lateral

Adductor
Magnus

Lateral

LGMD 1B; EDMD2
BoBieyeHue MbIIII TYJIOBHINA
YacTo: mapacnuHajgbHble (MHOrOpaseibHas MbIIA W JUIMHHEHIIas

MBIIIITIA)

Heuacro : abnomuHaIbHEIE

BoBJiieueHue MBIIII[ Ta3a

YacTo: Masasi sro{UYHasi MBI U CPEIAHSS STOIMYHAs MBIIIIA

Heuacro: nmosicHnyHas MbIIIa

BoBieuenne Mbilin 0eapa

UYacro: 3agame: 60mbIIas MPUBOAAIIAs MBIIIIa Oempa

HewacTo: mOpTHSKHASA MBIIIIIA, TOHKAs MBI

TuneprpodupoBaHHbIC: MpsiMasi MbIIIIA Oeapa

BogJiieyeHue MBI HOT YacTO M HA PAHHEM JTare: UKPOHOXKHAS MBIIIIIA,
MeIuaabHast

YacTo: HMKPOHOXKHAST MBIIIIA, JaTepaibHas, KaMOAaJOBHIHAS MBIIIIA
Heuacro: nepenne-narepanbHasi, B MEHbLIEH cTeneHy, yeM npu EDMD1

EDMD1

BogJieueHue MBI TYJI0BHIA OKOJIOTIO3BOHOYHBIE MBIIIIIBI,
SITOUYHAS MBIIIILIA

BoBiaedenue MbIIII 6eapa YeTHIPEXTIaBast MBIIIIIIA,
MOJTYCYXOKUITbHAsI MBIIIIIA, TIOTYTIeperoHYaTasi MBIIIIIA,
JIByXTJIaBasi MbIIIIA Oejipa, 00JIbIas MPUBOISINAS MBIIIIA
BoBiedyenne MpI HOT KaMOAIOBHIHAS MBIIIIA, HKPOHOXKHAS
MBI, MaTOOePIIOBast MBIIIIIIA
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Puc.2.8. MPT Mpimn AByX nauueHToB ¢ MyTanusivu B rede LMNA [11]

[IanmmeHT ¢ 1€eTrKOM MBIIIEUYHON
cJ1a00CTBIO.

V 3Toro nanueHTa Mbl HaOJIIO1aId
YKUPOBYIO HHPUIBTPAIMIO B CPEAHEH

MbIIEe (SM) U UKPOHOXHOM MBIIIIIE

(GMed).

3akJIoueHue:

ATOJIMYHON MBIIIIE, TOTYIEPEIIOHYATON

[IanmeHT ¢ CHJIIBHOUW MBIIIEYHON
c11a00CThIO:

Hab6nronanacs sxxupoBasi
WHQUIBTpAIUS B HIDKHEH U CpeTHEH
SITOMYHBIX MbliIax. [lopaxkeHsl Bce
MBIIILIBI O€/Iep, 38 UCKIIIOUEHUEM
npsimoit Mbinel Oeapa (RF), nmuHHOM
npuBosiei MbIIb (AL),
MOPTHSKHON MBIIIIBI (Sar) U TOHKOU
MbIIIEI (Gra), KOTOphIE HE ObLITN
aTpo(UpPOBaAHBI.

Mprimieunsie auctpodun ¢ myranusmu B rene LMNA pasnuuatorcs 1o

BO3pAacTy MaHU(ECTAIMU MBIIICYHbIX

CUMIITOMOB, CTCIICHHM BbBIPA)KCHHOCTH

KOHTPAKTYp CYCTaBOB, €CJIM TAaKOBbIE MMEIOTCS, a TAKXKE TSHKECTHU M CKOPOCTHU
MIPOTPECCUPOBAHUS U TOMOJIOTHEHN aTpoduu U C1a0OCTH MBIIIIIL.

Bce oHu uMmeroT o01iyro 4epTy, a8 UMEHHO, BBI3BIBAIOT YTPOXKAIOIIEE KU3HU
3a00JieBaHKEe cep/lia, XapakTepu3yolieecss HapyIEeHUIMU MPOBOJUMOCTH W/WIH
pUTMa, CBS3aHHBIMU C JWJIATAllMOHHOW KapJMOMHOIIATHEH, YTO MPUBOJIUT K
BBICOKOM 9aCTOTE CIIy4aeB BHE3AITHOU CEpCUHON cMepTH™.
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Myrtauuto B rene LMNA crienyer y4uTbIiBaTh y MalUEHTOB C MUONIATHENW U
BOCIHAJIMTEIBHBIMA U3MEHEHUAMU B MJIAJIEHYECKOM BO3PACTE. DTO MOXKET IOMOYb
n30exaTh YrpOXKarolX KU3HU SIBICHUM, CBI3aHHBIX C JJaMUHOIATHEH.

B HacTosiiiee BpeMst y HAC HEAOCTATOYHO CBUJIETENIBCTB B MOJIb3Y TOTO, YTO
Tepanus CTEPOUIAMHU MOXKET IPUBECTH K HEKOTOPOMY YIIYUILIEHUIO IBUTATEIBHOM
GyHKIIH.

OcHoBHas KJIMHUYeCKas npobiema, cBazaHHass ¢ LMNA, 3akmodaercs B
deHoTunax, KOTOpbIE HMHIYLHMPYIOT PUCK BHE3AMHONM CEepACYHOW CMEpTH
BCJIE/ICTBHUE 3JI0KaYE€CTBEHHON apUTMHH.

TpancmulanTanus cepAaua MOPOUIEBACT  NPOAOJDKUTEIBHOCTh  JKU3HHU.
[IoaToMy T1IpM JaMUHONATHSX PEKOMEHIYETCS paHHEE HalpaBiI€HUE Ha
TPAHCIUIAHTALUIO CEPALA.

JlaMmuHOMNaTHM 4YacTO MPOSBISAIOTCA B BUAE (GUOPWILISALMU MpEAcepaui U
JIPYTUX IpeIcepAHbIX apuTMuil. OHHM CONPSKEHBI ¢ BBICOKMM PUCKOM MHCYIBTA
U JIpyIHUX  KapAUOdMOOJIMYECKHX  OCIOXHEHHH, 1O03TOMy  TpeOyroT
CUCTEMATHUYECKOIO MPHUEMa aHTUKOATYISHTOB B TEPAIEBTHUYECKUX LEJAX, BHE
3aBUCUMOCTH OT onieHkH 1o mkajie CHADS-VASC [12,13,14].

Kuannuveckuii ciay4aii 3. [IpokcumajibHass MUONIAaTHA (BPOKIEHHAA
MBbIIICYHAS TUCTPOGHS WIH BOCHAINTEIbHAT MUONIATHS)

JeByuika, 16 Jer

OcHoBHas kaj100a: HAPYIIECHUE TOXOIKHU

AHaMHe3: HEOTATOILICHHBIN

CeMeliHbI aHAMHE3: HEPBHO-MbILICYHBIX 32007 I€BAHUI B CEMbe HET
MeauIUMHCKHIA OCMOTP: BBIPAXKEHHAs, MPEUMYIIECTBEHHO IPOKCHMAJIbHAS
MBbIILIEYHAss C1aboCTh W arpodusi, 3a HCKIIOYEeHHeM MbIimn Jjuna. Cuna
JUCTAJIBHBIX MBI B Ipeneisax HOpMbl. [uneprpodpun wunu arpoduu
MKPOHOXKHBIX MbIII He HaOmomanoch. Cumnrom loBepca MONOXKUTEIbHBIN.
[Toxonka «yTtuHas» win mMuonaruueckass. CyxXxoKUIbHbIE PeQIIEKChl CHUKEHBI.
Jucdaruu wim nu3apTpuu He HAOIIOAIOCh.

Jlannble jgadopaTtopHbix ucciaenopanmuii: KOK 7930 ME/n (nopma 45-163)
AyTtoanturesa: Jo-1 (-), ANA (-)

OMI': PanHee pexkpyThpoBaHue, (QUOPUIISALUS U TOJOKUTEIbHBIE OCTpPbhIC
BOJIHBI, MOJIU(a3HbIEe €AMHUIIBI C HU3KON aMIuinTynoi BoiaHbl. CRD B HEKOTOPBIX
MBIIIIIAX.

IKI': HopManbHas
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Taoauna 3.1. UcTopus 6os1e3H1

16 seT: HE MOXKET

MOJHAMATHCA 110 JISCTHHUIIE U
8 J1eT: 14 ner: HyXHBI IOPYYHU AJIS XOJHTb 6€3 IOCTOPOHHEH

MeIIEHHBII 6eryH IIoabeMa 110 JIECTHULIC TIOMOIIH

13 Jger: 15 net: He MOXET BCTaTh
HE MOJXET €3/IUTh Ha BEJIOCHIEE, C TPYAOM U3 TIOJIOKECHHUS CUIS U
noxHuMaercs 1o gectHune, KOK 10 000. 1noBepHYTH TEJIO B IOCTENH
Buorncus MbIIII: HEKPO3 U
pereHepanus, MHTEPCTHIMAIbHBIA Guopo3,
H3MEHEHHUE pa3Mepa BOJIOKOH, B Pe3yJibTaTe
Yero CTaBUTCS AUArHO3 MbIIIEYHAS
nucrpodus

Pe3yabTaTthl, npoBeeHHoi OMoncun Mol (puc.3)

: Puc.3.1. Ilpu oxpammBannn H&E:
. HaOJIFOIAI0TCS BBIPQ)KCHHBIC
'~ pasznuuus B pa3Mepe BOJOKOH oT 20
qo 100 MukpoH B JIMaMmerpe.
1 Hekporrueckue u
. PETEHEPUPYIOIINE BOJIOKHA
| paccessHHBIL. Y HEKOTOPBIX BOJIOKOH
| UMEIOTCS BHYTPEHHUE a1pa.

HaGromaercst YMEpPEHHBII
. SHJOMU3UAIIbHBIN ¢udpo3.
HaoOmromaercs UHOUIBTpAIUS

\ KUPOBOU TKaHU

Puc.3.2. Tlpu okpamuBanuun mGT:
pa3opBaHHBIX KPACHBIX MBIIIEYHBIX
BojokoH (RRF), nHemaimnHOBBIX
MaJIOYeK W BaKyoJied B OINpaBe HE
HaOJIrO1aeTCs. Haobmromaercs
XOporias MUEITUHU3AIHSI
nepuQepuIecKoro HepBa
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Puc.3.3. [Ipn OKpAaILIMBaHUU
NADH-TR:
MeXMHUOPUOPIILISIPHBIE ceTu
ClIerKa HapyIICHbI, BHENIHUW BU]I
BOJIOKOH Tuma | HamoMHHAET
M3BEIICHHOE MOJIBIO BOJIOKHO (MOth-
eaten appearance).

Puc.3.4. [Ipn OKpaIIMBaHUU
| AT®a30ii: rpynmupoBKa THIIOB
BOJIOKOH He HaOumogaercs. Bomokna
tuna 2C, paccesHHble, HabII0JaeTcs
BEIp2OKEHHAs arpodusi  BOJIOKOH
THMa 2

NMMYHOTHCTOXUMUSA

Puc.3.5. HLA-ABC:
HOJIOKUTEIBHBIN

Puc.3.6. HLA-DR: otpumnarensHbIit
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HNuTepnperanusi NaTo10ri4ecKuX HaXo10K:

Muonarnueckue u3MEHEHUA C:

1. BripaxxeHHBIM H3MEHEHUEM pa3Mepa BOJIOKOH

2. PaccessHHBIME HEKPOTUUYECKUMU U PETCHEPHUPYIOITUMHU BOJIOKHAMH

3. HexoTopbIM KOMMYECTBOM BOJIOKOH C IIEHTPAIN30BaHHBIM
PacCIoJIOKEHUEM siipa

4, YMepeHHBIM 2HI0MU3UATIbHBIM (PUOpOo30M

5 BripakeHHBIM KOJTMYECTBOM BOJIOKOH T 2C

IlpuBeneHHble BbIle JaHHbIE YKa3blBAT HA XPOHUYECKHE
MHONIATHYECKHE M3MEHEHHUSl C MPoleccaMH HeKpo3a W pereHepaunmu. lIpu
ummyHorucroxumuu (MI'X) pesynbrar Tecra Ha HLA-ABC nonoxuTenbHbId, a
Ha HLA-DR — ortpunarensusiif. Heobxomumo mpoBepuTh aHTUTENA,
cnerupuaeckue g muosuta HMGCR(+) MOHM — nMMyHOOTIOCpeioBaHHAS
HEKPOTHU3UPYIOIIasi MUOIIATHS.

Cxema 3.1. Iloyemy Ba:KHO 3HATh TOYHBIH /JAUMATHO3 B JAaHHOM
KOHKPETHOM cJryyae?

JeBouka

VYXynieHue ABUrareabHON akTUBHOCTH € § JieT 10 16 ser

[Iporpeccupyromas MplleyHas

c1abocTh, OUeHb BhICOKUI ypoBeHb CK
(10.000-7 930)

MelmeyHas ,Z[I/ICTpO(bI/Iﬂ BocnanurensHas MUOIIaTHS
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Tabnauua 3.2. {udgdepeHunanbHasi AUATHOCTHKA JAHHOIO CJIy4Yast

| 3 | [lporus_

MeIieunas
mucTpodus

Bocnanutensnas Hapymenne mnoxonku, BbIpakeHHash MblieyHas Jucdaruu

MUONIATHS
(MHO3UT)

Hapymienne moxoaku, MbIIedHass caadocTh, MBIIIIbI JIHIIA HE
ITOJIOKUTENBHBIM cuMITOM [0Bepca. «YTHHHAS»3aTPOHYTHI.
MIOXO/IKAa, CHID)KEHUE CYXOXUJIbHBIX peduekcos, ' uneprpodun

K®K 10,000-7,930 ME/n; Aytoanturena: Jo-1 (-),nnu arpoduu
ANA (-) MKPOHOXKHBIX
buoricuss MBI HEKPO3 MW pereHeparysi, MbIIIII] HE

MHTEPCTUIMATBHBINA (HUOPO3, U3MEHEHUE pa3MepaHaOII0NANOCh.
BOJIOKOH

WITH
cmaboCTh, MPEUMYIIECTBEHHO TMPOKCUMATLHBIX TU3aPTPUU HET.
MBI, ¥ aTpo(dusi, TMOJOKUTEITHHBIM CHMIITOM AyTOQHTHTENIA!
IoBepca, «yrtunHas» mnoxoaka. CyxoxunbHbieJo-1 (-), ANA (-)
pedaexcel camkensl. KOK 10 000-7 930 ME/x;

buoricust  MbIIII:  HEKPO3 MW pereHepars,
MHTEPCTUIMATBHBINA (HUOPO3, U3MEHEHUE pa3Mepa

BOJIOKOH, HEKOTOpbIE BOJIOKHA c
[IEHTPUPOBAHHBIMU SAJIpaMU

JlureparypHasi cnpaBka

CxeMma 3.2 AIroOpuTM IMArHOCTUKH MPOKCHMAIbHBIX MUONATHIA [15]

[inarHocTuka Ha npeamer UBM:

| AwarvocTuka Ha npegmer IBM MlpoKcumancHas logocrpas:
S —— mMuonaTua : MHO3MT)
XpOHHYeCKas: HECKONbKO MEeCRLEs o
KAMHUYECKHE NPHU3HAKM: 06bluHo >1 roga + NOBbILEHHbIA
Crubarenu nanbues crabee, Yem oTsoaALMe yposeHb KOK

MblLUBI NAeYa

Cnabocrs pasmbarenei konexa > crubareneit
Geapa

KOK 8 Hopme o <15x BMH

KakoBa octpota cumnTomos?

WCHAI04HTS APYTHE NPH4MHE! NPOKCHMANLHON MHONATHK, CBR33HHBIE C

Ceponoruyeckoe Uccnef0BaHme
*CeupiQH4ECKHE U BCCOLMMPOBIHHBIE C MHO3HTOM 3HTHTEAa

AHanu3 Ha Hanwame anTHTen K tNIA TOKCHHAMMH, AsmuTeno He oAxmuTena HMGCR
NP NONOKMTENLHOM Pe3yAbTaTe: BepORTHbIH IBM " HAEHTHEHLADO2HO sAnuTena k ANA, ENA, acIHK (479 noATBepHAEHHA CONYTCTBYIOWErD
(pacemorpers Bonpoc o HeobxogumocTH 336011@83HHA COBAMHHTENBHON THAHH)
NPOBE/EHHR AONOAHKUTENbHbIX TECTOB)
NIDH OTPHUATEABHOM Pe3yAbTaTe: nposecti MPT u
Guonoen TpoBeuTe JanbHeiLUYIo OLEHKY HanH4MA
MPT PacnpocTpaHeHna MHo3uTa 3 WUpexmuéuymposaxo
MbiLUL, HTHTERD
ONpeAeHTs uenb Groncum
IMF MbiLuL, NOPAIEHHBIX ¢ MPT Meiuy, NOPaKEHHBIX ¢
BMONCHA MBILY KAMHHNECKOM TOUKH 3peHMs: —i K"m'":pw= - — [1ONHOCTbIO K CEPONOTUYECKHH NPODHIL
CoueTaHHe BOCAMMTEbHbIX H AEreHePaTHBHBIX * NOBLILIEHHEA HHCEPLMOHHEA *Anbdysvoe wik dparmerTaproe Her COOTBETCTBYET KAMHUYECKOM KapTHHE?
NPU3HAKOB M MHTOXOHADHANBHbX BHOMANMH 3KTHBHOCTS, NOTEHLKaN younenwe - STIR-CHHaN 8 mbile ¥ i
= OubpuarALM Onpegenwrs nyswyio uenesyio
» Menkue ABUraTenbHble eAuHMUb! Mblwy Ia
* OTCyTCTBMHE HEHPOTEHHbIX EAMHHL
onpeAeuTs 2 (S
Lenessie BepoaThbii MBM: AKarko3, NOATBEPIK/ACHHbIH CRPONOTHHECKUMMH
MBS HCCNeA0B3HHAMM
0 NOAKNaCca 8 c +
buoncua moiw i
HMGCR AB+: Maupent
WOHM OKOHYaTenbHbIi AKarHo3 UBM no pesynstatam NIpMHHMAN CaTHHbI?
« Hexp sonoKHa TUCTOOMM4ECKOro UCCARO0BaHUA Her
Mepexpecribili MuosuT [lepmatomuosut
* OTCYTCTEMHE NEPUMMIHANBHOTO MHGWNE He cafizanHbie c0
— PG A, e e W + MepudacuykynapHan ! ‘ st cramanamu HOHM
IHAOMH3HANBHbIE BOCNAAMTEABHbIE KABTKH Mo3HT
MPU3HaKOB: W” G PACCMOTPETD BO3-To.
* SRP-nonoxwuTensHbie HOHM e CHHAPOM Heie HOHM i
* HOHM, / i TKakH \ i MPT+Bouncun s
C UOHM WOHM e TIOATBEPKACHHA AUarHO33
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Ta6muua 3.3. KNiuHUKO-IaTOI0OrHYecKHe XapaKTepPUCTUKU OCHOBHBIX
NOATPYNI HANONATHYECKHX BOCHAJMTEIHLHBIX MUonaTuii [16]

O T ——. IlaTojornyeckne NPU3HAKH
IMoarpy|Accounup —— HAMMYyHOTHCTOXHMHYECK
Nna | oBaHHOe T'ucroiornyeckue He NIPU3HAKHA IIpumeyanue
CBSI3aHHbIE C HUMH
HUBM |anTuUTE0 ranoThn(-r) HLA NPU3HAKHU HLA-| HLA- C5b-9
ABC| DR
TunuuHOE MmopakeHue
KOXxH 1pu JIM:
IIpusnak l'oTrTpoHa,
marmynsl  [oTTpoHa,
TEITMOTPOIHASL  CHIIIb)
o IbieTHOCTE,
IPak-acconuupoBaHHBIN
BBI3BaHHAS
Muo3utr  (>39  jer)llepudacuukynspHas .
mepracIuKyISIPHON
Hepma Tsoxenas KOXKHAs|aTpO (U, BEIKOIOTHIE
Kammmsiper  |HOT MOJKET|
tomno3| AuTu-TIF- pputema HLA-DQB1 BaKyOJIH
1 o o -[+ +++ MPUCYTCTBOBATh IIpU
ut(JIM 1y 02:01  (roHOmIECKUI] HE3HAUYUTEIBHBIN
N Capkonemma +Bcex JIM,  MeHeg]
) imepmatomuo3ut) HLA-  mumdorurapHsii
DQB1 *02:02 uH}uIbTPaT PLIDIKCHA TIPH AHTH~
' p MDAS IIpn Beex JIM
(B3pocibIe)
oTMeuaeTcst
[10JIO>KUTEIIbHBIN
[pE3yNIbTAT aHANIN3a Ha
MxA B
CapKOIIa3MaTHIECKU
X yJacTKax
nepuQacIuKyIsIpHas
aTpodus,
nepu}acuuKyIIpHBI
11 HEKPO3,
NepuMU3naJIbHasz
BLIpa)KeHHOe COCIMHUTCIIbHAA
TMOPaXECHUE MBILII] TKaHb CapKOHeMMa
Antu-Mi-2 ’ + | -+ +++
HLA-DRB1 *07:01 (dparmenranusi, R
HLA-DRB1 *03:02 |nepudacuukyisipHas p
IIEI0YHAs
tdocdaraza, MoryT
NIPUCYTCTBOBATH B-
KJIETKH U KJIACTEPBI
B-kierox
FOHOmeckuit
IepMaToOMHUO3UT,
mepMaToMuO3UT  0e3
AnTU-NXP-[nepmatuta (DMSD Kanumnsper +H
P ( 2’ Muxkpoundapkr |-[+| -+ p
2 [paK-acCOLMUPOBAHHBIH Capxonemma +
MHO3UT,  KaJbLUHO3,
MIICMHAA MBIIIL, OTCK]
KOKH
AMHMOTIATHIECKUH
IMepMaTOMHO3UT,
OBICTPO
MPOTPECCUPYIOILEE
aTanbHbIN )-U3J1
(& ) Y He Kanunsiper +
i IR MAIHCHTOB, | o s ndactmkymspras| -+ | -+ | Capromemma
MDAS  [u3bs3BiacHUE p HMKYTAp P
N aTpodust +/-
CITU3MCTONH  00O0JIOYKH,
MaJbMapHBIC TIAITYJIbI,
HEPYOITYIOMAsCs
QJIOTICHA, TAHHUKYJINUT
HLA-DRB1 *01:01
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HLA-DRB1 *04:05
HLA-DRB1 *12:02

AnTtn-SAE n3J1 [epupactuxynapuaz Kammmsiper
aTpodus
IHexpo3 u
[pereHepanys
MHO(DUOpHHA, |AHTHICHHTETa3HBIH
AHTHC rVIepH(I)acuHKynﬂpHH CHHIPOM: Ppa3INYHbIC
WHTETa Muosut >H3JI HLA-B|" HEKpO3, comMOumaI:
suiit | Anmn-Jo-1 | *08:01 HLA-DRB] [/CPHAMU3HATBHAA Caproesa [0 3T,
*M. COeAMHUTENbHAS (enomeHa PeiiHo, pyK|
CHHIPO 03:01
" TKaHb, MeXaHHKa,
(bparmeHTarys, MOpaXEHUsI CYCTaBOB,
nepudacuuKyIspHast ITXOPAIKH
IIeI0YHast
(docdaraza, W
AnTH-PL-7 N3J1 >muo3ut CapkoiemMMma
AHTH-PL-12 N3JI >muo3ut CapkonemMma
Tspxenoe mopaxeHne
AnTt-0J MBIIII] HA paHHEH CapxkoiemMMma
CTaguu
IHexpo3 u
[pereneparys
Puck nopakeHuss  |MBIIIEYHBIX BOJIOKOH, HNOHM: p62
MOHM| Autu-SRP cepaia [paccessHHOE CapkosiemMMma | auddy3HbIe METKHE
HLA-DRB1 *08:03 [Bocmanenne TOUYKU
(Makpocdaru >
M OLUTEI)
Pak-acconunpoBaHHbII
MHUO3HT?
Antn- HLA-DRB1 *07:01 CapKoeMMa
HMGCR (YOHOIIIECKHIA) P
HLA-DRB1 *11:01
(B3poOCITBIif)
Ceponeratu o
L Pak-acconuupoBaHHBIN e
HOHM MHO3UT
H&E:
Uacto acummerpuuHas] JuMdoruTapHas p62 JIUCKPETHBIN
c1abocTh, pazrudaTeny WHBa3us B cyOcapkoieMMalIbHBI
KOJIeHa, crubateny|  SHIOMHU3HMHU U i, mNepUBaKyoJsIpHas
MabIeB HEKPOTHYECKUX 001acTh
45 gner (B ©Oosee BomokHax mGT: CD8
IBM |Anti-cN1A?Mos010M Bo3pacTte NpH| BaKyOJld B OMpaBe |- +/- SHIOMH3HAIHHEIH,
BUPYCHO- or: gor- HMHBAa3Us
ACCOIIMMPOBAHHOM OTpHUIATENILHbIC HEKPOTHYECKIMHU
IBM) HLA-DRB1 BOJIOKHA BOJIOKHaMU
*03:01 TyOynodunameHTs! B Bricokoauddepenim
HLA *08:01 BaKyOJISIX W/WJIH B poBaHHBIE T-KIEeTKH

Aapax
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NvmyHHoOnocpeaoBaHHass Hekporusupywumas muonatusa (MOHM)
[17,18,19]

CornacHo BeiBogaM 1o MOHM, caenaHHbIM B pamMKax MEKIyHapOJHOTO
ceMHHapa, mpoBouBIIerocs: EBpomneiickum HetipomsiiedHbiM ieHTpoM (ENMC)
B 2016 rony, MOHM noapasnensercss Ha TpYU HOATPYHIIBI B COOTBETCTBUU C
BBISIBJIICHHBIMH aHTUTEIIAMU:

1. NMOHM, accomuupoBaHHass C AaHTUTEJIAMHU K  4YacTULIAM
pacrio3HaBaHus curHayioB (SRP)
2. NOHM, accounnpoBaHHass ¢ aHTUTENAMU K 3-THIPOKCHU-3-

Metuiantyapui-kopepment A peaykraze (HMGCR),

3. CeponeraruBaas MTOHM
NOHM moeT nopaxkarh JIIOAEH pa3HOTO BO3pacTa
VY nereli 3a0ofieBaHHME MOXET MPOTPECCUPOBATH MEMJIEHHO W 00J1a/aTh
MpU3HAKaMH, MPUCYIIUMH MBIIICYHON JUCTPOPHUHU; CaMblii paHHUN BO3pacT
Manudecraruu MOHM cocrapnser 10 MecsieB y naldeHTa ¢ mojJoKUTeIbHBIM
tectoM Ha anTuTena kK HMGCR

Cxema 3.3. AJIrOpuTM JIeYeHHs] UAMONATHYECKOT0 BOCHAJIHUTEIHLHOIO
muo3utal20]

Hﬂe}];HI/BOJIOH
BBUI A
L
Purykcumad E
'] %
=3
apyroe =

3akJir0ueHue:

Nnuonarnueckuit Bocnanurenbubiii Muo3ut (MBM) npeacrasnsieT coboi
reTePOTCHHYIO TPYIITY 3a00JIeBaHUN, MOPAKAIONIUX MBIl U TPUBOISAIINX K
3HAUUTEIbHOW NHBAJIUIN3AIUY.

[nsa onpenenenus knacca UBM Bce yalnie UCHONB3YyETCS CEPOTIOTUUECKOE
HCCIIEIOBAHUE, KOTOPOE TAaKXKE€ AOMOJIHAET KIMHWUYECKYI0 KapTUHY, MOMOTas
MOHSATh  B3aMMOCBS3b  MEXIy  3a0o0JieBaHUSMH  (3JI0KQYE€CTBEHHOCTb,
JIOTIOJITHUTEJIbHBIE XapaKTEPUCTUKU MBIIIII) U COCTABUTH MTPOTHO3.

[Ipequu3omoH ©  pUTYKCUMAO  MO-TIpEKHEMY JIeKaT B OCHOBE
WMMYHOTEpAnuy, HO B HACTOAIIEEC BPEMsS MPOBOIATCS MHOTOOOEIIAIOIINE
UCTIBITAaHUSI 10 M3yYCHHWIO HOBBIX METOJIOB JICUEHHUS 3a00JeBaHUN, HE
MOJITATOIIUXCS JICYCHUIO ™ .

Tem BpeMeHEeM TIOABIAETCS BCE OOJBINE CBHUACTEIHLCTB B  TOJIB3Y
npumeHenuss BBUI' u purykcumaba npu MOHM, a taxke MyabTUMOIATBHOM
Tepanuu y MarrMeHToB ¢ ObICTPO Tporpeccupyromum MDAS nepmaroMuo3uTom.
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Taxxke mNOpomoOmKAEeTCS HCCICAOBAHUE METONOB JICYCHHUS] MHO3UTa C
TenablaMu-BrioueHussMu(IBM), B paMKax KOTOPOTO IPOBOSTCS
MHOTOO0OEIIAONTNE UCTIBITAHMUS.

Knunnuyeckuii cayuyai 4. Bpo:kneHHass MUOTIATHSA

Maabuuk, 1 rog 6 MecsIes

OcHoBHad xka100a: 00111as1 MbIIIEYHAs! CJIA00CTh U TUIIOTOHUS

CeMeiinblii aHAMHe3: HEPBHO-MBIIIEYHBIX 3a00JI€BaHUI B CEMbE HET HE OT
OMU3KOPOACTBEHHOTO Opaka. Y maiieHTa ecTh 370pOBbIil Opar.

Hcropusi pa3BuUTHsi: CIEIUT IJa3aMUd C 3 MECALEB, JIPYrUX JTanoB
Pa3BUTHS, BKIIIOYAs ylepKaHUE TOJIOBBI HE IOCTUTHYTO.

Menununcknii ocmotp (B Bo3pacre 1 roma 3 mecsieB): poct 60 cM, Bec
3460 1, OKpyXHOCTh TroJioBbl 41,5 cM. BeIpaxkeHHas oOIIass MbIlIEYHAS
TUTIOTOHMS, c1a00CTh U aTpodusi. Takke HAOIIOIATOCH MOPAYKEHUE MBI JIUIA
U BBICOKOE apkooOpasHoe He0o0. Bce miyOoOKue CyXOXuiIbHbBIE PpPeQIICKChI
OTCYTCTBOBAJIH.

Jannble nadoparopHbix ucciaegopanuii: KOK 439 ME/n (B Hopme: 62-
287), ACT 58, AJIT 28, JIAI" 385, nakrat 8,3 (B HOopme 3-17), nupysat 0,40 (B
Hopme 0,30-0,94)

IMI': MuonaTn4ecKue N3MEHEHUS

Komnbrorepras tomorpagust Mpimn: ooimias arpodus

MPT ro/i0BHOTr0O MO3ra: WHTEHCHBHBIA curHan Ha T2 B
MEePUBEHTPUKYIISIPHON 00TIaCTH.

Taoauua 4.1. Uctopus 3a00,1eBaHuA

HenonomenHnsiii pedeHok, 34 Hemeu, 2234 1,
O061as MbIlIeYHas c1ab0CTh, TUIIOTOHUS, BIPAXKCHHBIN 4 mecsina
IUIEBPATBHBIN BBIIOT, IO IOBOTY KOTOPOTO KaMeHb B MPaBOM MoukKe
MoTpe0OBANOCH APSHUPOBAHUE TPYIHOM KIETKHU, U
3aKyIMoOpKa MPaBOr0 MOYETOYHHKO-TA30BOTO COWICHEHHS.
OH ObUT HEMeJIEHHO moaKoueH K MBJI

3 Mecsa 1 roa 3 mecsina
napoKCU3MalibHas 00Iasi MbILIEUHas CIa00CTh U
TaxuKap/I¥s; HAYaTO THUIOTOHHS, ObLIa POBEICHA
NpUMEHEHHE OUOIICHS MBILIILL
MIPOTIPAHOIIONA
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Pe3rome KIIMHNYECKUX JaHHBIX Ha OCHOBE aHaJIM3a aHaMHe3a:

Henonomennsiii pedeHok (poauicst Ha 34 Hezene), HOpMAJIbHBIN BEC Ipu
POXACHUU, HU3KUN Oaiul mo mkane Anrap, TMIOTOHMS, MBILIEYHas CladoCTh,
IUIEBPUT, OOCTPYKLIUS JJOXaHOUHO-MOYETOUHUKOBOTO CETMEHTa, HEOOXOAUMOCTh
UCKYCCTBEHHOM BEHTWJISILIMY JIETKUX, HH(OpMaMU 00 aCPUKCUU HET.

B Bospacte 1 toma 3 mecsama rumotpodusi, MuKpomeda s, 3aaepiKkKa
pa3BUTHS, MTOPAKEHUE MBIIII] JUIA, BEICOKOE apKkooOpa3zHoe HeOO, OTCYTCTBUE
CYXOXKUJIBHBIX pe(dIeKcoB, MOTEps Beca U OTCTaBaHKUE B (PU3NUECKOM Pa3BUTHHU.

Taéumua 4.2. IndpepenuunaibHblii AMATHO3 IPH IEPBOM 0CMOTPeE

Cocrosinue

11T

3a IIpoTus
Husknmii G6anmnm mo Amnrap, mmoTtoHus1, MbIIeqHas ciaboCTh,

(uepeOpabHbINA BEHTUIIALNS JIETKHX, TUIEBPUT, OOCTPYKITUS JIOXaHOYHO-

napajimy)

Munonarung

3a/iepKKa pa3BUTHS, CJIETKAaMOUYETOUHUKOBOTO CETMEHTA C IIPaBoit
MOBBIIIICHHBIN YPOBEHBb CTOPOHBI, HHpOpMAITUs 00 achukcrun
K®K, HecrmocoOHOCTh KOTCYTCTBYET, CIA00CThH MBIIIIII JIUIIA,
MOJTHOLIEHHOMY Pa3BUTHIO, BBICOKOE apKooOpa3Hoe Hebo,
Nutencunblii curHain Ha orcyrcrBue I'CP, muonatuyeckue
T2 B nepuBEHTPUKYIIPHON U3MeHEHUs1 Ha DOMI.

oOnacru.

Hopmanbhnass wmacca TenaHepBHO-MbIIIEUHBIX 32001€BaHU B
npu POXKJICHUH,CEMbE HET, KDOBOCMEIIICHHUSI HET,
TUIIOTOHUS, MblieuHas yposeHb KOK ciierka nossliiies,
cnaboctb, Tpedyerca MBJI, mukpouedanus.

Ha 3 Mecsle pa3BUiIach

napoKcu3MabHas

TaxukKapausg, Ha 4 Mecsie

oOpa3oBajicsi KaMmMeHb B

IIPaBOM MOYKeE, IOTEPs BECA

u OTCTaBaHUE B

buzngecKoM Pa3BUTHH,

c1ab0CTh JIMIIEBBIX MBIIIII,

BBICOKOE apKooOpa3Hoe

He0o0, OTCYTCTBYIOT

CYXOXUJIbHBIE pe]IIeKchl,

Ha OMI' —

MHUOIIATUYECKHE

HU3MEHEHUS.

Komnbrorepnas

TOMOTpa(us MBIIIILI:

obmas arpodust
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Pe3yabrarnl, npoBeaeHHON Ononcuu Ml (puc.4)

W L. & 7Y Pucdd. Ilpu oxpammsaHun

’ . O R 3?} “s _H&E: wusMeHeHHe pasMepa
2. . W &' a
P ol ,* . “BOIIOKOH yMEPEHHOE, HEKOTOPBIE

e 4 <& BONOKHA C YBENMYCHHBIMH W

Y 4 PACIIONOKEHHBIMH 10 LEHTPY

"% 4 “a/paMH, HEKOTOpbIE BOJOKHA C
- % %nanouxamu (KpacHas CTpEIKa).

A\
;K‘l !

g
)
1
N

. mGT: HEKOTOPOE
%" KOJIMYECTBO BOJIOKOH C
;‘dﬂeHTpaJIHBOBaHHBIMH SAIpaMHu 1
najoykaMu (KpacHasi CTpeJiKa)

Puc.4.3. Ilpu oxpammBaHuu
AT®a30it: arpodusi BOJOKOH

HNuTepnperanus pe3yJbTaTOB O0MONCHH MbIIIIL
Muonaruueckue U3MEHECHHUS:

1. YMepeHHoe n3MEHEHHE pa3Mepa BOJIOKOH

2. HekoTopoe KomuecTBO BOJIOKOH C YBETUYCHHBIMHA U PACTIONIOKEHHBIMHU
0 LIEHTPY SApaMU

3. HexoTopoe KoIM4ecTBO BOJIOKOH C BHYTPHUSACPHBIMH CTEPKHIMU

4, ATpodus BojoKkoH Tuna 1

[IpuBeneHHble BbIllIe [TAHHbIE CBHAETEILCTBYIOT O XPOHHYECKOM
MHonaTu4YeckoM 3a0ojieBanuu. BmecTte ¢ Hajau4yueM BHYTPHUSIIEPHBIX
NAJI0YEK ITH JaHHbIE CBUIETEJIHLCTBYIOT 0 HEMAJTHUHOBOH MHONATHH.

Takum 00pazoM, KOMIUTIEKC KIIMHUYECKUX U MATATIOTHUYECKIUX HAXOOK TAKMX KaK:
1. OO0111ast MbllIedHas ¢1a00CTh U THIIOTOHUS
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2. HopmanbHas macca Tena npu poxkJIeHUH, paHHSSE BEHTUJISILUS JIETKUX, B 3
MecsIa apoKcu3ManbHas Taxukapaus, B 4 Mecsiiia 00pa3oBaHue KaMHEH
B MPaBOil MOYKe, B Bo3pacTe 1 rojma 3 mMecsieB morepsi Beca U OTCTaBaHUE
B (usnueckoM pa3BUTHUM, TOPAKCHUE MBI JIMIA, BBICOKOE
Kymnosiooopaznoe He6o, CXP oTrcyTcTBYIOT

Yposenr KOK crnerka nossiiiien — 439 ME/n (Hopma: 62-287)

OMI': MuonaTnyecKue N3MEHECHHUS

KommrorepHast Tomorpadus MeImii: o0miast arpodust MbIIIII

buorncuss MBI BOJOKHA C YBEJIWYEHHBIMU U PACIOJIOXKEHHBIMU 10
IEHTPY SIpaMd W BOJOKHA C BHYTPHUSJACPHBIMU ITAJIOUKAMH, aTpodus
BOJIOKOH THIA 1.

Bce BhllllenepeuncIeHHOE YKa3blBA€T Ha MHOIMATHUYECKOe 3a0oJeBaHMUE,
YCUJIMBAET MOJ03PEHNE Ha HEMAJIMHOBYIO MUOIIATHIO, a OOHApYKEHHAsl MyTaIlus
reHa ACTA1 noarBepxkaaeT NpeanoaoKeHue 0 HeMaJIuHOBOM MUOTIATHH.

©o 0k w

JlureparypHasi cipaBka 1o MHONATHM, CBA3AHHOM C MyTaluel B re’e
ACTAT1 [21,22]

ACTALI »10 Ten Ha xpomocome 1q42.13, komupyromuii anbpa-aktu 1,
KOTOPBIN HKCIIPECCUPYETCS B CKEJICTHBIX MBIIIIIAX.
Mytanuu ACTA1 BbI3bIBaIOT HEMAJIMHOBYIO MHOIIATHUIO THUIA 3, BPOXKICHHYIO
MHUOIATHIO ¢ U30BITKOM TOHKUX MHUO(MUIAMEHTOB, BPOXKJCHHYIO MHOIIATHUIO C
MOPaXCHUEM CEPJILIEBUHBI MBIIIEYHBIX BOJOKOH W BPOXKIACHHYIO MHUOTIATHIO C
JUACTIPONOPLIMEN TUIIA BOJIOKOH.

DT0 rpynmna pasHOOOpa3HBIX 3a00JICBAaHUN  MBIIIL, OTIUYAIOIIUXCS
TETEPOreHHOCTHIO0 KIMHUYECKUX U TUCTOJIOTHYECKUX MPU3HAKOB.

Kak npasuno, Manudecrtaius 3a00JieBaHUsI TPUXOJUTCSI HA HEOHATAJIbHBIN
NEPUOA.

JnarHo3 BpOXJEHHOW MHONATHH JOJKEH OCHOBBIBATHCSA HAa TIIATEIHBHOM
M3YYEHUU KIMHUYECKOM KapTUHbI WM TOATBEPKAATHCA JOMOJHUTEIbHBIMU
UCCIIEAOBAHUSAMM, UCKITIOUAs HAIMYUE IPYTUX MUOIATUH.

Jns AMarHoCTUKM BPOKIECHHOW MHOIATHUA I[IUPOKO HCHOJIB3YETCS
TUCTOMATOJIOTHYECKas KiIacCUpUKAUSg M B TOCJIEIHEE BpeMs, C MPHUXOJIOM
COBPEMEHHBIX TEXHOJIOTHI1, €€ HEPEJIKO 3AMEHSET T€HETUYECKasl TUarHOCTHKA.

I'ucronarosiornyeckue TUNbI BPOKIEHHBIX MUONIATHI

Hema/nHoBast SinepHasi MmuonarTusi [[[eHTposmepHa BpoweHHaﬂ
MHUONATHUSA 51 MHUONATHUSA c
AMCIIPONOPIHeEN
THUIIA BOJIOKOH
Hannune menkuxMmuonatus Ha ouorncunHenponoproHanbHa
MajJI04YK000pa3HBI [[[EHTPAIBHOTO SIIPA, AMBIIIIII —s1 pa3sHULIA B pa3Mepe
X BKJIIFOYCHHH B[TAKXKE MHHU- VMMHOTOYHCIICHHBI MBILLIEYHBIX BOJIOKOH
MBILLIEYHBIX MYJIbTUSIIEPHAS e I u Il Tunos, mpu
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BOJIOKHAX.  JTHUMHONATHUSA CpacroJIOAKEHHBIE KOTOPOM MBIILICYHBIE
BKJIIOUCHHS FUCTONATOJIOTHYECKUM|IIO LIEHTPY SApPA,BOJIOKHA  THna [
YETKO W PU3HAKAMU 0YaroBo0e3 HEKPO3a WIMMEHbIIE MBIIICUHbIX
BU3YIU3UPYIOTC (CHUKEHHOU YpE3MEPHOU BOJIOKOH TH1a I1.

s MPU|OKUACIUTEIbHON [pereHepanuu.
OKpAallMBAHUU  [AKTUBHOCTH npu
TPUXPOMOM OMOTICUY MBIIIIII.
[omopn, u B
OCHOBHOM
COCTOSIT u3
BOJIOKOH ajb(a-
aKTHHA U Z-IIHCK

capKoMepa.

A

Pacnpoctpanennocts cocraBisier 1 ciywait Ha 26 000, u BpOXIECHHBIE
MUOTIATHH SIBJISIFOTCSL TpUauHON 14% Bcex cilyyaeB HEOHATaIbHOM TUIIOTOHUU. *

Manudecranus ¢ poxKaeHHs 10 3pEI0ro BO3pacTa.

MenjieHHO TPOrpecCUupyrolee Wik CTAOUIBHOE KIIMHUYECKOE TEUEHUE.

[Tpu 3TOM COXpaHsSeTCs] HOPMAJbHBIN WHTEIUICKT U IIEHTpajbHasl HEpBHAS
cUCTeMa He Mopa)KeHa.

Moryt OBITh OYCHb BBIPAKEHHBIMH pPAHHHEC KIWHUYCCKHE TPH3HAKH:
runotonus ("CUHIPOM BsIOro pedeHka'), MblllieyHas Caad0CTh, TUIOTPOUs
W/WIU 3a7ep)KKa Pa3BUTHUS JBUTATENbHBIX (DYHKIMMA, CIAa00CTh MBIIII JIMIIA
(Muomaruyeckoe JHIO, NMTo3 W odrampMomnapes). MHorma B HeoHaTaJIbHOM
nepuojie TpeOyeTcs UCIONb30BAaHUE TPYOKH JISI KOPMIICHHUS, YTO MPUBOIUT K
dbuKkcaluu pra B OTKPBHITOM MOJIOKESHHH.

Kpowme Toro, yacto BcTpevaroTcs neopmariuu auia, Takue Kak yJyTHHEHHOE
JIMII0, MUKPOTHATHSI WJIM BBICOKOE apkooOpasHoe Hebo, a Takxke nedopmaruu
CKeJIeTa, TaKMe KaK CKOJIMO03, BIajasi TPylb, BHIBUX Ta300€IPEHHOTO CyCTaBa WM
KOCOJIanocTh. B cimydae BHYTpUYTPOOHOTO pa3BUTHUS MOTYT HaOIIONATHCS
MHOTOBOJME, aKMHE3HS TII0Aa U apTporpuno3s [23,24,25].

Tabonuua.4.3.Cnienupuieckne KIMHAYECKHE NIPU3HAKHA BPOKIECHHbBIX
MHOIIATHI U 00LIYHO CBSI3aHHBIE C HUMH I'eHbI

[Topaxenue a3 DNM2, MTM1, RYR1
[Topaxenue cepana ACTA1, MYH7, TTN
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[TopakeHre OpraHoB JAbIXaHUS
HEIPOINOPIIMOHAIBHO C1ab0CTH

CKCJICTHBIX MBIIIIIL]

OrtBucIast cToma/mosas cromna
PurumneIii mo3BOHOYHUK

Ckoino3s

BripaskeHHast c1ab0CTh MBI JIUIIA

BBIpa)KCHHa}I BPOXIACHHAA THIIOTOHUA

Panuss npeoOnanatonias neHTpaibHas
TUIIOTOHHUSA

Pannss Oynms0apHas cirabocTs (cocaHue,

JIOTaHUE)

Tspxenoe IMMOPAXKCHUC AbIXAaTCIIbHBIX

MyTEN IPU POKIACHUN

310Ka4yeCTBEHHAS TUIIEPTEPMHUS

ACTA1, NEB, SEPN1, TPM3

DNM2, MYH7, NEB, TPM2, TPM3
RYR1, SEPN1

NM, RYR1, SEPN1

CNM (DNM2, MTM1, RYR1), NM
CNM (Tskenasi CTeIeHb MUOTIATHH,
acconuupoBanHoii ¢ DNM2, MTM1),
NM, Tsoxenas crenedb RYR1

MTMI1, NM, RYRI1
RYRI1, SEPNI

CNM (MTMI1), NM, Tsxenasi CTeneHb
RYRI1

CNM (MTM1), NM, 1spxenas CTeneHb
RYRI1

RYR1, DNM2, qunamun 2; MTM1,
MUOTYOYISIpHUH;

Puc.4.4. MPT npu pa3jiu4HbIX BPOKACHHBIX MUONIATUAX
[https://neuromuscular.wustl.edu ]

HemajimHoBast MUOnaTHsl, reH Muonarusi LlenTposiaepHas
ACTA1 LEHTPAJIBHOIO MHUONATHS

/yr—f :
\
/

smpa, RYRl

Lateral

A {4,(/// i

CrepxkHeBast CrepkHeBast
MHOIATHAA, MHOIIATHSA,
AOMHUHAHTHAsl |[IOMMHAHTHAa,
(de novo) ACTAL(Gly50Se
ACTAL r):
(Thr204lle): lesi: rpyauHO-
Ilesi: rpyanHO- |[KIFOUUYHO-
KJIFOYMYHO- COCLIEBHUIHAS
COCLIEBUIHAS benpo:
[TPOMEKYTOYHAS

beapo: nepennsist
MBIIIIIA > 3aTHIA
MBIIIIIIA,

TynoBumie:

I‘OJIOBa:
SKeBaTeJIbHAas MapacuHAIbHBIE
MBIIIIT[A MBIIIIIIBI

benpo: 3annss
MBIIIIIA, TTPUBOISAIIAS
MBIIIIIA Oepa:

IUpOKas MbIINa, |[bunemnc:
[OPTHSKHAS [1OJIyIIEpEIIOHYaTast
MBIIIIIA, OOJIbIIas |[MBIIIIA
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benpo: [ITUPOKast U TTPUBOISIIAS
MOPTHSDKHAS naTepaibHas MBIIIII[A
MBIIIII[A > [ITUPOKAS] MBIIIIIBI
TTPUBO/ISIIINC oenpa

MBIIIIIBI Oeipa

Tabmmna 4.4 JUOOEPEHIIUAJIBHASA IUATHOCTHUKA
BPOKIEHHbBIX MUOIIATUUN

Bpoxnennbie Bpoxnennas | Meratdoanuyeckne | Bposxaennsie | CnimHajgbHasi
MBbIIICYHbIE MHOTOHMYECKASI{MUONIATHH, BKJIIOYasiMUACTEHHYECKHe| MBbIIICYHAs
aucrpodumn aucTpogus 0oJ1e3ub [lommne CHHIPOMBI arpodus

Tuna 1
[ToBblIEHUE YpOBHSA CuMmTom MeEmnmeunas [ToBTopsromascs @acuukyasuuu
KOK B Oonee yem MHOTOHUHU  (TICEBAO)rUNEPTPOPHS  CTUMYISAIUSL SA3bIKA
IATh pa3 OT CBUJETEIBCTBYET O HEPBOB U
HOPMAaJIBHOTO MBILIEYHOMN OJIHOBOJIOKOHHBIN
3HAYEHUS qucTpoduun 3NeKTpoMHorpad
MbieuHas
(nceBno)runeprpodus
UpesBpruaiiHas
TUIIEPAIIACTUYHOCTh
cycraBoB (COL6)

HEOBXOIUMO INIOMHUTBDB!!! BPOXXIEHHAA MUOITATUA 1
3JIOKAUECTBEHHAS TUITEPTEPMUA (31) [25]

1. 31" 3TO yrpoxaroiee >KM3HU COCTOsTHUE, TpeOylollee OKa3aHus CPOUYHOU
MEIVWLIMHCKOM TMOMOIIM W  XapaKTEPU3YIOLIEECSd  TUIIEPTEPMUEH,
PUTHIHOCTHIO MBILII] ¥ TUIIEPMETA00IM3MOM B PE3YJbTaTe UCIOJIb30BAHMS
HEKOTOPBIX aHECTETHKOB, OCOOEHHO JIETYYUX Ta30B M JCHOJSPU3YIOLIUX
MHUOPEIAKCAHTOB, TAKUX KAK CYKIIMHHWIXOJHUH.

2. Jns nedennst 317 MPUMEHSIIOT JAHTPOJIEH, KOTOPBIA MPOTHBOJACHCTBYET
BHYTPHUKJIECTOYHOMY  BBICBOOOXKICHHUIO  KaJIbIMS  PUAHOJUHOBBIM
peuenTopom 1, U JONOIHATENBHBIE MEPBI MOAIEPKUBAOLLEH TEPAITHH.

3. 31" mopo3peBarotT y nauueHTa ¢ Bpoxxnénnoit Muonaruei, ecinu:
1. HMeEETCS MOJIOKHUTEIbHBIN ceMeHHbIN anaMHe3 317
2. paHee ObUIM MPOOJIEMBI C aHECTE3UEH;
3. y nanueHTa aokazanHas myrtanust RYRI1.
3akioueHue:

Hns  nuarHoctuku BpokaeHHot Mwuonatun HEOOXOJUMO  HaJIU4YHe
KIIMHUYECKUX MPU3HAKOB, OMOTICHS MBIIIII, BU3yIM3ALIMs MBI U TEHETUUYECKUE
AHAJIU3BI.

Jleuenne OCYILLECTBIISETCS MHOTONPO(UILHON KOMAaH/I0M,
CHEIUATN3UPYIONICHCS Ha HEPBHO-MBIIIEYHBIX 3a00JIEBAHUSIX, T€ BAXKHYIO POJIb
Urpaer JeTCKuM HeBposior. Ha ceromHsmHuii J€Hb JOCTYIHO TOJIBKO
MOAJEPKUBAIOIIIEE JICYEHUE, TEM HE MEHee, BEAYTCAd IIOMCKA HOBBIX
MaTOJIOTUYECKUX MEXaHU3MOB M U3YYarOTCS METOJIbI TEHHOW TEPAITUU.
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Kuaunuyeckuii ciayyaii S. lepmaromuo3ur

My:x4uuHna, 67 ner

OcHoBHBI€ KaJ100bI: MbIIIIEYHAs CT1a00CTh U 00Jb

AHaMHe3: HEOTITONIEHHBIN

CemeiiHblii aHAMHe3: HEPBHO-MBIIIEYHBIX 3a00JIeBaHU HET

MeanuuHcKHi 0CMOTP: BbIpaKeHHas! ¢1a00CTh MPOKCUMAIBHBIX MBbIIIIL,
3a0CTpeHHe JULEeBbIX MbImI. Jlerkas aucdarus. Meimeynas atpodus B
IIPOKCUMAJIBHBIX MBIIIIAX KOHEYHOCTEM W TYIOBUIIA. bOJE3HEHHOCTH B
YEeTHIPEXIIIABOM MBIIILE Oe/pa, JCIBTOBUAHON MBIIIIE U JBYIJIABOW MBIIIIIIE
wieya. ['uneprpoduu MKPOHOKHBIX MBI OOHapyx)eHOo He Obu10. CHUMITOM
[oBepca mnonoxurenbHbli. CXP orcyrctBoBanmu. KoxHO#M ChIlK, BKIIIOYas
reJIMOTPONHYIO ChIllb, Mamyibl [OTTPOHAa W CUMITOM 'PYKHM MEXaHUKA"' HE
HaOJII0/1aJI0Ch.

Jlannble 1aboparopubix ucciaenopanuii: KOK 118 ME/n (B HopMme 26-287),
aytoantutena: Jo-1 (-), ANA 320 x kpamuarslit

OMI': panHee pekpyTupoBanue, GuOpHIIIALNS, Modu(a3HbIe SIUHULIBI C
HU3KOM aMIIJIUTYI0U BOJIHBI

OKI': HopmanbHas

PeHTreH rpyiHOM KIIETKU: HHTEPCTUIMAIBHON ITHEBMOHUU HET

Taoauua 5.1. UcTopusi 3a00/1eBaHus

65 1. 11m.
6016 B 67 1.
Tazobenpe NOCTYIUII B
HHOM CTAlHOHAD B
CycTaBe U CBsI3H C
MBIIIIAaX porpeccupy
Oempa, fomen
MBbILIEYHO
YCHJIMBAIO 66 1. 10m. ca1a6ocThIo,
HIasAcAa HOJIB3yeTCs noxyjea Ha 20
lpu 66 a.7m. TPOCTBIO TIPU kr3a 1 roa
JBIKCHUNA nmucharus x07160e (67—47)
[ [ [ o [ [ [
66 1. 3 m. 66.1. 8 M. 66 J1. 11 m.
HAYaINCh TPYAHOCTH HECKOIIBKO
Gonm u npu xoap0e pas
c1abocTh B II0JIB30BIIC
NPOKCUMATIBH Pl
BIX MBILILAX UHBAJIUIH
pyK ol

KOJIAACKO
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Jlannbie Ononcuu Muiu (puc.s)

, Puc.5.1. Tlpu okpammBannn H&E:
¢+ [HabmomaTCs BBIP)KEHHBIC

pa3InM4us B pa3Mepax BOJOKOH OT 10

filno 120 MuUKpOH B JHaMETpe.

[IpucyrcTByroT BOJIOKHA c

. [BHYTpEHHMMHU SIApaMHU.
- |HaOmromaercs JIETKUI 50051

YMEPEHHbIN SHJIOMU3UAIIbHBIN

. [ubpos. Ha6monaercst
- mepudackynspaast arpodusi BOJIOKOH
-~ |(cuame crpenku). HaOmromarorcs
' «BBIOMTBIC Bakyosm»(punched-out) B

HCCKOJIBKHX BOJIOKHaXx

* Puc.5.2. Tlpu okpamuBanuu mGT:

[PA3OPBAHHBIX KPACHBIX MBIIICYHBIX]

| Bomokon  (RRF), HemannHOBBIX

[1aJJOYEK M BAKyOJIEH B OIIpaBe HE
Ha0Jr01aeTCsl. [Tepudepuueckuit
HEpPB HE BKIIOYEH B JIaHHYIO
OHOIICHIO

Puc.5.3. IIpu okpammBanun NADH-

: [TR:  MexMHODUOPMILISIPHBIE CEeTH

3aMETHO HapyIICHBI B
nepudackyIsIpHOI 00IacTy.
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[Puc.5.4. Ilpu oxpammsanun CHTI:

| [KPOBEHOCHBIC COCYJbI C

nHTeHCUBHOW peakuuedt Ha CUI
(SSV) He BeIICNSIOTCS

Puc.5.5. AKTHUBHOCTB KHCJION
~|bocdarazer  (cunas  cTpenka) B
HECKOJIBKHX BOJIOKHAX, B TOM YHCIIE
B repudacKyIIpHON 00JacTH.

 [Puc.5.6. IIpu OKpalImBaHUU
AT®a3o0ii: BoitokHa TuIoB 1, 2A, 2B
u 2C cocraBisiot 40%, 40%, 15% un
5%. HaGmnronaetcst aTpodusi BOJIOKOH
timna 1 u 2
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NMMyHOrMCcTOXMMUS

Puc.5.7. Ilpu uccnenoBannun MxA*:
B nepudacKyITpHOM obnactu
skcnpeccust MXA  (uHTepdepoHa
Tumna 1)

*- VY cTOUnBEIIi K

MHUKCOBUpYcaM Oelok A sBisiercs
MapKepoM BbIpaOOTKH MHTEpGEpoHa

s ~ w1 Thma
. . ,
il e R ~ Puc.5.8. Ilpu uccnenoBanuun MAC:
y ' HabmozaeTcs KalmmuIsipHOE

. - 4% ocaKIEHHE

( B | A 4 ;;4;:}'/

NuTepnperanus naTo10ru4eCKuX HaXoA0K:

Muonatnyeckrne N3MEHEHHUS C:

1) BeIpa’keHHBIM U3MEHEHHEM pPa3Mepa BOJIOKHA

2) HEKOTOPOE KOJIMYECTBO HEKPOTUUECKUX U PETCHEPUPYIOIIUX BOJTOKOH

3) nepudackyinspHas atpodus

4) arpocust BOJIOKOH THNa 1 1 2

5) HEKOTOPOE KOJIMYECTBO BOJIOKOH THMa 2C

[IpuBeneHHBIC BBINIE JAHHBIE YKA3bIBAIOT HA XPOHHUYECKOE 3a00JIeBaHUE,
MEJIKUE BOJIOKHA HAXOMSTCS TOJBKO B MepU(aCKyIIpHBIX OO0NACTAX, UYTO
YKa3bIBa€T HA J€PMATOMUO3UT.

Bmecte ¢ pesyabraramu UI'X (okcmpeccuss MxA B mnepudackylispHO
obmactn u omioxeHue kamwuisipoB Ha MAC), cormacyeTcss C JHarHO30M
J€pMaTOMUO3UTA.

JluTeparypHasi cnpaBka mo 1epMaToMuo3ury [21]

1. JlepMaToMrO3UT — 3TO 3a00JI€BaHUE U3 OOJBIION U FETEPOreHHON TPYIIIIBI
NpUOOPETEHHBIX HAPYIICHUH, OObEAMHEHHBIX B TPYIITY BOCIATUTEIBHBIX
MUOTIATU N

2. DTO JOBOJIbHO BaXKHOE 3a00JIEBaHUE B MEIUATPUUECKON MTPAKTHKE.
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6.

o0 E

Baxno ompenenuts (opMy BOCHAIMTEIbHOW MHOIMATHH, MOCKOJIbKY
MHOTHE U3 HUX XOPOIIO MOAJAIOTCS MEAUKAMEHTO3HOM Tepanuu.

Tem He MeHee, peXHMMBbl TEpalud MOTYT OBITh pa3HbIMH, M XOTS
IPUMEHEHNE KOPTUKOCTEPOUIOB ABIISETCS CTAaHAAPTHBIM U 3(PPEKTUBHBIM
METOIOM B psZie CUTyalllii, HEOOXOIMMO OTCJIEKHUBAaTh HEXKEJaTeJIbHbIE
peakLuu; KpoMe TOTO HE BO BCEX ClIydasx HAOMIOJAEeTCsl OTBET Ha TEPAITHIO
(Harmpumep, manueHTsl ¢ IBM uacTto He OTBE4alOT Ha MPUMEHEHHE
KOPTUKOCTEPOUIOB, BeAb IBM — 3710 3a001€BaHuE MalMEHTOB B3POCIIOTO
BO3pacTa).

AyToaHTHTeEJIA, clIeu(pUIHBbIC 1JIA ONPeAeIeHHbIX 3200/IeBAHUI:

1. JIM 0Oe3 ceimn Ha koxku: Mi-2, MDAS, SAE, NxP-2, CADM
2. Jlerounas Henoctatounoctb: MDAS, Um-2, TIFly
3. 310kauecTBeHHOE HOBOoOOpa3oBanue: tifly

OcCHOBHBIE KJIIOYEBbIE PU3HAKH M0 KOTOPBIM MOKHO 3a110103PHUTh
JAM, 0CHOBBIBasICh HA JAHHOM KJIMHHYECKHM ciyyae
[Tporpeccupytoiiast MpliiedHas ci1aboCcTh U 00Jb
ChlIib
HMucdarus
[TonoxurenpHbId pe3yapTaT Ha ANA
OMI': panHee pekpyTupoBanue, GuOpHIIIALNS, Modu(a3HbIe SUHULIBI C
HU3KOM aMITJIUTYIOU BOJIHBI
Bo3spact Mmanudecrtanuu 3adoneBanus: nocie 65 jget

buoncus meimn u UT'X: nepudackynsapras arpodus BMecTe ¢ Ikcnpeccueit MxA
B niepudackynsipHoil 001acTu U OTIIOKeHHeM KanuuisipoB Ha MAC cormacyrorcst
C IMarHO30M JIEpPMaTOMHO3UTA.

10 3a00/1€BaHNe MOKHO ObLJI0 ObI JIEYHTH ¢ MOMOIIbIO cTepoua0B !!!!
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Tadoauua 5.2. Iudpepenunanbubiii nuaruos [21]

] JlepMaTOMHO3HT Mpbimeynbie aucTpodun

Manudecranus [IpuoOperennoe, octpoe  HacnencteeHHoe,
3a0o0JieBaHUE XPOHUYECKOE

Bospact Ot merctBa 210 3pesnoro JleTcTBO U cpenHu BO3pacT

MaHHU(eCcTauu BO3pacra, aaxe nocie 60

3a00JieBaHUS JeT

[Topaxxenue Mbimn — Mmeror paznudHoe Br100opouHbIe MBIIIIIBI B
pacnpenencHue 3aBUCUMOCTH OT TUIIA

MBIIIEYHON TucTpodhun
Merieynas cnabocte OCTpblid, IPOKCUMANIbHBIN, [IpenMylecTBeHHO
PA3JINYHOM JIOKAJNU3aluy, CUMMETPUYHBIN, OTACIbHBIC
OBICTPO MPOTPECCUPYIOIIMI, MBILIIBI, XPOHUYECKOE,

COIPOBOXKIAOIINNCS IIOCTEIIEHHOE YXYALIECHHUE
MBIIIEYHOU OO0JIBIO COCTOSIHUSI, OTCYTCTBHUE 00U
Yposenb KOK IToBEIIIEHHEIN, HE OONIce IToBEIIIEHHBIN, YacTO Ooee 5
5000 000
Casi3b cO Ha Hert
3JI0KaY€CTBEHHBIMU
HOBOOOpa30BaHUSIMHU
N3MmeneHnust koxu Ja (renuoTporHas uiu Her
(buroseToBas ChIIb,
0COOEHHO HaJ Ia3aMH, B
00J1acT CKyIl, SpuTemMa
BOKPYT HOT'TEBOTO JIOKa, HA
KOJICHSIX U JIOKTSIX, B
CIIy4asX FOBEHWJIBHOTO
3a00JIeBaHUS — KaJILIIUHO3)
AHTHUTENA B [TonoxurenpHbIN OtpunarenbHbIN
CBIBOPOTKE KPOBU
MPT wmbimg Otexk u BocnianutenbHble  Crnenuduueckoe nopaxxeHue
VM3MEHEHUS B IIOJIKOKHO-  MBIIIIL C ) KUPOBOU
JKUPOBOU KJIETUATKE. UHOUIBTpaIUEH
N3menenus He
cHelu(pUIHbIC
Bapuant neuenus BonbmHCTBO cityyaes Hewusneunmo (B HEKOTOPBIX
MO/I/TAFOTCS JICYEHUIO C CIIy4asx MPOBOJUTCS
MPUMEHEHUEM CTEPOUTHON CHUMITOMATHYECKOE JICUECHHUE)
Tepanuu
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Kuannnueckuii caydai 6. {ucpepiaunonarus

Myxuuna, 30 ner.

1. OcHoBHas *ano0a: HapylIEeHUE TTOXOAKH

2. AHaMHe3: He OTATrOIlEH

3. CemeiiHblii aHaMHE3: HEPBHO-MBIIICYHBIX 3200JIEBAHUN HET,
KPOBOCMEIIEHUS HET

4, MenumuHCKAN OCMOTp: JIeTKas CJIa0OCTh B JUCTaJIbHBIX

oTaenax Hor. He MokeT cTOSITh WJIM XOAUTh Ha IbInoukax. HaGmromaeTcs
arpoduss UKPOHOKHBIX MBIIII. B MPOKCMMAaNIbHBIX MBIIIIIAX OTMEYACTCS
MHUHHMaJbHasg ci1abocth. CnabOCTH MBI TAJbIEB HE OTMEYaeTCH.
[Topaskenus MpITiII Miia He HaOmogaeTcs. CHIDKEH aXmIIoB pediiekc.

S. Janubie naboparopHbix uccienoBanuii: KOK: 4800 ME/n
(Hopma <189)
6. KommbrorepHas ToMmorpagusi MbILIL: KUPOBbIE U3MEHEHUS B

HKpOHO)KHOﬁ MBIIIIIC

&
i
il
1
.
/]
i
j
L
Puc.6.1.
Hctopust 3a001eBaHuA
25 1.
20 . TOYyBCTBOBAI
MOBBIIIICHHE TPYAHOCTH TIPU
YpOBHS Xoab0€e 1 HE MOT
TpaHCaMHUHA3 MPH XOIIUTh Ha
MEIUIITHCKOM HOCOYKaX. TPYIAHO
ocMotpe. Hpyrux CTOSITh B
XKanob HeT ANIEKTPHUKE..
° ° ° °
23 1. 30~
MIOCTOSTHHAS
60116 B 00enx TOCTIUTAIIN3UD
UKPOHOMXHBIX OBaH U MPOIIEI
MBIIIIIAX OHOTICHIO
nocie MBIIIIII
(busnyueckoit
Harpy3Ku
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Puc.6.7. Pe3yabTaThl, NPOBeIeHHOM OMONCHM MBIIIIL
s € ‘,/ Pnc.6.2.1'[p1/1 okpamuBanuu H&E: pa3zmep
§ e, g 4 BOJIOKOH ~ BapbUPYETC B  YMEPEHHOM
> inuanazone or 20 no 80 MHKpPOH B
~ . bmamerpe. HaGmonaeTcs — HECKONBKO
. [HEKPOTHUYECKHX M HEKOTOPOE KOJIMYECTBO
pereHepupyrommx BOJIOKOH. Hekoropsie
BOJIOKHA HMMEIOT  BHYTPEHHHE  SIpa.
HaGmronaetcs YMEpEHHBIH]
- pHIOMU3HATBbHBIA HHOPO3

.

Puc.6.3. Ilpu okpammBanun mGT:
Pa30pBAHHBIX  KPACHBIX  MBIIICUYHBIX
BoJI0KOH (RRF), HEeMaMHOBBIX manodex |
BaKkyoJel B oOmpaBe He HaOIromaercs.
[lepudepruuecknii HEpB HE BKIIOYEH B
MaHHYO0 OUOTICHIO

[Puc.6.4. TIpu oxpammsanmn NADH-TR:
{PUCYTCTBYIOT ~ MEKMHODUOPHIUTSIPHBIC
“CETH, JIETKO BBIJICIISIOIINECS U3 HEKOTOPHIX|

~ [Puc.6.5. Tlpu okpammBanuu  SDH:
|KPOBEHOCHBIE COCYIBl C HWHTEHCHUBHOH
ipeaknueit Ha C/II" (SSV) He BoiAenstoTCA
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Puc.6.6. [Ipu oxkpammBanuu ATdazoii:
TPYNIHUPOBKA  TUIIOB  BOJIOKOH  HE
HaOmromaeTca. Bonokna tunos 1, 2A, 2B u
2C cocrassaror 40%, 35%, 15% u 5%

NMMyHOrHCTOXUMUSA
o Yo ; N
, / # 5 f
s \'/ s
& v "(
)\ ) )
_b
t i / N
/ /
| ok [ 5 [’
i 7/ 7 5\ {
' ! \ \ 2
e A - |
' g / 5
e e i Ao
- - » ) - 3
il /'} £ / £n
HOpMaJILHaﬂ kcnpeccus aucdepanna OrcyrcrBue IKCnpeccnu
nucgepanHa B HAaIIEM cJIyyae
HNuTepnperanus naToJoru4eCKuX HaXoA0K:
Muonarnyecknue n3MEHEHU C:
1. YMepeHHBIM U3MEHEHUEM pa3Mepa BOJIOKOH
2. HekoTopbhIM KOMMYECTBOM HEKPOTUYECKUX U PETEHEPUPYIOIINX BOJIOKOH
3. HexoTopbIiM KOmM4eCTBOM BOJNOKOH THIa 2C

[IpuBencHHBIE BBHINIE JAHHBIE YKA3bIBAIOT HA XPOHUYECKYIO MBIIICYHYIO
TUCTpoduIO JIETKOHN cTeneHu TsokecTn. Bmecte ¢ pesynsraramu UI'X aTu nanHbIe
COTIIACYIOTCS C JUATHO30M AUCHEPIMHOIATHH.

Ha MPT ukpOHOXHBIE MBILILBI OTCYTCTBYIOT, YTO TAKXKE COITIACYETCS C
JIMarHo30M JUC(hEepIuHONATHH.

AHaJM3 pe3yJIbTATOB OMCKA JIUTEPATYPBHBIX M CIIPABOYHBIX JaAHHBIX:
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Puc.6.8. cnpaBo4Hble JaHHbIe O BOOBJEYEHHM TIPYNIl MBI NPH

nucdepaunonaTu c caiitalhttps://neuromuscular.wustl.edu ]

By

Vastus

Lateralis ,

Pyku: crubarens npearieybs
Ta3: manas sronuyHast MBIIIIA

BEI[pO: INPpUBOAAIINC MBIIIIBI: HIIMPOKHWC MBIIIIBI; ITIOJIYIICPCIIOHYATAasA MBIIIIQ
Hora: HKPOHOXHAasA, MCIHAJIbHAas

£

4

|

<l
o]
1

__j

I

Puc.6.9. KT MBI JaHHOTO MAIMEHTA
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OcHoBHbBIE BbBIBO/IbI 110 JAHHOMY CJIy4alo:

1. 30 net, My>x4unHa
2. OcHoBHas ajno0a: HapylIeHUE TOXOAKU
3. MeaunmHCcKuii 0CMOTp: Jierkasi ¢i1aboCcTh B JUCTAJIbHBIX OTJENAaX HOT, HE

MOYET CTOATh WJIM XOAUTh HAa HOCKaX, arpo@usi MKPOHOXHBIX MBIIILI.

MunumanbHasg c1a00CTh MPOKCUMabHBIX Mbll. CaabocTu  MbIII

MAJIBIEB WIIH TTOPAKESHUH MBIIII] JIUIA He HAOMogaeTcsl. AXUIIIOB pediekc

CHUKEH.

KOK: nossimennsiit yposeub 4800 ME/n (B Hopme <189)

5 KT: )xupoBbie ”3BMEHEHUS B UKPOHOKHOM MBIIIILIE

6. buoncus mpi u UT'X: xpoHndeckoe Muomnatuieckoe 3a00aeBaHue,
sKcIpeccust auchepinHa OTCYTCTBYET.

Bce nmnpuBeneHHble BbIlIE JaHHBIE COOTBETCTBYIOT JuchepirHonaruei

(LGMD2B)

>

JlureparypHasi cnpaBka no gucgepaunonaruu [26]

JAuchdepannonarust

Ta6auua 6.1. Knaccupukanus gucepiauHonaTui

JAuarno3 paucepJuMHONATHH YCTAHABJIMBACTCA Yy TMpodaHaa ¢
KJIMHUYECKMMH TPOSAABJICHUAMH, YKAa3bIBAKIIMMHM Ha 3a00/1eBaHHe, H
Ona/uleJiIbHBIMA TNATOTeHHbIMM BapuanTtamMu DYSF, BbISIBJ€HHbBIMH C
NMOMOIIbI0 MOJIEKYISAPHO-T€HETHYECKOI'0 MCCJIeI0BAHMS.
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https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/proband/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/biallelic/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/molecular-genetic-testing/

Mbimeuynas guctpopuss Muommu (M/IM)
*Manudecranus B CpelHEM WK MO3JHEM
ITETCKOM BO3pPAcTe WM B PAHHEM B3POCIIOM
BO3pacTe; CpelHui Bo3pacT MaHupecTauu
3aboneBanusg — 19,0 ner

*PanHss1 1 mpeobiagaromas caadocThb
ITUCTAJIbHBIX MBI, 3aTparuBaroias
BEPXHUE U HIDKHUE KOHEUHOCTH, OCOOCHHO
MKPOHO>KHBIE MBIIIIIBI (T.€. UKPOHOKHBIE U
KaMOAJIOBUTHBIC MBIIIIIHI)

*MeajieHHOE TPOTrPEeCCUPOBAHNE

] loBpiieHne koHueHrpauuu KOK B
CBIBOPOTKE KpoBH, yacTo B 10-100 pa3 Bhiie
HOpMBI; cpeanii ypoBeHb KOK: 8,940 ME/n
] [peMyI1eCTBEHHO MUOT€HHBIN [TATTEPH Ha
OMI'

IlosicHO- KOHEYHOCTHAS MbIIIIEYHAS
muctpodusa tuna 2B (LGMD2B)
[Ipeobnamaromas panHsisi cnadoCTh U
aTpo(Hst MBIIIIT Ta3a ¥ IUIEYEBOTO TOsICa

*MaHnudecranus Ha IPOKCUMAIbHBIX
MBIIIAX HHKHUX KOHEYHOCTEH B ITO3IHEM
[TOJPOCTKOBOM IIEPUOAE WM NTO3KE
*MeUIeHHOE IPOrpECCUPOBaHUE
*CuJIbHOE TIOBBIIIEHHE KOHLIEHTPALUU
K@K B cbIBOPOTKE KPOBU

e]lopaxxeHue AUCTAIIBHBIX MBIIIL, HE
[YCTaHABIMBAEMOE KIIMHUYECKUM
HaOJIIOCHNEM U BBISIBICHHOE TIPU
TIIATEIbHOM OCMOTpPE WU
NTOTIOJIHUTEIIBHBIX UCCIIETOBAHMIX, TAKUX
kak KT u MPT MpImg

MuHopHbIe (peHOTUIIBI

BbeccumnromHuan
rUINepPKpPeaTUHKUHAZEMUS

I[I/ICTaJII)Haﬂ MHUOIIaTUA C

NMePBUYHBIM MOPAaKEHUEM B
nepeaHeil rpynnbl MbIIIIL
OosibIeOepuoBoil kocTu (DMAT)

XapaKTEepU3yeTCs BBIPAKEHHBIM
[MOBBILIEHUEM TOJIBKO KOHLIEHTPALUU
K®K B CBIBOPOTKE KPOBU

XapaKTEepPU3yeTCsl paHHEN U

C1a00CThIO MTPEUMYIIIECTBEHHO
TUCTaIbHBIX MBIIIIII, TTOPaXKAOIICH
HUKHIE KOHEYHOCTH, 0COOEHHO
MBI IEPEIHEr0 OT/IejIa HOT.

Ta6smua 6.3. CpaBHeHre (PEHOTHIIOB N0 BLIOPAHHBIM NMpU3HAKaM [26]

IIpusHak

IMpoueHt

Cpennuii Bo3pact Mmanupecranuu
3a00/1eBaHus (IUANA30H)

Cpeannii Bo3pact, Korga mnorpeod
HCIOJIb30BaHHE  TPOCTH  (TOabI
MaHupecTaumn)

Muonarus
v [TKMA2B

49.8%  392%
22,1 roga 1 28,2 roga 1
(10-48) (10-63)
0BAJIOCH 2 2
HOCJIC35’5 JIET 39,3 roga
(16 ner) (13,6 roma)
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Bo3pacT, koraa yenoBek cTajl NPUKOBaH K
HHBAJUIHON KoJIsiCKe (TObI MOCcJjIe
MaHudecTanuu 3a00,1€eBAHUA)

2 2
42, 8roma 45,1 roga
(22,8 roma) (21,4 rona)

Cpennnii ypoBenb KOK 4 440 : 3481 :

OcJ10:)kHEHMSI CO CTOPOHBI cepaua 3,6% ’

OcJ105kHEHNsI CO CTOPOHBI OPTraHOB ABIXaHHSA 22 8% ’
JAuddepenunajbHas IMArHOCTHKA

1. Hpyras [TIKM/] — MOXHO OTAWYUTH C MTOMOIIBIO ITAHEIN T'€HOB

2. JluctanbHble MUOTIATHH (TaOIHIIA HIKE)
3. Huctpodunonarun (MIJ/M/IB) — Bo3pact, myTanus B rene DMD,
ypoBeHb KOK oueHb BHICOKHUIA

Taoauna 6.4. InddepeHunajabHbIi 1MarH03 AUCTAJLHBIX MHONIATHIA [26]
Cpennuii
Bo3pact npu 11€pBOHAYANEL KoynenTpanus

Tun
HacJe Maﬂnq)eCTauHO KpeaTHHKHMHA3
I'en 3a0o01eBanue TMOpakeHHast buoncust MBI
MOBaH UU e bl B CLIBOPOTKE
Usl  3a0oJieBaHHU MBILIIE KPOBH
1 (J1eT)
Muonamuss GNE Hopwma wiu 1;
GNE |(mucransnas muonmatusi AP [20-40 llepennnii  |oGbrano <4 pas [Bakyouu B omnpase
Honaxka) OTJEJ HOT BBIIIE HOPMBI
LDB3 |MuodudpwmuispHas [Tepeaamit BakyosnspHas u
HopmainbsHblit
(ZASP) muonatus 4 (OMIM  |A]l 40 OTZIeN HOT MuopuOprIIIsIpHast
My cierka 7
609452) MHUOTIATHS
boxoBoit
. |ACUMMETPUYH
AMHOTpOPHUUECKU I 18
MATRS3 ckiiepo3 21 (panee AJl  35-60 0 ]}310 -Mgas Bpltie Bakyosu B onpase
MPD?2) (cm. 0630p pZI: (b’OHmI P
ALS) 8
IATpodHs BOIIOKOH
I
Pasrubarenun |QObIYHO rana B Tepeix
. [bombrieOeproBbIx
MYH7 /lucranpHast MUOTIATHS ALl <5 FIOABDKKA U [HOPMAJIbHBIN; MEILIIIAX:
UTsiiHra 0OJIBIIOTO penko B 8 pas ’
ITCIIPOTIOPIINS B
Majblia HOTH  [BBILLE HOPMBI
MTPOKCUMAJTbHBIX
IMBIIITIIAX
MuobubpuisipHas BanHue > BaxyonspHas u
MYOT Muomnatus 3 (OMIM  |A]l 40 nepennue B [Crerka 1 MHOGHOpMILIApHAsS
609200) HOTrax MHOTIATHS
B
JlucranbpHast MHOTIATHS A M:IYIEE EIHII;I:II(?TI/I
TIA1 Benangepa (OMIM A >40 HopmasbHbiii  [Bakyouu B ompaBe
AP W pasrudarenu
604454)
MaJIbIEB KUCTH
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JucTranpHas MuonaTus
TTIN  |Yana — meimeunas AT [>30 [lepennuii Hopmansibiii & Baxyonn B
Wiy cierka T jompase
MUCTpOGHs FONEHH OTIET HOT
Jleuenne

Jleuenue npu manugecmayuu: OnoOpeHHON Tepanuu TuchHepIMHOIATHN HE
cymiecTByeT. JleueHne MCKIIOUUTENRHO CHMITTOMarndeckoe. Ero HeoOxoammo
no0MpPaTh WHAWBUAYATBHO ISl KaKIOTO TAIMEHTa W B 3aBHCHMOCTH OT
KOHKPETHOTO  ToATHIA. VHIWBHAyalbHOE JICYCHHE MOXET  BKIIIOYATh
dbu3noTepanuio, UCIOIb30BAaHUE BCIIOMOTATEIbHBIX CPEJCTB JJIsl MEPEeMEILCHUS,
XUPYPTrUYECKOe BMENIATEIHLCTBO MPU OPTONEANUYECKUX OCIIOKHEHUSIX, CPE/ICTBA
JUISL TIOAJEpP)KaHUS JbIXaHWsA, a TakKe COLMAIBHYI0O W SMOIMOHAIbHYIO
MOJITIEPKKY.

Habnwooenue: E>xeromusiit MOHUTOPUHT MBIIIEYHOM CHJIBI,
(GYHKIIMOHAIBHOTO CTaTyca, MOBCEIHEBHOW aKTUBHOCTH, OObeMa JBUKCHUHN B
CyCTaBax, PaBHOBECHS W (PYHKIMHM BHEIIHETO MBIXaHWS, a TaKKEe HATAYUS
MIPU3HAKOB KapAMOMHUOTIATHH Y JIUII C TIOPAKEHUEM Cepra.

Bewecmesa / obcmosimenscmea, komopulx ciedyem usbecamv:. KOHTPOIb
Beca, YTOObI N30€XKaATh OKUPEHUS

Knunnuyeckuii cayuyau 7. Cuaapom "Bsuiioro pedenka'

Onucanue ciaydas 1 ron 4 Mecsitia, MaIb4uK.

[TanueHT sBIIIETCSI BTOPHIM PEOSHKOM 37I0POBBIX M HE COCTOSIIINX B KPOBHOM
poactBe poauteneid. OH ponuics B pe3yybTaTe OOBIUHBIX CaMOIMPOU3BOJIBHBIX
ponoB. B mepuHaranbHbIE M HEOHATANBHBIN MEPUOAbl HUKAKUX MpoOIeM He
BO3HMKaNO. B Bo3pacte 7 MecsIeB ObUIO 3aMEUEHO, YTO peOCHOK CTajl BSJIBIM,
OTMEUAJIOCh IUJIOXO€ yAEp>KaHUE TOJIOBbl W MHUHUMAJIbHBIE CIIOHTAHHbIC
JBIDKEHUS. DTO COCTOSTHUE COXPAHSIIOCh; MO3KE, B Bo3pacTe 15 MecsiieB, OH ObLT
rOCIUTAIU3UPOBAH JIJIsi 00CIIEI0BAHMUS.

OTMeuanach 3ajiep’KKa B dTarax pa3BUTHSL: JAEPKUT ToJIOBYy ¢ 6 MeCsSIEB U
CIIOCOOHOCTH TIepeBOpaunBaThCs B 1 TOI.

B MomeHT o0cienoBaHusi OH HE MOT CaMOCTOSITEIBLHO CHJIETh, HE MOT
MIPOU3HECTU HU OJTHOTO OCMBICIIEHHOTO CJIOBA.

[Ipn HeBpoJOTHUUECKOM OOCJIEIOBaHUM Yy HEro Oblja BhISBICHA OOIIas
TUIIOTOHMS B TI03€ JIATYIIKA U B mo3e mepeBepHyTor OykBel U. CrioHTaHHBIC
JBIDKEHUS HAOTIOMAMMCh, HO ObUTH CTa0bIMU. [ UnepTpodru MKPOHOKHBIX MBITIII]
WIN KOHTPAKTyp cycTaBoB He HaOmomanock. CXP cHmkeHbl. MO3KEUKOBBIX
CUMIITOMOB  BBISIBJICHO HE Obuto. TmiarensHOoe 0 TaIbMOJIIOTHYECKOE
oOcJieIoBaHNEe HE BBISIBIJIO HUKAKUX OTKJIOHCHUM.

K®K — 137 ME/a (Hopma 12-79), naktat u nupyBaT B HOPME;

KT mbImii: o6mias MbliiedHasi arpogusi;

MPT rosioBHOTO MO3ra: arpodusi MO3KeuKa
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Ta6auua 7.1. Bo3moxHble 3a00/1eBaHus PU NIEPBUYHOM aHAJIN3E JAHHbBIX

| s | npoms

CMA BstocTh, 0O111as rHnoTOHMS, MenneHHoe pa3BUTHE
IJI0X0€ yAEpKaHUE TOJIOBBI, Atpodust MoKeuKa
MUHHUMAJIbHBIE CIOHTAHHbBIE
IBMKeHUS, cHrmkenue CXP
KT: obmias mbiiednast arpodust
Bpoxnennas ~ BsuiocTh, TMIIOTOHMS, IUIOXOE OTCcyTCTBHE KOHTPAKTYPbI
MUOTIATHS yAEpKaHUE TOJOBBL, OTCYTCTBHE  CyCTaBa
runepTpoduu UKPOHOKHBIX MbIIl, MPT: atpodus mo3xeuka,
CXP cumxensl, ypoBeHb KOK 137 KT: oOmas mpleyHas

ME/n (B Hopme 12-79) arpodus
Bpoxnennsiii  MpledHo# ¢1ab0OCTH HET, TOJIKO  Pa3BuBajcs HOpMaIbHO 10
MHACTSHUYECKUN TUITIOTOHUS 7-MeCA4YHOTO BO3pacTa

CHHIPOM

Ta6auna 7.2. AuddepeHnnaibHas THATHOCTHKA [27]

3a0oeBanue |CxoacTBo AMarHo3os |(Paszauuud JINArHOCTHYECK
M TeCT

CnunaneHas  Bseiil mnagenen unn  OTCyTcTBHE TO3a M | eHETHUYECKUI

MBIIIEYHAS pPEOCHOK C MBIIIIEYHON  CcJIa00CTH MBIIIIL Jikila. aHanu3 Ha CMA
arpodust cnaboctoio. [Topaxenre OTCYTCTBYIOT
OpPraHoB JIbIXaHUs U rTyOOKHe

Oynp0apHON QDYHKIIUU. CYyXOXKUJIbHBIC
Kontpaktypsl (CMAL) pednexcol. Hamnane
(bacuKyISIIIH A3bIKA,
MOJTMMHUHUMHOKIIOHYCA
Bpoxnennas  Bsuiblii Mitagenen uiim - Marte, cTpagaromas I'eneTnueckui

MHUOTOHUYECKAsi pEOCHOK C MBIIIIEYHONH  MHOTOHHUYECKOU aHaJM3 Ha
nuctpodust cnaboctoio. [lopaxenue nuctpodueit (MOKET MHUOTOHUYECKYIO
OpPTaHOB JIbIXaHUS U OBITH HE TUCTPOUIO

Oynp0apHON (QDYHKIIMK. JUATHOCTUPOBAHA)
Kontpakrypsl. [Ito3 1 OMI" — cHuxkeHue
c1a00CTh MBI JIULIA  TTOBTOPHOMN
CTUMYJISILIUY HEPBOB
(RNS) nn
aHOMAJIbHbIE
KoyieOaHus1/0I0KaAbI HE
HaOJIIOIAIOTCS
Bpoxnennas  Bsuibli MiageHen uiau - XapakTepHbIE buoncus Mg
MUOTIIaTHs/ pPEOCHOK C MBITIICYHON  OTKJIOHEHUS TIPH MPT wmbImg
MBIIIIEYHAs cnaboctoio [lopaxenne Ouoncuu mbii DM
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auctpodust JbIXaTeJIbHBIX IMyTEH U

Oynb0apHOl QyHKIIUU

— cHmwxenue RNS niu [ eHeTnueckue
aHOMAJILHBIE HCCJIEIOBAHUSA

Kontpaktypsl CriabocTh kosie0aHus1/010Ka bl He

MBI Juna Moxer
HAOJI01aThCs IITO3
Muroxonapuan Bl MiuaaeHen uim

HaOJIIOIAIOTCS

Bo3moxxHo nmerorcst broncum Ml

bHAsl MUOTIATHsI PEOCHOK C MBIIICYHON  MOPaXKEHUS IPYTroi I'enernueckue
cnabocTtsio [lopaxenue cucrembl DML — UCCIIeA0BaHUS
JbIXaTeNbHbIX MyTe 1 cHxkeHue RNS unun
OynbOapHOl QYHKIIMM  aHOMAaJIbHbIC
Kontpaktypsl [ITo3 1 koneGanus/0nokaapl He
c1a00CTh MBIIII JTUI[A  HAOJIIOAAI0TCS
Muactenus [TaTtomornueckas maiiied Bozpact AHTHUTENA
rpaBuC Has c1aboCTh, MaHu(pecTaun (PapronMMyHHBI
IIOPAXEHUE 3a0oneBaHus (PEAKO 10U U KIETOUHbIN
JbIXaTeIbHbIX MyTeu U 12 MECSILIEB). aHAJIN3,
Oynb0apHoi pyHKIMK, OTCYTCTBUE CEMEMHOTOE€CIIH UMEETCS )
nTo3 U ciadocTh Meim aHamHe3a OtcyrcrBue AChR, MUSK un
muna OMI" — cHukeHue ciadboctu pu TeiibHOM LR P4
RNS wunu anomanbHOe  crubaHuu
KoJiebaHue/6mokaaa TOJIEHOCTOITHOTO
cycTaBa
cmabocts  IIT03
MOXET OBITH
ACHUMMETPUYHBIM
Muacrenus Bsnblii HOBOpOXKIeHHBIM MaTth ¢  MuacTeHnen AHanus Ha
IPaBUC CO CJIA0OCTBIO MBIIII[  T'PaBUC (MOXKET OBITh HEAHTUTENA y

HOBOpPOXAeHHBI [lopakeHne

X JIBIXATEIIbHBIX IMyTEH U
OynpOapHO (QyHKUINU
[1IT03 1 c1a00CTH MBIIIII]
mna OMIT — cHmxeHnue
RNS mnm anomansHOE
KoJieOanune/0nokaaa

ITosicHO- CnabocTth

KOHEYHOCTHas

MBIIIEYHAs [Topaxenne

nucTpodust BIXaTEIbHBIX
HacaenctBeHHOCTH
OTATOIIEHA

myTel HaOMIOIA0TCS
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JMarHOCTUPOBAHHOW) MaTepu

OMTI’

CHIbXeHue buoncus MBIIIIIY

npokcuMalbHbIX MbIII. RNS nnu anomansabie MPT mbiiing

KosicOaHus1/0mokaael Hel eHeTHUYEeCKHe
HCCJIEIOBAHUS



Cunnpom
XPOHHUYECKOU
YCTAJIOCTH

CunapoMebl
TUNIEPMOOUITBH
OCTH

Hannune B anamHe3e
YTOMJISIEMOCTH IIpU
AKTUBHOU KPYIIHOU U
MEJIKOM MOTOPUKE
BripaxeHHbIH
MPEAIIECTBYOIIHAN
IIEpUOJl HOPMAJIbHOM

JBUTATEIbHON (DYHKITHH

10 MaHugecTauu
CHUMIITOMOB
Hannune B anamuese
YTOMJIAEMOCTH IIpU
AKTUBHOM KPYITHON U
MEJIKOW MOTOPHUKE

OtcyTcTBHE:! Knunnueckas
MBIIIICYHOM CJIa00OCTH  JHarHOCTHKa
npu GopMaIbHOM

00cJeI0BaHNM; TITO3a

WJIH ¢1a00CTH MBIIIILT

JIN1IA; OTKJIOHEHUM Ha

OMTI'
OtcyrcTBHE:! Knnanueckas
MBIIIEYHOU CJIA00CTH TMArHOCTUKA

npu GpopMarIbHOM
00cJIefOBaHNH; ITO3a
HJIH CJIA00CTU MBIIIII]
JIMLIA; OTKJIOHCHUN Ha
OMTI'

Pe3yabTarsl, NpoBeAeHHOI OMONICHMU MBI JAHHOTO ManueHTa(puc.7)

|[Puc.7.1. Tlpu oxpammBanuu H&E:
) HaOI0maeTcs HE3HAYUTEIIbHOE
U3MEHEHUE pasmepa BOJIOKOH.
. (OtcyTcTBUE HEKPOTHUYECKUX u
pEreHepUpyroIInx BOJIOKOH.
HaOmromaercs HEOOJIBIIION

| PHIOMHU3HATBLHBIN GUOPO3
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‘Puc.7.2. Ilpm oxpammBanun mGT:

HAOJIOIA€TCSl  HEKOTOPOE KOJUYECTBO
BOJIOKOH C BaKkyoJssMd B ompaBe™
(kpacHble  cTpenku). HemannHOBBIX
teneiri W RRF He Habmomaercs.
[Tepudepudecknii HEpB HE BXOJUT B 3TOT
CErMEHT.

v

"”\.,f

, Puc.7.3. IIpu okpammBanuun NADH:

MEXMUOPUOPUILISIPHAS CETh HAPYIIICHA
B HEKOTOPBIX BOJIOKHAX

i
14 0
]
5

¥

(%2

B

Puc.7.4. IIpu okpamimiBaHUH KUCIION
docdarazoii: y BOJIOKOH B OIIpaBe

' [HAOFOTaeTCs KpacHast

MeMOpaHa™*(KkpacHasi CTpesKa)

51




Puc.7.5. I1pu okpammBanuu PAS
(peaktuBom Illudda)*: KoHIIEHTpaUN
| rTUKOTeHa B BOJIOKHAX HE HA0JIIOIaeTCA.

Puc.7.6. IIpu oxkpammBannu ATdazou:
HaO0aeTcst aTpodusi BOJOKOH THIIA
1*, HEeKOTOpOE KOIMYECTBO BOJIOKOH
trmna 2C, rpynnMpoBKa M0 THILY
BOJIOKOH.

* KOMMEHTapUil OTHOCUTENIBHO aTpO(UH BOJIOKOH

CenektuBHas arpodus TMna 1 BCTpeyaeTcsi MPHU HECKOJIBKUX BPOXKIEHHBIX
MUONATHSIX M MHOTOHMYECKOM nuctpodpuu. ['mneprpodus, crneunduunas s
KOHKPETHOTO THIa, BCTPEUAETCs TOpa3o peke, HO runepTpodus Tuna 2 MOXKeT
BO3HHMKAaTh B COYETaHUU C arpodueld Tuna | mpu BpPOXKIEHHBIX MHOMATHUSX.
OpHako rpynna runepTpo(@rpoBaHHBIX BOJOKOH MPU CIHWHAIBHON MBIIICYHON
arpoguu 4yacto OTHOCUTCA K Tumy 1. ['mneprpodusi BOJIOKOH M yBEJIWYEHHE
BOJIOKOH THIIA 2 MOTYT OOBSCHATHCS HOPMAJIbHBIM Pa3IMuUuEM MEXIY MYKCKOH
MBIIIIEeH (B KOTOPOM BOJIOKHA Tuma 2 OOJbIlIe BOJOKOH THMa 1) M >KEHCKOM
MBIIIIIEH (B KOTOPOW OHU MPUMEPHO PABHOTO pa3Mepa).

*Bakyoau MOTYT HaOIOAAThCS MPU Pa3HbIX 3a00JI€BaHUSIX, U OHU ObIBAIOT
pa3HbIX TUIOB. Yalie BCEro OHM BCTPEYAOTCS MPHU MHUO3UTE C BKIKOYEHHEM
BHYTPUKJICTOUHBIX TeJel, MHUOPUOPWUIAPHBIX MHUONATHUSAX, JUCTAJIBHBIX
MUONATHUSIX, TJIMKOTEHO3€ M MEePUOAUYECKOM TNapajnye, XOTs OTCYTCTBHUE
BaKkyoJiei B oOpaslle He HCKIIYaeT 3TH JMAarHo3bl. Bakyoilnd BBICTIAHBI
MeMOpaHOM, U J1Ba CBA3aHHBIX C X-XPOMOCOMOM 3a00JI€BaHUS XapaAKTEPU3YIOTCS
n30bITOYHOU ayTodarueit Bakyoneil, ogHo cesizano ¢ Xq28 (Kalimo et al., 1988),
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a Ipyroe BbhI3BaHO MyTanusaMu B TeHe Lamp2, takke Ha X-xpomocome (Nishino
et al., 2000).

Bakyonu moryt umeTh 06a30(UIBbHYIO0 3€pHHUCTOCTH, CBA3aHHYIO C HUMH,
0CcoOeHHO Ha nepudepun. ITOT TUM BaKyoJd B ONpaBe TUIIMYEH JIJIi MHO3UTA C
BKJIFOUEHHUEM BHYTPUKJICTOUHBIX TEJEI] U psiia APYrux 3a00JjeBaHUM, BKIIOYAS
JUCTaJbHbIe MUONATUM M MUOGUOPWILIsipHbIE MUomatud. [lpu mMKoreHose,
OOBIYHOE OKpAIlIMBAaHWE BBISBISET BaKyOJdM B MECTax CKOIUICHUS TJIMKOT€HA
(6one3np Mak-Apmta V tuna, 6o1e3nb [Tomme) [21]

HNuTepnperanus naroja0ru4ecKuX HaXo0K JAaHHOTO MANMEHTA:

Mmuonartnyeckrne n3MEHEHHUS C:

1. HE3HAYUTETHLHBIM U3MEHEHUEM pa3Mepa BOJIOKOH

2. HEKOTOPBIM KOJIMYECTBOM BOJIOKOH C BaKyOJISIMU B OTIPABE

3. SHJIOMU3HATBHBIN (UOPO3 JETKON CTETICHU

[IpuBeneHHBIE BBINIE JAHHBIE CBUJETEIBCTBYIOT O XPOHHYECKHX
MUOTIATHYECKUX U3MEHEHUIX. OKOHYATENbHBIN IMarH03 MOXKET ObITh BHICTaBJICH
Ha OCHOBAaHHMM T'€HETHYECKOTO aHaIu3a

Oo6napy:xena myrauusi reaa SIL1!

OcHOBHBIE MOMEHTBI, IPUHUMAaeMble BO BHUMaHHE B ITAHHOM cJyyae:
1. Pebenok, 1 rox 4 mecsa.
2. 3amepKKka pa3BUTHS: YAEpKaHUE TOJOBBI B BO3pacTe 6 MECAIEB W
CIIOCOOHOCTH TIEPEBOPAYMBATHCS B | IO/, HE MOT CAaMOCTOSATEILHO CHJICTD,
MIPOU3HOCUTH OCMBICIICHHBIC CIIOBA.

3. Hesposnornueckoe odcienoBanue: 00111asi THIIOTOHUS B 1103€ JIATYIIKH U B
no3ze mnepeBepHyTo OykBbl U. CrnioHTaHHbIE IBMKEeHHS cialbie. CXP
CHUKEHBI.

4, K®K 137 ME/n (Hopma 12-79);

5. KT wmpimr: o6mrast meimeynast arpodusi; MPT romoBHoro mo3sra: atpodust
MO3XKEUKa

6. buoncuss ™Mb XpPOHMYECKHE  MHUONATHYECKHE  HU3MEHEHUS

(He3HAUUTENIbHOE M3MEHEHHE pa3Mepa BOJIOKOH; HEKOTOpbIE BOJOKHa C
BaKyoJISIMA B OIPaBe; YMEPEHHBIN SHIOMMU3UATILHBIN (Hubdpo3, arpodus
BOJIOKOH Tuma 1)

7. Myranus rena SIL1 ﬂ

Cunapom Mapunecky-1llerpena

JlureparypHas cnpaska [27]

Cunnpom Mapunecky-Illerpena (MSS) (MIM 248800) — naBHO U3BECTHOE
MYJIBTUCUCTEMHOE 3a00JeBaHHe, HacleAyeMO€ IO ayTOCOMHO-PEIECCUBHOMY
TUIy W BO3HHUKAIOUIEE B JETCKOM BO3pacTe M IMOPAXKAIOIIEe MO3L, INa3a H
CKEJIETHBIE MBIIIILIBI.
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bbina oTMedueHa KIMHUYECKash TpUajaa JBYCTOPOHHUX KaTapakT, aTaKCHHU U
yMcTBeHHOM oTcTtanmoctu (Moravesik, 1904; Marinesco et al., 1931; Sjogren,
1947).

[TaTonoroanaroMuyecKue UCCIEIOBAHUS U BU3yallu3allys TOJIOBHOTO MO3Tra
BbIsIBWIM aTpoduro mopkeuka (Todorov, 1965; Georgy et al., 1998).

JlonoTHUTENbHBIMU pU3HAKAMHU CIyXaT  TUIEProHaJOTPOIHBIHI
TUIIOTOHAIM3M, AaHOMAJIMU cKeneTa U Hu3kuit poct (Berg u Skre, 1976; Brogdon
et al., 1996).

XoTsi OONBITMHCTBO TAIMEHTOB SBJISIIOTCS TSDKEIBIMA — WHBAJIHIAMH,
MPOJIOJKUTENIBHOCTD XKU3HU Npu cuHApome Mapunecko-lllerpena pagukaibHO
He cokpammaercs (Anttonen et al., 2005).

JIMarHoCcTUKa/Ucciie10BAHUSA

JlnarHo3 ycTaHaBIMBACTCS y TMANHUEHTA C TUIAYHBIMH KIMHAYECKUMHU
MPOSBIICHUAMH W/WiK  OUaJJICIbHBIMUA  [MATOTEHHbIMU BapuaHtamu SILI,
BBISIBIICHHBIMH TPU MOJIEKYJISIPHO-T€HETHUECKOM TECTUPOBAHUM * *,

Cumraetcs, yto 111 MSS cnenuduyHbl 37I€KTPOHHO-MHUKPOCKOITUYECKHE
YABTPACTPYKTYPHBIC U3MEHEHUS TIPU OUOTICUU MBIIIIT™.

Jleuenue

Jleuenue  nposerenuu: CUMITOMATHYECKOE  JIeYEHHE  MBIIICYHBIX
MPOSIBIICHUN, OOBIYHO MPOBOAMMOE JCTCKUMM WJIM B3POCIBIMH HEBPOJIOTAMH,
dbuzmoTepaneBTaMu W/WIA  CIICHHAIMCTAaMU 10  JIeYeOHOM  (PUBKYIBTYpE;
oOpa3zoBarelibHbIE  MpPOrpaMMBbl,  aJaNTUPOBAHHBIE K  MOTPEOHOCTIM
WHJMBUAYaJbHOTO PA3BUTHS; yAaJCHUE KaTapakThl MO Mepe HEOoOXOAMMOCTH;
3aMECTUTENIbHAsi TOPMOHAJIbHASI Tepanusl MpPU MEPBUYHON HETOCTATOUHOCTH
MOJIOBBIX KEJIE3 B 0XKUIAEMOE BpEMsI TIOJIOBOTO CO3PEBAHUSI.

Habniwooenue: PerynspHoe HaOMoAeHWE Yy JAETCKOTO WX B3pPOCIOrO
HeBpoJsiora u (U3NOTEepareBTa W/WIK CIEIHUAINCTA 10 JeUeOHONU (U3KYIBTYpE;
o TanbMOIOTUYECKOE O0OCIIeIOBaHNE Ha PETYISIPHON OCHOBE, HauyWHas C
MJIa/ICHYECTBA.

I'eHeTHYeCKOE KOHCYJIHLTHPOBAHUE

Cunnmpom Mapunecko-Illerpera (MSS) nacnemyercss 1mo ayTOCOMHO-
PELIECCUBHOMY THITY.

Ponurenn 601pHOTO peOeHKa SIBISIIOTCS OOJUTaTHBIMU TE€TEPO3UTOTAMU H,
CJIEIOBATENIbHO, HOCUTEISIMHU OJHOTO MAaTOTEHHOI'O BapUaHTA.

Ha momeHT 3auatus y kaxjaoro cudca HOCUTENsT MyTaluu ecTh 25%-Has
BEPOATHOCTh ObITh O0JIbHBIM, 50%-Hasi BEPOATHOCTh ObITH OECCHUMITOMHBIM
HocuTelieM U 25%-Hasi BEpOATHOCTh HE TOJIYYUTh MYTAIlUIO OT POAUTENICH U HE
OBITH HOCUTEJIEM.

Ecnu ectp mHopManus 0 HaIMYMU MAaTOTEHHBIX BApUAHTOB B CEMbE,
BO3MOYKHO MPOBEJAEHUE TECTUPOBAHUS HA HOCUTEIICTBO Y POACTBEHHHUKOB W3
TPYNIbI PUCKA, & TAKXKE MPEHATAIIBHOE M MIPEIUMILIAHTAIIMOHHOE TEHETHYECKOE
TECTUPOBAHUE.
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Puc.7.7. Cxema ayTOCOMHO-pPeNleCCUBHOT0 BAPHAHTA HACJIEI0BAHUS
Carrier Carrier
Father I q Mother

Affected Carrier Carrier Unaffected
Child Child Child Child

JAnarnocruka

Kananyeckue mposiBjieHHs, yKa3bIBalolne HAa 3200JeBaHNe

Crnenyromye KIMHAYCCKHE TIPOSBICHUS YKa3bIBAIOT Ha HAJIMYHUE CHHAPOMA
Mapunecko-Illerpena (MSS):

o Mos3skeukoBast aTakcusi ¢ arpodueit Mo3Keuka, Tu3apTpuei 1 HUICTarMoM

. MPT. Arpodus mozxeuka, 00bIYHO O0JIe€ BBIpAXKEHHAS B UEPBE MO3KEUKA,
YeM B MOJIYIIAPUIX

o Karapakra ¢ pansHeit manudecranuei (He 00s3aTeIbHO BPOXKICHHAS)

o Muonatus, MpliedHast c1aboCTh U TUITOTOHUS

o Konuenrpanusa K@K B cbiBopoTKe KpoBH. HOpMasIbHBIN MM YMEPEHHO
MOBBIIICHHBIN YpOBEHb (0OBIYHO B 2-4 pa3a MPEBBIIAIONINI HOPMY)

o IMI. TonbKko MUOIATUYECKHUE IPUZHAKU

° buoncusa MbI

CBeroBasi MuUKpockomnus. I3MeHeHHe pa3mepa  MBIIIEYHBIX  BOJIOKOH,
arpouyeckue BOJIOKHA, 3aMEIIICHHE JKUPOBOM TKAaHU U 00pa30BaHUE BaKyoJel B
ONpaBe MPHU CBETOBOW MUKPOCKOIINH
DJIeKTPOHHAsI MHUKpOCKomus. Aytoparnyeckue BaKyojid, MeMOpaHHbIC
3aBUTKU M DJIEKTPOHHO-TUJIOTHBIE JABYXMEMOpPAHHBIE CTPYKTYpbI, CBS3aHHBIE C
anpamiu (criennduueckas ynpTpacTpykrypHas ocooennoctb MSS) [Krieger et al.,
2013]

JIONOJIHUTEJIbHbIE XAPAKTEPUCTUKH:
1. 3agepkKa ICUXOMOTOPHOTO Pa3BUTHS
2. ['MneproHaioTPONHBIN TUIIOTOHAINU3M (T.€. TIEPBUYHASI HEIOCTATOYHOCTh
MOJIOBBIX JKEJe3)
Hwuzkuit poct
4, Pa3nuyHbie aHOMaJIMK CKEJIETa, BKIIIOYAsi CKOJIMO3; YKOPOUEHHUE MACTHBIX

KOCTEH, IUIIOCHEBBIX KOCTeH W  ¢ajaHr TajblieB; JAUCILIA3HIO

w
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Ta300€PEHHBIX CYCTaBOB; IIOCKO-BAJBI'YCHYIO CTOMY; M KIMHOBUIHYIO
I'pyab

3akiIl04eHne 10 JAHHOMY KJIMHMYECKOMY CJIy4aro [28]
Cunnpom Mapunecko-Illerpena (MSS) xapakrtepusyercs MO3XKEUKOBOU
aTakcue c arpoduell MOKeuka, AU3ApTpPUEH, HUCTArMOM, paHHEW (He
00s13aTeIbHO  BPOXKJIEHHOW)  KaTapaKTOW, MHOMAaTHEH, MBIIMICYHON
c1a00CThIO U TUTIOTOHUEH.
JlonosHUTENbHBIE TPU3HAKKA MOTYT BKJIFOYATh 3aJ€PKKY IICUXOMOTOPHBIX
peakuui, TUNEProHaJAOTPONHBIA TUIIOTOHAINW3M, HHU3KHH pOCT U
pa3JINYHbIE AaHOMAJIUU CKEJIETA.
Y nereit ¢ MSS 00bIYHO HAOMIONAETCS MBIIIEYHAS] TUTIOTOHHSI B paHHEM
MJIaJIeHYeCTBE; CIa00CTh MUCTANbHBIX W TMPOKCHUMAIBHBIX MBI B
Bo3pacre ot 10 jer.
Ilo3)ke CTAHOBATCS 3aMETHBIMM MO3KEUKOBBIC IPOSBICHHUS CTBOJIOBOM
aTaKCUU, JUCIUAOXOKUHE3NH, HUCTarMa U JU3apTPUU.
VXyauieHue IBUTATeIbHOM (PYHKIHMHM TMPOTPECCUPYET B  TEUCHHE
HECKOJIbKUX JIET, 3aTeM cTabuiusupyercs. Bo3pacT u creneHp TshkecTu
IIPY OCTAHOBKE JAHHOTO IIPOLIECCa IIPEACKa3aTh HEBO3MOXKHO.
Kartapakra moxer pa3BuBarbcs ObICTPO M OOBIYHO TpeOyeT yhalleHus
Xpycranuka B Bo3pacte 10 10 ner.
XOT MHOTHE B3pOCIbIE HMMEIOT TSKEIble (OPMBbI  HMHBAJIUIHOCTH,
IPOAOKUTENIBHOCTD XKU3HH NpU MSS On13Kka K HOpMaJIbHOU.

Kaunuyeckuii cnyyaii 8. GNE-muonarus

Onucanmue ciayyasi: 29 jer, My4unHa

1.
2.

o b

OcHoBHas xajto00a: ci1ad0CTh IUCTAIBHBIX MBIIIIL]

AHaMHe3: HEpBHO-MBIIICYHBIX 3a00JIEBaHUI B CEMbE HET, KPOBOCMEIICHUS
HET

MenunuHCKUA ~ OCMOTp:  MbIlieyHass — cimaboctb  u arpodus
MPEUMYIIECTBEHHO B JMCTAIBHBIX OTHeNaxX. [IpoKcHMalbHbIE MBIIIIIbI
TaK)Ke TOPAXEHBI, 32 MCKIIOUEHHUEM YETHIPEXIJIaBOM MBIIIIIBI. MBIIIIIbI
auna He 3arpoHyThl. KucteBoit xum cocraBun 10 kr (crmpasa) u 8,7 xr
(cmeBa). He MOXeT cTOATh HM HAa HOCKaX, HA Ha TATKaX. Takke HE MOXKET
BCTaTh U3 CUASYETO MOJIOKEHUS 03 ITOCTOPOHHEH ToMOoIy. MOKeT XOAHUTh
CaMOCTOSATEIILHO, HO TMPHU TOABEME IO JICCTHHUIIC ONMUPACTCS Ha Iepuia.
CXP CHMXEHBI.

Janubie nabopatopHbix uccienoBanuii: KOK 386 ME/x (Hopma 62-287)
OMI':  pubOpmuisnmum, TOJOKHUTEIBHBICE OCTPHIC BOJIHBI, pPaHHEES
peKpyTUpOBaHuE, ToMu(a3Hble ENUHUIBI C HU3KOW AaMIUIUTYIOU W
KOPOTKOU TTPOJOIIKUTEIIBHOCTHIO

KT wmpimm: atpodusi MBI B IUCTANBHBIX OTAENAX TOJICHEW W 3aJHEH
noBepxHoCTH Oenep. UeThipexriiaBast MplIiia 6epa He 3aTPOHYTA.
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Tabauua 8.1. Uctopus 3a0601eBanus

20 aer
25 aer
YYBCTBOBAJ MBIIIIEYHOE
yTpaTuiI
HaIPsDKEHHUE TTOCIIe
CIIOCOOHOCTB CTOSTH
(huzmueckux
. Ha LIBIIIOYKAX
yIpaKHECHUN

27 aer
3aMETUI
TPYIHOCTH C

OTKpbIBaHUEM
KPBILIKH OYTBUIKH

22 roga
3as4BHII, YTO CIIOTBIKACTCA
l'IpI/I MCJIKHUX IIarax

e

"~

26 aert
C TPYAOM

IIOAHUMAJICS 110

JIECTHUIIE
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29 jer

MOCTYIHJI B OOJILHUILY U3-32
JUCTAIBLHON MBIIICYHOM
¢1a00CTH, IPOTrPECCUPYIOLICH
B TEUCHHNE HECKOJILKUX JICT

Pe3yabTarsl, NpoBeaeHHOI OMoncuu M (puc.8)

Puc.8.1. [Ipu okpammBanun H&E:
HaOJII0Jal0TCS U3MEHECHHUS B pa3Mepe

, [BOJIOKOH OT YMEPCHHLIX N0 BBIPAXKCHHBIX

— ot 10 1o 150 MuKpoH B 1uameTpe.
Habnronaercst yMepeHHbIH HIN
BEIPKCHHBIN YHIOMU3HUATBHBINA (UOPO3.
Ha0ronaercst HECKOJIbKO HEKPOTHUUYECKHX
178 HEKOTOpOe KOJIMYECTBO
pereHepupyoIuX BOJIOKOH.

 [IpUCYTCTBYET HECKOJBKO BOJOKOH €

MHTCPHAJIM30BAHHBIMU SIAPAMHU.

Puc.8.2. [Ipn okpammBanuu mGT:
BOJIOKHA C BaKyOJISIMU B OIIpaBe
paccesiHbl U HaOJII0JIaeTCs HEKOTOPOe
KOJINYECTBO BOJIOKOH C
LUTOIJIa3MaTH4ecKuMH Tenablamu. RRF
He HaOmonaercs. [lepudepruecknii Heps
HE BXOJUT B 3TOT CEIMEHT.




:|Puc.8.3. [Ipu okpammuBannn NADH-TR:
MEXMUO(DUOPUILISPHBIE CETH XOPOLIO
OpPTraHU30BaHbI, 32 HCKIFOUCHHEM
ATPO(QHPOBAHHBIX MBIIIEYHBIX BOJIOKOH.

_Puc.8.4. TIpu oxpammsanuu SDH:
+/KPOBEHOCHBIE COCYbl C HHTEHCUBHOMN
eakiueit Ha C/I" (SSV) ne
Ha0II01al0TCA

B Puc.8.5. TIpu oxparmmBarnu ATdasoif:
yMepeHHasi U BhIpakeHHas aTpodus
BOJIOKOH HAOJIFOAETCs KaK B BOJIOKHAX
tuna 1, Tak u Tuna 2. HaOmromaercs
HEKOTOPOE KOJUYECTBO BOJIOKOH THIIA

2C

Ta6auna 8.2. *UHTepnperanus pe3yJbTaTOB OKPAIIMBAHUS BOJOKOH
ATdDazon

I N S O

AT®a3za OenbIii KOPUYHEBBI KOPUYHEBBIM  KOPUYHEBBIN
10,4-10,7

AT®aza 4,6  KOpUYHEBBIM Oe€mbIN KOPUYHEBBI  KOPHUYHEBBIN
AT®aza 4,2  KOpUYHEBBIM OembIN OemnbIii KOPUYHEBBIN
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HNuTepnperanys NaTo0rn4yecKuX HaXoA0K JAHHOTO CJIy4asi:

MuoreHHsle U3MEHEHUS C:

1) u3MeHeHneM pazMepa BOJIOKOH OT YMEPEHHOTO JIO BBIPAKEHHOTO

2) HECKOJIbKMMH HEKPOTHUYECKHMMHU U  HEKOTOPBIM  KOJIMYECTBOM
pEreHepUpYIOIINX BOJIOKOH

3) BOJIOKHaAMH C HHTEPHATM30BaHHBIMU SIAPAMU

4) yMEepeHHBIM JI0 BBIPAKEHHOTO (hUOPO30M SHIOMU3HS

5) paccessHHbBIMHM BOJIOKHaMH C BaKyOJISIMU B OIIpaBe

6) HEKOTOPBIM KOJIMYECTBOM BOJIOKOH C LUTOIIA3MaTHYECKUMU TENIbLIAMU

7) arpodueit BOIOKOH Tuna 1 1 2 0T yMEpEeHHOM! JI0 BEIpaKEHHON

8) HEKOTOPBIM KOJIMYE€CTBOM BOJIOKOH THuIa 2C

[IpuBeneHHble  BbIIE  JaHHBIE  CBUAETEIBCTBYIOT O  MHOT€HHOM
3aboneBanuu. [lo Xomy moOIy4YeHHs KIMHUYECKUX JAHHBIX MOBBIIIAETCS
BepOATHOCTH NocTaHoBKM GNE-muonarnu. Cieayer npoBECTH TONOJHUTEIBHOE
NI'X-uccnenoBanyue U reHETUUECKUM aHaIu3 Npu OOHAPYKEHUU MyTalluu B T€HE
GNE

JluteparypHasi cnpaBka [29]

GNE-muonarus (Muonatusi HoHaku) penkass pelieCCUBHAs MbIIICUHAS
muctpodusi, ceazaHHas ¢ reHoM GNE, ydacTBylollUM B CHHTE3€ CHAJIOBOM
KHUCJIOTHI.

Juarno3 cieayeTr paccMaTpuBaTh B IEPBYIO Ouepelb y TMalMEHTOB CO
C1ab0CThIO AUCTATBLHBIX MBI (OTBUCIIAS CTOMA) B paHHEM B3pPOCJIOM BO3pacTe
(BO3MOYKHBI U IpyTrU€ CUMIITOMBI MaHU(eCTALMK 3a00IE€BaHUA).

3abosneBaHue MEJICHHO TPOTPECCUPYET, BOBIIEKAS IPYTUE MBI HUKHUX
Y BEpPXHUX KOHEUYHOCTEM, C BBIPAKEHHBIM MMOPAKEHUEM YETHIPEXIIIABOM MBIIIIIBI.

B tunuuHbIX pe3ynbraTax OWONCHM TOPAXKEHHBIX MBI HAOIIOMAI0TCS
BaKyolu B ompaBe (ayroarnueckue), arperanus pa3indHbIX OCJIKOB H
M3MEHEHUE pa3Mepa BOJIOKOH.

Juarno3 noarsepxkaaetcs cekBenrupoBanrem rena GNE.

3a mnpomienmue TOAbI ObUI JIOCTUTHYT 3HAUMTEIBHBIM Mporpecc B
noHuManuu W JiedeHnn GNE-muonatuu, OJHAKO HUCCIEAOBATENIM BCE €IIIe
HaxOAsATCS B TOMCKAaX KOHEUHOM 1Iesu J1sl pa3pa0doTku 3 PEeKTUBHOM Tepamnuu.

DTO O/IHA U3 MEPBBIX HACJIECTBEHHbIX MHONIATHH, B OTHOILICHUN KOTOPOU
B HACTOSIIIEE BPEMS MPOBOAUTCS OLEHKA JIOTHYECKOM MeTa00JIM4ecKou
Tepanvu U AKTUBHO Pa3padaTbiBaeTCsA reHHasl Tepanusi.

[TockonbKy B HacToslee BpeMs MPOBOAATCA KIMHUYECKHE HCIBITAaHUS
nmoTeHIManbHBIX MeTojoB JjeueHus GNE-mmonatmu, mnamuentel ¢ GNE-
MHONATUEN HYXKJAKOTCS B CBOEBPEMEHHOM IMOCTAHOBKE IUATHO34.

PanHssS quarHocTHKa MOXKET IOMOYb JOOWTHCS MaKCcUMalbHOTO 3(ddekra
TakOM Tepanmuu W CHU3UTh TPEBOKHOCTh W HEOOXOIMMOCTH TMPOBEICHUS
HEHYKHBIX HCCJIEIOBAHUI Y 3TUX MAIlUCHTOB.
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Puc.8.6. Ilporpeccupyromee nopaxxenue Mol npu GNE-muonaruu [30].

PenpesentarnBabie MPT-CHUMKH MBI HUKHUX KOHEYHOCTEN NALIMEHTOB
¢ GNE-muomarueid ¢ mnporpeccupoBaHUEeM 3a00JIeBaHUSI CJIEBa HAIMPAaBO.
Koponapusie T1-3Bemiennbie MPT-n300paxkenuss MblIIl (BEpXHUE CHUMKH).
AxcuanbHbie T1-B3BellleHHbIE HM300pa)keHUs cpenHel uvactu Oenapa (cpenHue
CHUMKH). AxcuanbHble T1-B3BelIEHHbIE H300paKeHUs] TOJEHU (HIKHHE
cHuMku). CHauana Tmporpeccupyromias MbllIeuHass aTpous  HIKHHUX
KOHEYHOCTEH TPOSIBISIETCS B TiepeAHed OoJblieOepIioBOM MBIIIIE, 3aTeM
BOBJICKAIOTCS MBIIILBI WMKPp M 3aJHEHd TOBEPXHOCTH Oeapa U, HaKOHeEIl,
YeThIpeXIiiaBas MbIIIIA Ha MO3IHUX CTaJAUSIX 3a00JIeBaHUSI.

3akioueHue

GNE-Muomnarusi, paHee W3BECTHAs KaK HACIEACTBEHHAass MUOMNATUS C
BKUTIOUeHHEeM BHyTpukieTounblx Tenery (HIBM) wm wmumomarus Hownaxa,
SBIIACTCSI PEIKUM ayTOCOMHO-PEIIECCHBHBIM  MBIIICYHBIM  3a00JI€BaHUEM,
XapaKTepU3yIOIUMCSl  MPOTpecCUpyroniel  arpopuell  CKEIETHBIX — MBIIIII.
PacnpoctpaneHHoCTh 3TOr0 3a00J€BaHus, MO OlleHKaM, cocTaBiseT oT 1 g0 9:1
000 000

Nudopmanvito MOXKHO TodyduTh B  HaruoHanbHOW — MEAUITMHCKON
oubnumoreke CIIIA, Bxmouas Genetics Home Reference (ImaBnasi cripaBouHas
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ctpanuna mno reHetuke  (https://ghr.nlm.nih.gov/condition/inclusionbody-
myopathy-2).

Haxkonen, ClinicalTrials.gov (https://clinicaltrials.gov) mnpegocTapser
UHPOPMAITUIO O TIPOBOIUMBIX MO BCEMY MHPY KIMHHUYECKHX HCCIICTOBAHMSIX,
COOTBETCTBYIOIIMX TPEOOBAaHMSIM K WCIBITYEMBIM IMalldEHTaM | TpaBUiIaM
THYECKOU IKCIIEPTU3HI.

Knunnuyeckuii cayyain 9. MHO3HUT ¢ BKIKYEHHEM BHYTPUKJIETOYHbBIX
TeJell

Onucanme ciayyas: 68 jer, My>KUnHA

OcHoBHAas kay100a: c1a00CTh MBIIII] HOT ¥ CHUKEHHUE CHUJIbI 3aXBaTa

AHaMmHe3: 100pOKaYeCTBEHHAsI TUTIEPIUIA3Us TIPEICTATEIILHOM KEJE3bI

CeMeilinblii aHAMHe3: HEPBHO-MBIIIICYHBIX 3200JIEBAHUN B CEMbE HET,
KPOBOCMEIIIEHUS HET

MeauuuHCKMH OCMOTP: OTMeEuajiach Jierkas ciabdocTh B OCHOBHOM B
MIPOKCUMAJIbHBIX OTAeNaX KoHeuHocTeil. KucreBoii :xuM coctaBui 19 kr (cpasa)
u 18 kr (cnesa). [TanbLbl ¥ YeThIpEXIIIaBble MBIIILBI ATPOPUpPOBaHbl. CUMITOM
loBepca MONOKUTENBHBIA. XOAUT CAaMOCTOATEIBHO, HO MPU MOIBEME IO
nectauile onupaetrcs Ha nepuna. CXP cHuxenbl. CaabOCTH MBI IIEU HE
HaOmronaetcsi. MBIIIbI Ul HE BOBJICUEHbI. Peub HopMalnbHas. TpyaqHoCTH TpH
MPOMIATBIBAHUY TBEPAOW IMMHILIN.

JlanHble J1adopaTopHbIX ucciaenoBanmii: KOK: 378 ME/x (Hopma 62-
287)

IMI': MUOnaTUYECKUE U3MEHEHUS B JBYIJIABOM MBIIIIIE TJIeYa U MPSMOU
MBIIIIIE Oempa

KT Mbliin: arpodus MBI Opeariedbs 1 0eapa

Tadauua 9.1. Uctopus 3a001eBaHus
68 1.

IOCTCIICHHO ITOABUJINCH
TPYAHOCTH C INIOTAHUCM,

66 1. 1 ObLI
TPYIHOCTH TIPU TOCIUTATN3UPOBAH.
[IOIbEME 10 JIECTHULIE U [IpoBenena Ouorncus
BCTaBaHUU CO CTyJa MBIIIIIL.
@ @, @

67 a.

cHIIa 3axBara ociaona,
¥ 0Ka3aJI0Ch TPYIHO
OTKPBIBAaTh KPBIIIKHA HA
OyTBLITKax
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Pe3yunb JICHHOW OMOTICHM MBIUII JAHHOIO NMalHeHTa (puc.9)
; 4 | [Puc9.1. Ilpn oxpaumBamnn H&E:

M3MEHEHHUsI Pa3MEpOB  BOJIOKOH  OT
YMEPEHHBIX /10 BBIPAXKEHHBIX OT 7 10 96
MUKpOH B nauamerpe. HaOmomaercs
HECKOJIbKO HEKPOTHYECKHX U HEKOTOPOE
KOJIMYECTBO PETEHEPUPYIOIIUX BOJIOKOH.
| Habmronaercs yMepeHHas
| MuduisTpanys MOHOHYKJIEAPHBIMU
KkieTkamMu. HaOnromaeTcsi BhIpaKeHHBIN
OHIOMU3HATBLHBIN ¢bubpo3.
[IprcyTCTByeT HECKOJBKO BOJIOKOH C
| [BHYTPCHHHUMH SIJIPAMH

Puc.9.2. Ilpu oxpammBanun mGT:
HaO0JII0aeTCsl  HEKOTOpPOE KOJIMYECTBO
BOJIOKOH C BaKyoJIMU B  OIIpPaBe,
pa3opBaHHbIE  KpacHblE  MBIIICUHE
BosiokHa (RRF), HemanuHoBBIE TenbLa
Yue wnabOmomarotcs. llepudepuueckuii
" HEPB HE BXOJIUT B 3TOT CETMEHT.

 Puc.9.3. ITpu oxpammuBanuu NADH-TR:
MEKMUODHUOPUIUIPHBIE CETH  CIIETKa)

HapyLLCHBI.

[Puc.9.4. Ilpm oxpammBanuun C/I':
KPOBEHOCHBIE COCYIIbl C WHTEHCHBHOMU
peakimest Ha  SDH  (SSV) He
| HaOIro JaroTCs




~ |Puc.9.5. TIpu okpamusannun ATda3zoii:
~ [BBIpakeHHas atpodus BOJOKOH THIA 2.
Bonokna tuna 2C, paccesiHHbIE

MM HOI'MCTOXMMMUSA

Puc.9.6. [Toka3zareins HLA-ABC
3aMETHO IMOBBIIIEH

Puc.9.7. Ilokazarenr HLA-DR 3ameTHO
~, [1OBBIIEH

HNuTepnperanus NaToJJori4ecKuX HAX00K JAHHOT0 KIIMHUYECKOro cayyast
Muonarndeckue H3MEeHEHHUS C:
HW3MEHEHUEM pa3Mepa BOJIOKOH OT YMEPEHHOTO JI0 BHIPAXKEHHOTO
HEKOTOPBIM KOJIMYECTBOM HEKPOTHYECKUX BOJIOKOH
HEKOTOPBIM KOJIMYE€CTBOM PETCHEPUPYIOLIUX BOJIOKOH
BBIPKEHHBIM DHJIOMU3HAIBHBIM (prOpo30oM
HEKOTOPBIM KOJIMYE€CTBOM BOJIOKOH C MHTEPHAJIM30BAaHHBIMU SiIpaMu
HEKOTOPBIM KOJIMYE€CTBOM BOJIOKOH C BaKyoJISIMU B OIIpaBe
BBIPXKEHHOU aTpoueii BOJIOKOH THMA 2
paccesitHHbIMU BoJIOKHaMu Tuna 2C
TakuM 00pa3oM, IPUBEICHHBIC BHIIIC TAHHBIC CBUIACTEIBCTBYIOT O
XPOHUYECKOM MUOTATUYECKOM Tpoliecce.
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OcHOBHbBIE BBIBOJBI 110 JAHHOMY KJIHMHHYECKOMY CJIY4alo:

Bo3spacTt manudecramnuu 3adoneBanus (66 yer)

CnaboCTh YeThIPEXIIIaBOM MBIIIIBI U CTHOATENIEH NalbleB

TpyaHOCTH NpY NPOINIATBIBAHUU TBEPAOU MMUIIH

KT: Atpodus mbliii npenmiedbs u 0eapa

[Tatromopdonornueckuiit XpoOHUIECKUH MUOTIATHYECKUH TTPOIIeCC

BonokHa ¢ BakyoiasiMH B OIIpaBe

[Tpu UI'X Bonokna c akcnpeccueit HLA-ABC u DR

Takum oOpa3om, Bce mNpHBeJdeHHbIE BbIlle JAHHbIE SIBJIAIOTCS
KJI4Y€BbIMU TNMPHU3HAKAMH MHO3UTA C BKJIYEHHEM BHYTPHKJIETOYHBIX
Tesien (IBM).

JlureparypHas cipaBKa:
OcHOBHBIE MOMEHTBI, IPUHUMAaeMble BO BHUMaHue npu IBM [30,31,32]

Muo3uT ¢ BKIIOYEHHEM BHYTpUKIeTOUHBIX Tenen (IBM) mporpeccupyer
MEIJIEHHO, U OOBIYHO NIEPBOHAYAJIBLHO BMECTO HETO CTABST AMATHO3 apTPUT WIIH
noaumuo3ut; IBM acconuupyercst ¢ cepIeuHO-COCYAUCTBIMU OCJIOKHECHUAMU U
JPYTUMHU ayTOUMMYHHBIMH 3a00JIEBaHUSIMU U COTIPSIKEH C BBICOKUMHU 3aTpaTaMu.

Hns IBM xapakTepHO paHHEE MOPAKEHUE YETHIPEXINIABOM MBIIIILI U
crubareneil cpegHero mnanbua. OpHAaKO BaXXHO pacro3HaBaTh MEHEe
pacnpoCTpaHeHHbIE IPOSBIEHUS (HanpuMmep, AMCHaruio).

[Tpu IBM Habmogaercsi cnabocTh crubareneil majiblieB U pa3rudareneit
KOJICHA, & TAK)KE€ MHBA3Ms MBIIEYHOTO BOJIOKHA IUTOTOKCUYECKUMU T-KieTKkamu,
YTO OTJIMYAET JIaHHOE€ 3a00JIeBaHME OT OOJBIIMHCTBA APYTUX 3a00JIEBAHMIA
MBIIIILI.

[Tpu BBIOOpPE ONTHUMABHOM MBIIIIBI A OUONCHM TOJIE3HO IPOBECTH
KJIMHUYECKYIO OoLleHKY 1 MPT mpiir.

VY IBM Oosnee mupokuii CeKTp ayTOMMMYHHBIX T-KJIETOYHBIX aHOMAJIUMA,
4yeM y JIF000ro Ipyroro 3a00s1eBaHusl MBIIILI.

Knunuko-naronoruyeckass Koppensiuusi sBISETCS 00sf3aTesNbHON Tpu
UHTEPIIpPETallMd PEe3yIbTaTOB OMOICHM MBIl U OMNPEACIICHUN HalpaBiIeHUs
JAJIbHEUIIIETO OKPAIIMBAHUSA.

MPT Taxxke MOXKET NOMOYb B ONPEAECICHUN XapaKTepa NOPAKEHHS MBIIIILI,
4yToOBl OTIMYUTh IBM OT JIpyrux nmepBUYHBIX 3a00J€BAHUN MBI, TAKUX KaK
HACJIECTBEHHbIE MUOTIATHUH.

[Ipu3Haku BocmayieHUsI B pe3yibTrarax OMOICUU MBILIL BCTPEYAIOTCA MPU
UMOMATUYECKUX BOCHAIUTEIBHBIX MUOMNATUSIX (MOJMMHUO3UT, JEPMATOMHUO3HT,
IBM u uUMMyHOONOCPEIOBAHHBIE HEKPOTUIHPYIOIIUE MHUOMNATHH) U MpH
HEKOTOPBIX HACJIECTBEHHBIX 3a00JI€BAaHUX MBIIIILL, TAKKX KaK IJI€Ye-JI0MaToOYHO-
JULeBasi MUOTIATHS U APYTHe FTeHETUYECKHUE MBIIIEYHbIE TUCTPO(UH, B YACTHOCTH
nucheparHOIaTH Y.
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Ta6auua 9.2. Pesynbrarsl HeiipoBusyaausanuu Meimn npu IBM [32]

Inclusion Body

OO01ue
XAPAKTEPUCTUKH:
aCUMMETPUs

Pyku: rmy6okuii
crubaresnb najbLeB
benpo: noprHsxkHas
MBIIIIIIA,
YEThIPEXIIIaBasi MbIIIIA
Hora: nkponoxhasi,
MeauanbHas
https://neuromuscula
r.wustl.edu/

AKCHAJILHBIN cpes,
T1, manmment ¢ IBM

{((A) MpIInpl BepXHUX
| KOHEYHOCTEU c
YMEPEHHBIM

YKUPOBBIM
3aMEIICHUEM  MBIIIII]
MpPEATUICYbS,
3aTparuBaroNuM
MPEUMYIIECTBEHHO
r1yOoKue crudarenu
nanabieB  (OObIYHBIC

CTPEJIKHU) 151 B
MEHBILEH CTENEHH
pasrubarenu
(TTyHKTHpPHBIE
CTPEJKH).

(b) MBIIIIBl HIKHAX
KOHEYHOCTEN c
MOPAKEHUEM
NMUCTAIbHBIX OT/AEIIOB,
arpodus MBIIILILY
(motepss o0bema cC
YBEIINYEHHEM
YKAPOBOU TKaHU
MEXIy  MBIIIIAMH,
MyHKTUPHBIC
CTPEJIKHU) u
3aMEILCHHE KUpa,
[TPOUCXOJSIILEE
[J1aBHBIM 00pa3oM B
YETHIPEXITIABON
MBIIIIIIE oenpal

(OOBIUHBIE CTPEIIKH).
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3akjoueHue

JlereHepatuBHbBIE HM3MEHEHUs, KOTOpPbIE MOrYT BO3HUKarh Iipu [BM,
BKJIFOYAIOT MHOTOUYMCIIEHHBIE OEJIKOBBIE arperarbl MHOBOJIOKOH, CBSI3aHHBIE CO
CTPECCOM JHJOIIA3MATUYECKOTO PETUKYIIyMa.

YCTOWYMBOCTD K JICYEHHUIO, BEPOSITHO, CBA3aHA C HEBO3MOXKHOCTBIO IIPHU
UCIOJIb30BaHUM COBPEMEHHBIX METOJIOB JICUEHHUsS] MHTUOUPOBATh WJIM UCTOIIATh
BBICOKOAM(P(EPEHIMPOBAHHYI0  MOMY/ILHMI0  NaMATH  3QQPEKTopoB  H
TepMUHAIBHO JU(dhepeHunpoBaHHbIX T-Ki1eTOK-3()(PEKTOPOB, MPUCYTCTBYIOIINX
npu IBM.

Pactymee uncno nokasarenscts Toro, yro IBM sBisercs ayrouMMyHHBIM
3a00JIEBaHUEM, OIOCPENOBAaHHBIM T-KJIeTKaMu, AaeT HaIekAy Ha TO, YTO
Oyayliue METOAbl JIEYEHUS, HANpaBICHHbIE HA MCTOUIEHUE OTUX KIETOK,
OKaxyTcsl 3 PEKTUBHBIMU.

Cayuaii 10. UMmMyHoonocpenoBaHHasi HEKPOTH3UPYIOLIasi MUOTIATHS

JKeHIMHAa, 35 jeT

OcHoBHAas :kay100a: c1a00CTh MBIIII] HOT ¥ CHUKEHHUE CHUJIbI 3aXBaTa

CeMeiliHblii  aHAMHe3:  HEPBHO-MBIIIEYHBIX  3a00JE€BaHUN  HET,
KPOBOCMEIIIEHUS HET

MeauumHCKH 0CMOTP: OTMEUAETCS BhIpaKEHHas cJ1a00CTh B OCHOBHOM B
MPOKCUMAJIBHOM rpymme MbIi, 2-3 6amia no mkane MRS. Cuna guctaabHbIX
MBIIII] B IIpezienax HopMbl. [ uneprpoduu uim arpo@uu UKPOHOKHBIX MBIIIII] HET.
Cumnrtom 'oBepca nmonoxutenbHbid. [loxonka «ytunasy (Muonaruyeckas). CXP
cHmkeHbl. [lopaxenuss wmpim Juna HeT. [ucharum wnm  guszaptpum He
Ha0JII01aJI0Ch.

Jlannble JadoparopHbix ucciaenopanuii: KOK 7930 ME/n (ropma 45-
163), anTutena: Jo-1 (-), ANA (-)

OMI': Pannee pekpytupoBanue, GUOPHUIUIAINS U TOJTOKUTEIHHBIE OCTPHIE
BOJIHBI, MTOJIM(a3HbIC SAMHUIIBI C HU3KOHM aMruinTyoi BoiaHbl. CRD B HEKOTOPBIX
MBIIIIAX.
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Taouamnua 10.1. UcTopus 3a001eBanust

27 .
K®K 2400-
3400 Bo
BpeMs
o0cnenoBan
ns. JKamo0
HCT
34 a.
Ha 27
Heele
OepeMeHHOC
™1 KOK
3493

34 a. Yepes 8
Ha 40 "epnene Mecsines
OepeMeHHOCTH fioc.Ie po1os
poauna HAOIIOOAI0TCSA
MaJIbYHKa H TPYIHOCTH
3aMeTHIIa pH xoab0e
CJIOKHOCTH TIPU (351.)
HOABEME PyK buoncus
HaJ TOJIOBOM MEIIIIY
MBIIIICYHAaA
ci1abocCTh
MIPOrPECCUPOB
amau
MPUXOAUIIOCH
OIUPAThCS Ha
nepuia npu
MOJIbEME T10
JICCTHHIIC
yepe3 3
Mecsila mnociie
ponoB

Pe3yabTartsl, npoBeaeHHo Oumoncun Mbimu (puc.10)

y Puc.10.1. TIpu oxkpammBannn H&E:
< [HaOyro1aeTcst YMEpPEHHOE WIn
% [BBIpPQXKCHHOE U3MEHCHHE pa3mepa

BOJIOKOH B Hamnas3oHe oT 8 10 80 MUKpPOH

' B nmamerpe. HalOmromaercs HekoTopoe

KOJIMYECTBO KAaK HEKPOTUYECKHUX, TaK H
[pEreHEePUPYIOIIIX BOJIOKOH.
HabmtoaeTcsi HEKOTOpPOE  KOJIMYECTBO
BOJIOKOH C MHTEPHAJIM30BAHHBIMU SITIPAMH.
HaOnromaercss yMepeHHass peaKTHBHAs
nuMQonuTapHas MHUIbTpALHS.
Habmoaercs BBIPA)KEHHBIN
OHAOMU3UATBHBIN PUOPO3.
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Puc.10.2. Ilpu oxkpammBanun mGT:
HEMAQJIMHOBBIX  TEJNEl,  pa30pBaHHBIX
KPACHBIX MBIIICYHBIX BOJIOKOH U BaKyOJIer
B ompase HE HaOMIo1aeTCs.
[lepudepudeckuii HepB HE BXOJUT B 3TOT
CErMEHT.

Puc.10.3. Ilpu oxpammBanuu NADH:
MEKMUODUOPHIIISIPHBIE CETH HAPYIIEHBI,
0COOEHHO B aTpOo(UPOBAHHBIX BOJIOKHAX

Puc.10.4. IIpu okpammBanun CJI™:
KPOBEHOCHBIE COCYJIbl C WHTEHCUBHOMN
 |peaxmueit Ha SDH (SSV) He HabmonaroTCs

Puc.10.5. Ilpu okpammBanun [®:
dbepMeHTaTUBHAs  aKTUBHOCTh  ci1abo
BBIpAKEHA B NEePUMUBHH u
[pEreHEPUPYIONTUX BOJTOKHAX
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([Puc.10.6. IIpu oxpamuBanun ATdazoii:
HaOJII0/1aeTCsl  BhIpaKEeHHas  atpodus
BOJIOKOH Tuma 2, BojiokHa Tuma 2C
[paccestHbI

6.0

a 4 &

3 &

) ' b ) -

" o &' ‘ N

..‘a 0. 00 & ¥ g

. (M
‘ 0‘ ,.,3 .”

I/IHTepnpeTauml MaTOJIOTHYEeCKUX HAXOAO0K JAHHOIO0 CJIy4Yast

Muonarnueckue u3MEHEHUA C:

1. M3MEHEHHEM pa3Mepa BOJIOKOH OT YMEPEHHOTO JI0 BEIPAKEHHOTO.

2. HEKOTOPHIM KOJIMYECTBOM HEKPOTHUECKUX U PETCHEPUPYIOIIAX
BOJIOKOH

3. HEKOTOPBHIM KOJIMYE€CTBOM BOJIOKOH C MHTEPHAJIN30BAaHHBIMU
SIpaMu

4, BBIPAKEHHBIM SHIOMHU3HAIBHBIM (HOPO30M

5. BBIpaXEHHOM aTpodueii BOIOKOH 2 THMa

6. paccesstHHbIMU BoJlIoKHamu 2C Tuma

3akawuenue: [IpuBecHHbBIC BBIIE TAHHBIC CBUICTEIBCTBYIOT O XPOHUYIECKOM
IPOIECCe HEKPO3a M PereHepaliy B MbIIIIIAX.

] I/IMMyHOFI/ICTOXl/IMI/IH
SSRGS S g Puc.10.7. HLA-ABC:
aag e [0JIOKUTETbHBIH
Puc.10.8. p62 nuddyzHoe

rPaHyJIMPOBAHHOE OCAXKICHUE

<
[}

£
o &
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ey ~ Puc.10.9. MAC: paccesHHBIE
oW ~ [BOJIOKHA €  OTJOXKEHUEM  HAQ
; CapKoJIEMME

e
e

NI'X mnoka3blBaeT paccessHHblE BOJOKHAa C omiokenneM MAC Ha
capkojemMMe, IIpU OKpaluBaHuu p62 — nuddy3Hoe TpaHyasIpHOE OTIOKECHHE,
YTO YKa3bIBAET HA HMMYHOOIIOCPEA0BAHHYI0 HEKPOTHU3UPYOUIYI0 MUONIATHIO.

OcHoOBHBIE BBIBOABI 10 JAHHOMY CJIy4al0
1. HeobObsacuumoe noseiienne ypoas KOK na 2400-3400 ME/n B
BO3pacte 27 net
bepemeHHOCTB 1 pozbl Kak TpUrrep B 34 roga
OcHoBHas *anoba: Mporpeccupyrolas MpleyHas ciadocTb
[Toswimenune KOK no 7930 ME/n
OMI': Pannee pekpyTrpoBaHue, GUOPUIUISILIMS U MTOJIOKUTEIIbHbIE
OCTpBIE BOJIHBI, OJIM(a3HbIE EAUHULIBI C HU3KOM aMILJIUTY/10! BOJIHBI.
CRD B HEKOTOPBIX MBIIIIAX.
6. Pe3ynbrarhl OMONICHN MBI CBUAETEILCTBYIOT O XPOHUUECKUX
npoleccax HeKpo3a 1 pereHepannn
7. [Ipn UT'X nmeroTcs paccestHHbIE BOJIOKHA ¢ oTinoxkeHnemM MAC Ha
capkosieMme, pu p62 — mudPy3Hoe 3epHUCTOE OTIOKECHHE.
Bce BbIIecKazaHHOe MO03BOJIAET YKa3blBaeT HA HUMMYHOOIIOCPEIOBAHHYIO
HEKPOTH3HPYOLIYI0 MUOIIATHIO

bk wn

Tabamua 10.2. Pexomenayemblii a1ropuTM JHATHOCTHKHU

[Taument ¢ BoicokuM ypoBHeM KDK 1 HeoOBSICHHMOI Iporpeccupyouieil MbIIEYHOH cl1ab0CcThIo

O0mwmii moaxox

X "
K IHATHOCTHKE B Tecr HA aYyTOMMMYHHbIC AHTHTEJIA
A — KT/MPT Bcero Teaa
X
OrpuuaresbHbIi [TonoxuTenbHbIi Cnermduueckoe Ortek, nepudacuuKyIspHbIii
MOPAKECHUE MBIIIILL CHUTHaI
v
N
Mpiieunas auctpodus B
He HomaeTcs JeSeHIio OCIaJTUTEIbHAs MUOTIATHS
Creunann3npoBaHHbIi Ilonnaercs nevennio
NoAXo1 K JIHArHoOCTHKE B
TPETHYHBIX MEAHLIHHCKHX Buoncusi mpimu/MIX - IlNevernuecKkuM aHAJIN3
a

YHUPCKIACHUAX/AKAACMHYCCKHUX
YUPCKACHHAX

>

Tounoe OnpeAC/ICHUE THIIA MHO,!MCI’}')OQ)HH WM BOCHAJIMTE/ILHOI MUONIATUH

4

WuanBuiayansHas Tepanus (crieunduyeckas Leaesas Teparms)
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Jluteparypuas CIpaBKa no HMMYHO-0IIOCPeI0BAHHBIM
HeKpOTH3UPY3mKuM Muonarusim (IMNM): [21]

NMMmyHo-0omIOCcpeioBaHHass ~ HekpoTusupyromas  muonatus  (MOHM)
SBIISIETCSI HOBBIM 3a00JIEBAHHEM B TPYIINE BOCHAIUTEIbHBIX MUOTIATHIA.

OTO TIpynra MHOIMATHM, CBSI3aHHBIX C ayTOAHTUTEIAMH K YacTHULAM
pacriozHaBaHusi curHaiioB (aHTU-SRP), uW B HEKOTOpPHIX cClydasX CO
3JI0KAYE€CTBEHHBIMU HOBOOOPA30BAHUSIMU, JICUCHUEM CTATUHAMH WJIU aKTUBHOMU
BUPYCHOM MH(DEKITHEH.

MOHM Bctpeuaercs y aerei, HOApOCTKOB U B3POCIIBIX

Knuanueckas kapTuHa: c1aboCTh MPOKCHMATBHBIX MBIIII, OOBIYHO OCTPOE
WIM TOJOCTPOE HAa4alo, MEMJIEHHO MpOrpeccupyroliee TeYeHne, oO0IagacT
MpU3HaKaMH, MPUCYHIMMH KOHEYHOCTHO-TIOSICHOM MBIIIEYHOU JHUCTpodum,
ypoBenb KOK > 3000 ME/n

buoncus M ¢ nomombo MI'X MOKET TOMOUYb B IIOCTAHOBKE JUAarHo3a

OTtBeT Ha cTepouibl — ciabbli, HO MOTYT OBITh 3(PGEKTUBHBIMU JPYTHE
VMMYHOCYITPECCUBHBIE ITPEIAPATHL.

Kuannuveckuii ciay4aii 11. MutoxonapuaiabHoe 3a00/1eBaHue

Onucanue cayuasi: 12 ner 4 mecsua, 1eBodka

OcHoBHas xkay100a: 1T03, 0PTaTLMOIUIETUS

AHaMHe3: HE OTATOLIECHHbBIN

CeMeiiHblii aHAMHe3: HEPBHO-MBIIIEYHBIX 3200JI€BaHUN HET

Mequuuucknii ocmotTp: poct — 114 cm, Bec — 18,9 kr. 1Q Ha
norpaHn4yHoM ypoBHe. HeilpoceHcopHast Tyroyxoctb. OTMeuaeTcsi THpCyTU3M B
HUKHEH 4acTH cnuHbl. [IT03 ¥ mouTu momHas odTanbMoruierus. MBIIeYHOM
c1aboCTH B KOHEYHOCTAX HeT. HecrmocoOHOCTh HpOWTH TecT 'TaHaemHas
nmoxojka'.

Jlannble JadoparopHbix ucciaenopanuii: KOK: 66 ME/n (Hopma: 45-163)
Jlakrar (kpoBs) 27,7; (CMIX) 44,8 (3,0-17,0)

3pUTENbHBIN HEPB: TUTMEHTHBIA PETUHUT

[IpoBepka CTBOJIOMO3IOBBIX CIYXOBBIX BHI3BAHHBIX MTOTCHIIMATIOB: BOIHA 2
OTCYTCTBYET

OKI': monnas 610kana npaBoil HOXKKHU My4dka ['uca
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HcTopus 3a60.,1eBanns

9. 12 n.
NTO3 U TOCTIUTAIIU3UP
4 odTambpMoIIeT OBaHa 1o
I Ui, CEHCO- MOBOY I TO34,
Cunnpom HEBPOJIOTHYEC HapyXHOU
®aHKOHH, KHe odTanbpMorIer
HU3KUN HapyIIeHus WU U HU3KOTO
pocT ciyxa pocra.
(] o (] o (]
6 a. 10 .
TOJTHAs
MUTMEHTH Omokana
13171 IIpaBoit
PETHHUT, HOXXKH
aHeMUs my4JKa
I'uca nHa
OKI

YTo MBI HIMeeM MOc/Ie AHATH3A KIUHHUYEeCKUX JaAHHbIX?

IITo3, oranemornerus, HeBblcokuid pocT (poct 114 cM u Bec 18,9 kr <3 ),
IQ na morpann4yHOM ypoBHE. CeHCOHEBpabHas TYTOyXOCTh (CIyXOBasi peaKIus
CTBOJIA MO3ra: OTCYTCTBYET 2 BOJIHA, TUPCYTU3M B HIKHEM YacTH CIHUHBI.
MpiiieyHoi ¢1aboCTH B KOHEYHOCTSAX HeT. HecrnmocoOHOCTh TpOWTH TecT
"TaHJIeMHas TOXOJKa", MUTMEHTHBIM PETUHUT, JAKTATHBIN aiuao3 (ypoBEHb
nakrata B kpou 27,77; B CMXK 44,8 1(3,0-17,0), apurmus (monHas Gi1okaga
paBoOil HOXKKM Tyuka ['uca).

OObIuHBIN peOeHOK B paHHeM jAeTcTBe. Havyano 3aboneBanus B Bo3pacte 4
net. [locrenenHoe nporpeccupoBaHe CUMITOMOB, 00LIee TOpaXKEeHUE

[Tono3penue Ha HapylIeHHEe pabOThl MUTOXOHIPUIA

Kak 310 1oxa3arn?
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Pe3 poBeleHHOM Ononcuu mpimy (puc.11)

Puc.11.1. IIpu oxpammBannun H&E: pasmep
BOJIOKOH HE3HAYUTEIbHO Bapbupyercsa ot 20 10
70 MHKpPOH B JuaMeTpe. OHIOMHU3HAIBHOTO
¢budpo3a He HaOmMOMaeTcsa. HekoTopbie BOJIOKHA

MMEIOT 36PHUCTYIO CTPYKTYPY.

Puc.11.2. ITpu OKpAILIMBAHUU mGT:
HaO0JII01aeTCsl HECKOJIBKO PAa30pPBAHHBIX KPACHBIX
MbliieuHbiX BoJIOKOH (RRF)(kpachas crpenka).
Baxkyouieii B onpaBe WM HEMAJIUHOBBIX TEJEI] HE
HaOmonaetcs. [lyuku mepudeprudecknx HEPBOB
XOPOIIIO MUSTMHU3UPOBAHBI

Puc.11.3. [Ipu OKpAILIMBAHUU CArI™:
HaOmonatorcss RRF, kpoBeHOCHbBIE cOCyabl C
uHTeHcuBHOM peaknuedn Ha CJIT (SSV) nHe
HaOJI0IA0TCS

Puc.11.4. ITpu OKpallMBaHUU or

© |HabmonmaroTcs ouaroBele COX-oTpunatenbHbIC
RRF

I/IHTepr[peTamm HaTOJOIrH4Y€CKUX HAXOAO0K ITOro ciydas
MuonaTudecKkrue U3MEHEHUS C:

1. HE3HAUYUTEJIbHBIM U3MEHEHUEM Pa3Mepa BOJIOKOH

2. HEKOTOPBIM KOJIM4ueCTBOM o4aroBbix COX-oTpHIiaTesIbHbl pa30pBaHHBIX
KPACHBIX MBIIIEYHBIX BOJIOKOH

3. HEKOTOpOoe Koym4ecTBO 2C THIa BOJIOKOH.

[TpuBeneHHbIC BHINIE JaHHBIC YKA3bIBAIOT HA MUTOXOHIPHAIBHYIO MATOJOTHIO.
[Ipu xpoHuueckoil mporpeccupyromieii HapyxHoit odramsMoruieruu (XITHO)
pEKOMEHAYeTCs MPOBEICHNE TEHETUIECKOTO aHam3a!
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O030p napopmanum u3 aureparyps [33]

XITHO

3200JI€BaHUE.

9TO

MEIJICHHO TPOrpeccupyromniee

MUTOXOHAPHAJIBHOC

OHO MOXeET IIPOABUTLCSA B JTI000M BO3pacCTC U IMMPOrpcCCUpoOBaTh B TCUCHUC

5-15 ner.

HepBLIﬁ CHUMIITOM — IITO3 4aCTO OCTACTCA HC3aMCUCHHBIM ITalTUCHTOM 10
TCX IIOP, IMOKAa BCKH HC OIIYCKAIOTCA HACTOJIBKO, YTO BO3HHUKACT IIG(i)GKT I10JIA

3pEHUsL.

Bo MHOrux ciy4asx MHamMeHThl 3allpOKHUJBIBAIOT TOJIOBY Ha3ajll, YTOOBI
IPUCIOCOOUTHCS K MEJUIEHHO IIPOIPECCUPYIOLIEMY OIYIIEHHIO BEK.

[To mepe ToOroO, Kak MTo3 AOCTUTAET CBOEH (PMHATHHOW CTAJHH, MAlMEHTHI
HAYMHAIOT MCIIOJIb30BAaTh JIOOHYIO MBIIIITY, YTOOBI TOMOYb MPUIIOTHATH BEKH.

Yposenp KOK mokeT BapbupOBaTbCsi OT HOPMAJIBHOTO IO CJETKa WU
YMEPEHHO IOBBILIEHHOTO.

Taonuna 11.1. Tunu4Hble MUTOXOHAPHAJIbHBbIC CHHAPOMBI [34]

IMocaeanue
OtHocurt ., [ConyTcTBYI0 IIpeanoururen
TunuaHbIH . HacsenoBanu JaHHbIE .
Cunapom eJbHas mmit bHBII MeTo
NPU3HAK(-H) e TeHeTH4YeCKHX
4acToTa npu3HaK(-u) . JeYeHust
HccTaeI0BAHMIA
Myranuu POLG ¢
Herckas AyTocomHO- Cumnromarniec
CuszipoM Ouenb . BTOPUYHBIM
Muorepedporenar peIeCCUBHBII Koe (n30eraTh
IATTpITepCa penko HCTOIICHUEM
OTTaTHs TUT BaJBIIPOATA)
mtJIHK
IAyTOCOMHO-
ITOMHUHAHTHAs Ontuyeckas AyTOCOMHO-
. CuMnromaruyec
ATpO QU Penxo HEBpoOIaTus nomuHaHTHBIM| MyTtanuu OPA1 oe
BPUTEIHHOTO (crenora) THIT
HepBa (ADOA)
ATakcus uim
AyToCcoMHO-
Uledurut Odenp | MHOTATHS WU . Paznuunbie
pelLeCCUBHBIM Kosnzum Q10
Ko3H3uMa Q10 penKo |MyJIbTHCHCTEMHO - S7IepHBIC TCHBI
e 3abosieBaHMe
Artakcusi,
OnuHOYHAs
Cunapom I'ma3nas HapyUIeHNS
N .. |Cnopanngeck |[kpynmHoMacTabH [CUMOTOMaTHIEC
Kupnca-Ceiipa Yacro | muomnarus (IT03, | cepaedHOR .
Ui THTT as enenus  [Koe
(KSS) oranpmornapes) | IpoBOAMMOC
mtIHK
TH
MatepuHckuii
HacnenctBeHnast TUN (HU3Kas
OnTuueckast
BpUTEIbHAS OdeHb neHeTpaHTHOC|  Pa3nnyHbie
HEBPOTIATHUS MnebeHoH
HEBpOIATHUs 4acTo Tb, BblIe y | MyTauuu MTIHK
(cremora)
Ulebepa (LHON) KyPAIIAX
MYKIUH)
AyTOCOMHO-
. Paznuunbie
DEHCCCHBHBIH |, TalUU SIEPHOU
Tspxenast qeTckas o, X- y p CuMnToMaTHueC
Cungpom Jles Yacto . i mTIHK
SHIIepaTONaTHS CIETUICHHBIHI KOe
- (mammpumep,
.| m.8993T > G)
MaTePUHCKHIA
MUTOXOHIPUATEH
ITopaxenue .
ast WucynpTonogo0H MarepuHcKul Cumnromaruiec
Yacto cepia, m.3243A>G
pHIIEe(aTOnaThs C BIC DTTH301bI TUT KOe
oTepst
MOJIOYHOKHCITBIM
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https://en.wikipedia.org/wiki/Ptosis_(eyelid)

AIMI030M U ciyxa,
MHCYIHTOTIONO0H nnaber
IBIMH T30 1aMH
(MELAS)
IMuoknoHn4eckas
bHIeamonaTus ¢
Pa30pBaHHBIMH . CumMIiToMaTHiec
Arakcusi, |MaTepuHCKHHA
[KpacHbIMU Yacro MHuOKIOHUS m.8344A>G  |koe (Hampumep,
MHOIIATHS THII
MBIIIICYHBIMH lleBeTHpaneTam)
BOJIOKHAMH
(MERRF)
Jletixoauct
IMHTOXOHAPUATTBH AMCTD
st Hapymenue odus,
N MOTOPHKH rnasHas | AyTOCOMHO-
HeliporacTpounTe | OueHb . [Mepecanka
eIy JOYHO- Muonarus, |peueccuBHblii| Myrtamun TYMP
CTUHAIbHAS peako MeYeHH
KUIIEYHOro  |mepudepuye THII
bHIIebamoMuonaT J. cxas
s (MNGIE) ™
HEBPOIIATHS

Puc.11.5. I'ucrosiornyeckne JaHHbIE P MUTOXOHAPHAJILHOH MUONIATHH

[35]

(A, B) PazopBanHble KpacHble MBbIIIEYHbIE BOJOKHA (OKpaIIMBaHHUE
reéMaTOKCUJIMHOM-303MHOM ¥ [OMOpH, COOTBETCTBEHHO, B ILIEHTPE KaxI0i
nanenu), (C) Bomnokna ¢ oTpumareiabHONW peakuued Mpu OKpaIIuBaHUU
nuToxpom-c-okcuaazon (LIOT") ("Gensie" BosokHa, okpameHHbie [[OI') u (D)
"PazopBannbie cunue" BosiokHa (okpamennbie CII (cykuuHaTaeruaporeHason))
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Tab6imuna 11.2. RRF(pa3opBaHHbIe KpacHbIe MbIIIEYHbIE BOJIOKHA)

mGT CAr nor
Cunbno CI-
[PEaKTUBHBIN .
RRF KpoBeHOCHbIE COCY b1 Ouaroserit nepunur LHOT'
(SSV)
CPEO N I HOF.-OTpI/ILIaTeJILHBIe RRF (Bce
RRF: L1OI'-oTpumiaTeasHbIC)
HOT -orpumnatenpabie RRF (Bce
MERRF N N RRF: LIOI'-otpuuaTensHbIe)
LHOT -orpurmatensabie SSV (Bce
SSV: LIOI-orpuniatenbHbIe)
RRF
MELAS o i SSVs ¢ nepemennont [[OI"
- (90%)
Ulest - - % 10% (SURF1 u T.1.): ITonmbiit
imedurt LHOI
JAuddepeHunaibHO-AUATHOCTHYECKHE NPU3HAKH Pa3JIUYHBIX
MUTOXOHJIPHAJbHBIX 3a00J1€BaHUI
Bospact IMoBbIlIeHUE
IHoaTun vt/ IHK/rIHK MaHn(l)eCTaHHHyp()BeHﬂ
VIaKTaTa
3aboJieBaHus (CMIK)
CPEO (xponuteckas Onunounast kpynuas nenenus (de novo) <70%>
porpeccHpyiomas TouedHast MyTaIs (MaTepI/IHCKa;ﬂ)Z HaTpuUMep, 0 et *KSS: )
m.3243A>G (RRF ¢ nepemennoit COX, Ho 6e3 SSV) HesnaunTenbHbIN
HapyKHad MHo>xecTBeHHas nenenus (u3-3a rena r/IHK) ren <20 srer
OPTAIBMONICTHA) |4y (ANT] POLG, TP 1 1.1
MERRF
(MI/IOKJ'IOHI/I‘IeCKaﬂ
bHIeanonaTus ¢ Or
Toueunast mytanus (MaTepunckas): M.8344A>G 24 rona [oT 6 10
[Pa30OpBaHHBIMU (‘{aCTO)_ m.3243A>G n T 48] IHE3HAYHUTCIBHOI'O
KpaCHbIMU 10 YMEPEHHOT' O
MBIIIICYHBIMHA
BOJIOKHAMN)
MELAS
(MI/ITOXOHI[pI/IaHBHaH
IMHOIIATHA,
SHIE(aonaTus, Toueunast myranus (MatepuHckas): m.3243A>G 10 et [oT 2 10 ot
MonouHoKHCIBI  [<80%>. M.3271A>G, m.13513G>A, et 40] HCSHATMTEIBHOTO
10 YMEPEHHOT0
Al a03 U
MHCYJIBTOTIOT00HBIE
ATIM30/IH])
Toueunas myTtanus (Marepunckas): <20%> .
m.8993T>G mwm C (Ho), m.9176T>G wm C (Ho) ~ OT BoipakeHHbIi
Cunpom Jlest <15%>, m.13513G>A (He), m.3243A>G (He), pumazeraeckoro (/P >20,
nB344ASG (He) ren K (SURFL <10bs, [ ACT0K000  popvasuandh
PDHAL <10%> u T.11.). '
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Tabamna 11.3. MuTOXOHAPHAIbHBIE IPOSBJICHUS B 3aBUCUMOCTH OT
% myTupoanHnoii JJHK [36,37]

NMoporoBbin acphekT

E E YpoBenb
100% - : @ myrtuposanusi B RRF
- E
g .
2= -
= .
Z 9 CPEO
g = . MELAS
z g MERRF ~RRF ¢
=
&z — LlOrr-orpuuatens$ibie RRF nepemexHon LIOT
0 >25 >50 >75 <100

% myTuposaslmnx MTOHK

PacnipocTpaHeHHOCTh MUTOXOHIPHANIbHBIX 3a0oiieBannii (M3) cocTaBisieT
no MenbIe mepe 1:8500 ot 061Iero yucia KUBOPOKIACHHIMA.

Kiuunuveckue mnpusHaku M3 He SABIATCH CHeNUPUYHBIMH U
BapbUPYIOTCS Yy Pa3HbIX NAlUHWEHTOB, BKJIOYas HEBPOJOTUYECKUE U He-
HEBPOJIOTUYECKUE MPOSIBJICHUS.

MELAS, pacnpoctpaneHHas M3, gBIsSE€TCAd  IPOTrPECCUPYIONIUM
CUHIPOMOM, IIPU KOTOPOM MAI[MEHTHI MOTYT U3JICUUTHCS OT OAHOIO (peHOTHIIA, A
M03:Ke MOTYT Pa3BUTHCS JIpyrue.

VY mnamuentoB ¢ MmyrauusmMa MTJIHK 3a0oneBaHue MOXET HOpoTEKaTh
0eCCUMMIITOMHO WM OyZleT HaOII0AaThCs OJTUOPTraHHOE MOPaKEHHE.

MuToXOHAPHAJBbHAA MHMONATHSA, JHUePaONATUA, JAKTOAUI03 U
HHCYJILTONOI00HbIE 3MU30bI (MELAS), SIBIISIFOTCS OCHOBHBIMHU
KIMHUYECKUMHU  TMPOSIBICHUSIMH,  OOBEIUHSIOIIMMH  MUTOXOHAPUAIHHBIC
3a00JIeBaHMs], BOSHUKAIOIINUE B PE3YJbTaTe MUTOXOHIPUATLHOU TUCQYHKITHH.

Pacnpoctpanennocts cungpoma MELAS, mo omneHkaM, cocTaBisier
0,18:100 000 B Amonuwn, 1,41:100 000 Ha ceBepo-BocToke AHrimu, 2:100 000 B
[IBenuu, 18,4:100 000 B @unnsuauu u 236:100 000 B ABcTpanumu.

Bo3spact manudecraruu cunapoma MELAS:

- 65-76% no 20 aer,
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- 5-8% no 2 ner,

- 1-6% mocae 40 ner,

Kimmanueckue npossienus cuaapoma MELAS 4yame BecTpedawres y
JaeTel, 4eM y B3pOCIbIX [35]

HNHcynbTronoo0HbIe  AMKU301bl, Haumbosiee BakHbIM cumntom MELAS,
XapaKTePU3YIOTCS PE3KUM BO3HUKHOBEHHEM KOPTUKAJIBHOTO HEBPOJOTMYECKOTO
neduiuTa ¢ TUNWYHBIMHA OTKJIOHeHMsIMH Ha MPT, He cOOTBETCTBYHOUIUMHU
HOPMaJIbHOMY PaclpeeIeHUI0 MaruCTPpaIbHBIX apTepHil.

Bo3MoXxHBIN MaToreHe3 HHCYABTOMOM00HBIX TMM30/I0B omnKcaH Hike [38].

Puc.11.6. CriekTp KIMHMYECKHUX NPOSIBJICHUI NPH
MHUTOXOHJAPHAJBHBIX 3200/1€BAHUAX

e Artakcus
*Kanprudukanms 6a3aibHbIX
siZIEep FOJOBHOIO MO3ra

*ATpodus 3pUTETLHOr0 HEPBa
e[lurMeHTHASI peTHHONATHS
s[Iporpeccupyioniasi BHeIIHsIs
odranbMoIIerus

*KorauTuBHbIE paccTpoiicTBa e AHeMHsI
*/3mMeHeHne co3HaHus Y PA——— *YXyAlIeHHEe CIyXa
*Kopkosas cienora an ammIeMnsn
«JlemeHIust
eI'unorupeos
*3aJiepiKKa B Pa3BUTHH
Ormencus *Kapauomuonarusie sl'umonapaTupeos
*Hapy1renue moxomakn Hapymenns
*['emumnapes [TPOBOAMMOCTH eCaxapHblii 1uadet
*["MII0rOHa 0 TPOIHbIH eHapymenHasi cekpenusi HHCYJIHHA
THIIOTOHAN3M eUHCcyIHHONEHHST
*Hapymenue o0y4aeMocTi eXonecraz e[lankpeaTut
*VXyJIlIeHNEe NaMITH s L{uppo3
*Muowonus eCTeaTorenaTur
« [lcuxoruyeckue e[IpokcumaibHas Ty0yaonaTust @aHKOHU
paccrpoiicTBa e[Iporennypust
*PerunBHpyOIINE TOJOBHbIE *OI'H
6on
*Huskuit poct *Ilepudpepnueckne
*UHCYIBTONO00HbIE STH30/Ibl | [HeBpONATHH e[lepuoanyeckas ppora
oJlnapes
*3anop
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*HapyuieHne MOTOPHKH KeJTyJKa
[lceB10OOCTPYKIUS KHIIEYHUKA

*PazopBanHbie KPacHbIe MbIIICYHbIE
BOJIOKHA
*Henep HMOCTh (PM3HYECKHX HATPY30K

*Mpimeqnas ci1abocTh
*Muonartus
*Mpimeunas aTpodust




Taonuna 11.4. IlpeanoJiaraemMblii NaTOreHe3a MUTOXOHAPHUAIbHBIX

3a00/1eBaHMil
U TOITATHUSA HOHHBIN roMeocTa3 AHT'MOITATHA
HEWPOHBI ACTPOIMUTEl  —* MEHSETCS? “+—KanuuIsIpoB?
MeMOpaHBI ITospexnenue 'Ob
HECTaOMIILHBI?

[ToBbimeHHas BO30yJMMOCTh
HEHPOHOB YBEIMYUBACT
./ moTpedHOCTE B SHEPTHH

-

|

|

|

|

Y
IlepukanumisipHast
I1a3MEHHast KCTpaBazalus

/
k 4 Y
OIS THICCKII IpUumnagox TPUTCMHUHOBACKYJIApHAs
TMOBBIIIACT MPOHUIIACMOCTDb aKTUBaluA

KalmnJJIIpoB

|
Y

Y, [DHepreTHYeCKuit ArcOanaHc
MEKTy TIOTPEOHOCTHIO U HATHUHEM
ATO

-

I'onoBHas 001b

i
I
I
I
I
I
|

Y

Ba3zorennslii 0TeK Ipy HATUYUU
MUTOXOHAPHAIBHON KalMJUIIPHON aHTHOMaTUU

» [MenneHHo nporpeccupyrouiee
4 pacnipoctpanenue
WHCYJIBTOMOT00HBIX
MOpaXKeHU I

At
Y
A

4

yBEJIMYCHUE aHa POOHOTO
[JIMKOJTN3a

[
v

BripaboTka nakrara

|
|
Y

OuaroBasi TUIICpEMUSI
(ogaroBoe BOCHaJICHHE)

IloTepst HEHPOHOB C TaMHUHAPHBIM
(TIceBIOIaMHUHAPHBIM)
pactpesieneHueM
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Puc.11.7. lannbie Bu3yaauszauuu npu MELAS

Oco6ennoctu Busyanusamuu npu MPT ronoBHoro Mosra, nokasbIBaromime
onHocTtopoHHUE (A) win nBycroponnue (B) nopaxenus y nanentoB ¢ MELAS
13 paboThl, ONTyOIMKOBAHHOM B JkypHaie Arquivos de Neuro-Psiquiatria 2009;
67:668-676

Jleuenne MELAS [36]

MyabTUANCUMIUIMHAPHBIA ~ MOAXOA,  BKJIIOYAIONIUN  IPHUBJICYCHUE
COIIMAJIBHBIX PAa0OTHUKOB U (DU3UOTEPATICBTOB.

Jleuenue sToro 3a001€BaHUSI B OCHOBHOM CHMIITOMATHYECKOE.

[lonnepkuBaroriee JIeYEHHE BKJIIOYAET YMHOTPEOJEHHWE JOCTaTOYHOTO
KOJINYECTBA KUJKOCTH, MPABWIbHOEC MUTAHUE, MEIMKAMEHTO3HOE JIeUEHUE, a
TaKKe aHTUIICUXOTUYECKYIO UM CETaTUBHYIO U PEaOMIUTAIIMOHHYIO TEPAIUIO
1. OnuienTUYeCKue MPUMAIKU CIEIYeT aKTUBHO JIEYUTb, MOCKOJIBKY BO

BpeMsl SIUJIENITUYECKOW aKTUBHOCTH HEUPOHBI UCMOJB3YIOT TJIMKOTEH B
kauecTBe uctounnka ATO.
2. HeoO6XxonuMo MOMHUTH O MUTOXOHAPUATIBHOM TOKCHUYHOCTH, KOTOpas
MOXKET  BBI3bIBATbCSl ~ BAJIBIIPOEBOM  KHUCJIOTOW,  KapOama3enuHOM,
dbenutonHoM u ¢enHobapobutanom. Ilanmenram ¢ M3 mpoTuBOMOKa3aH
merdhopmuH, ocobeHHo npu MELAS wu caxapuom puabere, u3-3a
MPEAPACTONIOKEHHOCTH K JTAKTOALIMI03Y.
AspoOHbIE TPEHUPOBKH
4, HenpepriBHAss MUTOXOHApHATIbHAS 3aMECTUTEIbHAS TEPAITUS

w

Puc.11.8. Iloaxoasl k jeuenuro [36]
Monudukanus TaypuHa Kak MOAXOJ K JiedeHUWI0 MmyTtamuit 3243A>G,
3271T>G, 3244G>A, 3258T>C umm 3291T>C

Cunapom Jles [36]

Cuuraercs, uto cuniapom Jles nopaxaer npumepno 1 uz 40 000
HOBOPOXKJICHHBIX.

OH xapakTepu3yercss HEKPOTH3UPYIOIMMMH TMOPAKEHUSIMH 0a3albHbBIX
TaHTINEB, MO3KEUKA, MPOMEKYTOYHOTO MO3Ta W/WJIM CTBOJIa TOJIOBHOTO MO3ra,
MPUBOISAIUMU K MPOTPECCUPYIONIEMY CHUKEHUIO HEBPOJIOTHUECKON (DYyHKITHU.
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Kinaudeckue  mpu3HAaKW — BKIIOYAKOT — 3aJIEpKKYy  WIM  perpecc
MICUXOMOTOPHBIX PEAKIMii, TUIOTOHUIO, TPEMOpP, CIA0OCTh, CTATUYECKYIO
aTaKCHIO U JaKToalK103. JIMCTOHUS TaKkKe YaCcTO COMPOBOXKAAET CUHIpoM Jles.

OObIyHO, KIIMHUYECKash MaHU(ecTalHs TPOUCXOIUT B TIEpPBBIC 2 TO/1a, U
NAIlMEHThl YMUPAIOT IPUMEPHO B Bo3pacte 3 neT. Y OONbIIMHCTBA MMallMEHTOB
NEepBOI MOSBISETCA 3a/IepkKKa pa3BUTHsI. [[BUraTenbHas ciaboCTh U aTakcHs
MOTYT Yallle BCTPEYaloTCs y JeTel ¢ MaHudecTanuen 3aboaeBaHus mocie 2 jet
Y MEHEE TSHKEJIBIM KIMHUYECKUM TEUCHUEM.

MERRF: MuTtoxonapuajabHasi JHIe(paaonaTus ¢ pas’opBaHHbIMU
KPACHbIMHU MBbILIEYHBIMHU BOJIOKHAMU [36]

JI71s1 1TaHHOTO CUHAPOMA XapaKTEePHbI CyAOPOTH, MUOKIOHYC U aTaKCHUs

MUTOXOHAPHAIIBHBIA CHHIPOM, NpPH KOTOPOM MHMOKIIOHYC SIBIISIETCA
XApAKTEPHBIM KIMHUYECKUM IMPU3HAKOM, U KOTOPBIA HE MOJIMAIAET MO YETKO
OTIPE/ICIICHHbIE KPUTEPUU JAPYTUX MHUTOXOHAPHUATBHBIX JHIIE(aATIONaTHIECKUX
CUHIPOMOB, BKJItouas cuaapombl MELAS, Jles u Anbnepca.

Atakcust 3T0 crienu(pUYecKuil MPU3HAK, COMyTCTBYIOIIMM 3a00J€BaHUIO U
OTJIMYAIOIINICS OT SMUJIECNITUYECKUX MTPUTIAJIKOB.

Ta6auua 11.5. HexkoTopble NpakTHYeCKHe TepaneBTHYECKUe
pexkoMenaanuu [35]

Bospacr Jo3upoBka L0
P P BBeJeHUSs
=3\l =>3 o 150 mr/cyTkm
Buramun B1 300 mr/cyTku IlepopanbHo
B3pOCIIbIC
900 mr/cyTku
Buramun B2 50-400 mr/cyTKu ITepopanwsHo
Burtamun B3
() 10 mr/kr/cyTKH ITepopanbsHo
Buramun B7
(GuoTHH) 2-10 Mr/kr/cyTku [Tepopanbho
Burtamun B9
(dronar) 1,5-5 mr/kr/cyTkn IlepopanbHo
Butamun B12 1000 mr/cyTKH ITepopanbsHo
Buramun E 2-10 Mr/cyTKH ITepopasieHO
2-8 Mr/Kr/cyTKI
Koanzum Q10 JIETH B3pOCIIbIC 50-600 Mr/cyTKH [TepopansHo
Hauerunuucrenn 10 mr/Kr/cyTKH [TepopanbsHo
Bautamun C 25 MT/KT/CyTKH [TepopansHo
JleBoKaMUTHH 100 Mr/kr/cyTKn [TepopaiibHo
Kpeatun B3pPOCITBIC JIETH > ricyTiu [TepopanbHo
0,1 r/kr/cyTku
L-apruana JETH B3POCIIBIE 0,5 r/kr B/B
10 "2 oBepXHOCTH TeNa
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3akJ/r0ueHue M0 JAHHOMY KJIMHMYECKOMY CJIy4aro

HeunBaszuBHbIl noaxoa k cekBeHupoBanuto oureHomoB (s1JIHK u mTIHK)
(MCTIONB3YIOUINI KaK CEKBEHUPOBAHUE BCETrO IK30Ma, TaK U ONTUMU3UPOBAHHBIHI
anann3 MTHK nns BiiIroueHUs KpynmHbBIX Jeienuil) Mor Obl CTarh NepBBIM
IIATOM B HCCJICIOBAHNHM MUTOXOHAPHAJBHbBIX HAPYLICHMIA.

JlJ1s1 onpeniesieHHs TUIIA MUTOXOH/IPHAJIBHOT0 3200/1eBaHUs HE00X0AMMO
nposectu Omoncuro Moy (peakuust RRF npu okpammBanun HOT'(COX)).

2/3 MyTaIuii NpeAcTaBIsAioT c000i OMHOYHbIE KPYIHbIE AeJelHH, U 3TO
MyTanuu de novo ¥ OHM He HAacJeaAyWTcs, HO 1/3 MmyTtanuii — To4YedHble
myTanuu (m.3243A>G u apyrue) u HacJeayHTCsl 10 MATEPUHCKON JIMHUH.
Heo0xoauMo MpoBECTH CEMENHYIO TEHETHUECKYIO KOHCYIBTALNIO!

JInsl TeHHBIX MyTauuid JIOCTyNHa creuuduueckas Tepanusi — Tepanus
MoauduUKaluen TaypruHa

Kiaununvecknit  cayvaii  12. Mwuonatusi: auddepeHunanbHas
AUMATHOCTHKA wMuoaucTpopuu /lromieHHAa W NOACTHO-KOHEYHOCTHOM
MBILICYHOU JUCTPOPUH

Onucanue ciaydasi: 6 JeT 8 MecsEB, MAJTBUUK

OcHoBHas kay100a: MbIIIEYHAs C1A00CTh C BBICOKUM ypoBHEM KDK

AHaMHe3: HE OTATOILCHHBIN

CemeliHbIII  aHaAMHe3: HEPBHO-MBIIIICUYHBIX ~ 3a00JI€BaHUN  HET,
KPOBOCMEILIEHUS HET

MeaunuHCcKHA OCMOTP: OTMEYasIach Jierkash CiIab0CTh MPOKCHUMAJIbHBIX
MBIIII] H TIOJOXHUTEIbHBIM cuUMITOM [oBepca. Mpimeunoit arpodum He
HaOmoaan0ch. MKpOHOXKHBIE MBIIIIBI TUIEPTPOGUPOBAHBI. MBIIIIIBI JTUIIA HE
3arpoHyThl. HabOmronaercs erkas KOHTPaKTypa rojieHOCTOITHOTO CyCTaBa.

JlaHHble J1adopaTopHbIX ucciaenoBanuii: KOK 24 880 ME/n (Hopma: 62-

287)
MPT mpimn: xupoBast HHQUIbTpaLus B OOJbIION SITOMUYHON U CpEeIHEM
SITOAWYHOM MBIIIIIax
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UcTtopus 3a60,1eBanus

6 1. 8 M.
4 TOCIUTATU3UPOBAH C
L MBIIIEYHOM CIIab0CTBIO,
MEUIEHHO Oeraer U ¢ K®K 24 880 ME/x,
TPYAOM TIOJHUMACTCS 10 npoBe/ieHa OUOTICHUS
JIECTHHIIE MBILLIL]
6 1.4 M.
MBIIIIEYHAs CJ1a00CTh,
runeprpodus
UKPOHOXHBIX MBIIIIII,
K®K 15,515,

nopo3penue Ha MJI/1,
Ho a”Haysm3 MLPA ObL1
OTpHUIATETTFHBIM

OcHoOBHBbIE BHIBOAbI HA IAHHOM JTalle OLeHKH, UMEIOIIUXCH JAHHBIX
110 TIPOBeIeHUsI MbILIEYHOI OMOJIIICHUI

Manpuuk, 6 J1eT 8 M;

Pannee pa3zBuTHe IPOXOAUIO HOPMAILHO 10 4-J€THEr0 BO3pacTa.

B Bo3pacte 4 1eT — MeieHHO OeraeT, ¢ TPyJAOM MOAHUMAETCS 10 JIECTHHUIIE.

B Bo3pacTe 6 net: mporpeccupoBaiia MeiedHas ciaboctb, KOK 15 515
ME/n, runieprpodus ukp, MLPA na MJI/] 6611 OTpUIIaTEIbHBIM.

B Bo3pacte 6 net u 8 Mecsien: MmblmedHas ciadocts, KOK 24 880 ME/n,
cumntoMm [oBepca, rumeptpodusi UKp, Jerkas KOHTPAKTypa TOJEHOCTOITHOTO
cycTaga.

Ha MPT: sxupoBas wunHuibTpanus OONBIION STOANYHON W CpEaHEH
SATOANYHON MBIIIIIIBI

Bce eiie HegocTatouyHO 0CHOBaHMM 4TOOBI UCKIIOUUTE ML/, MOCKOJIBbKY B
reHe DMD Bce eiiie MokeT ObITh TOUEUHAS MYTallMsl, IO3TOMY ObLIa IPOBEAcHA
OHMOIICUS MBIIIIL]

Kakoii eme nuarno3 Bo3moskeH npu KOK — 24 880 ME/x, uto siBnseTcs
OYEHb BBICOKUM I1OKa3aTeJIeM U YKa3bIBACT HA MBIIICUHYIO TUCTPOPUIO:

1. M1 (MaaBIuKH )

2. CapxkornukaHonarusi (MaJabd9UMKH WK JIEBOYKH )
3. Kanbnannonatus (MajqbuuKy U J€BOYKH)

4, bonesns [lomme (ManbuuKu U JE€BOYKH)

S5. BocnanutenbHble MUONaTU (I€PMaTOMHUO3HT,

MMMYHO-0IIOCpeioBaHHasl HekpoTtusupyromas muomnarus (MOHM)
(MaTBYMKH WA JIEBOYKH )
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Puc.12.5. Pe3yabTarsl, npoBeaeHHOM OMoncuu Mmbimn (puc.12)
5 [Puc.12.1. TIpu oxpammsanun H&E:

YMEPEHHOE U3MEHEHHE pa3Mepa
BOJIOKOH OT 10 10 50 MUKpOH B
nuametpe. Habmomaercst HEeCKOIbKO
HEKPOTUYECKUX U HEKOTOPOE

4 [KOJIMYCCTBO PECTCHCPUPYIOIINUX BOJIOKOH.

Oubpo3 SHAOMHU3UYMA JIETKON CTETICHH.

. [KmacTepsl pereHepupyroux BOJOKOH,

YTO SBJISCTCS NMPHU3HAKOM XPOHUYICCKOTO
HEKPOTHUYCCKU-PETSHEPUPYIOIETO
3a00JIeBaHUs (CHMITTOM MHUOITATHH)

Y Puc.12.2. IIpn okpammBamnun mGT:

Pa30PBAHHBIX KpaCHBIX MBIIIICYHBIX

" BosokoH (RRF), HeMannHOBBIX Manouex|
U BaKyoJIei B OlpaBe HE HAOIIOAaeTCsl.

. [Puc.12.3. Ilpu oxpammBanuun NADH-

TR:  MexmMuopuOpWIISIpHBIE  CETH
i [xoporo OPraHHU30BaHbI, 3a)

MCKITFOYCHUEM pereHepUPYIOIIHX
& BOJIOKOH.

v
4

Puc.12.4. [Ipu okpammBannu ATda3zoii:

[PYNIUPOBKA  THUIOB  BOJIOKOH  HE
Haomtogaercs. Bonokna tmma @ 2C,
paccesiHHbIC

@,

4]
5

[Tpumeuanus: Tunbsl 1 (QYHKIUM MBIIIEYHBIX BOJIOKOH: BOJIOKHA Tumna I

OTBCYAIOT 3a IIOJIOKCHHE Teja;, BOJIOKH
NEUCTBUS
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NMMyHOrucToXumus
DYS 1 (crepsxHEBOIt) DYS 2 (C-konen) DYS 3 (N-koner)
PUCYTCTBYET MPHUCYTCTBYET MPHUCYTCTBYET

DKcnpeccus/nmpoayKuus yrpopuHa oTcyTcTByeT, yto uckioyaet MJIJI/MJb [39]

4
v

[Tpumep HOpManbHOI kcTipeccuu a SG

CapKOIJIMKaHa Y 00cie10BaHHOTO MallburKa

HE 0OTMEUYAeTCs IKCIPECCUH a-
CapKOTJIMKaHa

NuTepnperanus naToJ10ru4eCKUX HaX0A0K JAHHOM ciydas:
Muonarudeckue n3MEHEHHUS C:
1. YMepeHHBIM U3MEHEHUEM pa3Mepa BOJOKOH
2. HekoTopsIM HaIMYHEM PETCHEPUPYIONMINX U HEKPOTUYECKUX BOJIOKOH
3. Paccestnnble BoaokHa 2 C Thma

Taxum odpa3zom:

[TpuBeneHHbIC BhIIIE JaHHBIE CBUAECTEILCTBYIOT O MBIILICYHON AUCTPOPUH.
Cornmacno pesynsratam WI'X, cBUOETENbCTBYIOMUX 00 OTCYTCTBUS
CapKONNIMKaHAa, MOKHO MPEIITOIOKUTH CAPKOITIMKAHOIIATHIO
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Jluteparypuas cnpaBka[40]:

CapKkoriiMKaHOBBIH ~ KOMIUJIEKC COCTOMT W3 a-capKomiiMkKaHa (paHee
Ha3biBaeMoro aaxanuHoMm u 50 DAG), b-capkornukana (A3b), d-capkomirkana u
e-CapKOIIHKaHa.

bouio  oOHapyxkeHo, u4TO anb(a-CapKkOIIMKaH ¢  g-CapKOIIMKaH
MPUCYTCTBYIOT TOJBKO B CKEJIETHOM M CEepJeYHOM MBIIIIAaX IOCPEICTBOM
uMMmyHoOoTTHHTa (Yamamoto et al., 1994), Torna xak b-, d- u e-capKorTMKaHbI
BcTpedaroTcs no Beex Mermmax (Ettinger et al., 1997; McNally et al., 1998).

Ham ymamock wuaeHTHGUIIMPOBATH MHOTHE KOMIIOHEHTHI ITUTOCKEIETa
MBIIIEYHBIX BOJIOKOH, HA HECMOTPS Ha 3TO, MBI HIMEEM CJIa00€ MPEACTABICHHUE 00
HUCTUHHOM (PYHKITUHU KaXJI0TO AJIEMEHTA KOMIUIEKCA.

@DEHOTHUITBI CaPKOTIIMKAHOIIATHH CKOpEE CXOMHBI C TUCTPOPUHOMATHSIMHU
MII/MB), 3a uCKITIOYEHHEM OTCYTCTBUS KOTHUTUBHOM JUCHYHKIIMU U OoJee
4acTOrO MPOSIBIICHHS] CUMIITOMA «KPBUIOBUIHBIX JOMaTok» [41].

Haubonee pacnpoctpaneHHbIM TposiBiieHueM sBisgercss MJI/]-nonoOHbIN
dbeHoTHI ¢ TOSABICHHEM CJIa0OCTH B JETCKOM Bo3pacTe (0COOEHHO Mpu
LGMD2C/R5, LGMD2E/R4, LGMD2F/R6), u 3aboneBanue mnpoTekaer Oosee
TSIKEJO U ObICTpO, yeM npu ipyrux LGMD.

VY OOoJNBIIMHCTBA MAIMEHTOB TSHKETIO€ U OBICTPOE TEUECHUE, NMPUBOJSIIEE K
MoTeEpe CIOCOOHOCTH CaMOCTOSITELHO XOAUTh B Bo3pacte 110 30-40 Jer.

Cxema 12.1 3aumcTBOBaHHOE U300paxkeHue TUCTPOPHHA U
AUCTPO(PHH-ACCOUMUPOBAHHOIO INIMKONMPOTEMHOBOI0 KoMILiekca [21]

Basal Lamina

Laminin a2
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IlpensiaraemMblii aJITOPUTM IUATHOCTUKH MUONIATHIA [42]

1. Hesponoruueckoe o0caenoBaHue

2. Crnengyer MCKJIIOYHUTH TUIIOTUPEO3 U JUJISL 3TOTO IMPOBEPUTH
ypoBeHb TTI' B m1azme, cBOOOAHBIN TUPOKCHH 3 U 4

3. Cnenyer u3MepsTh ypPOBEHb MOJOYHOM KHUCIOTHI U
alMJIKAPHUTHHA B IUIa3ME KPOBU ISl UCKIIFOYEHUSI MUTOXOHAPHUATbHBIX
U BPOXKICHHBIX HaApyHICHUH MeTa0OoIu3Ma, TAaKUX KaK HapyIICHUs
oOMeHa >KUPHBIX KUCIOT

4. Meron cyxoil Karuii KpOBH JUIsl TECTA Ha YPOBEHb (hepMEHTa
GAA, 9T00OBI UCKITIOUNTE 001e3Hb [ToMme

5. Ilpu MPT wMpuunm crnexyer  OpOBEPUTh  HAIMYKE
crienu(UIeCKUX aHTUTEN JJIS BBISIBJICHUS BOCTTAIMTEILHBIX MUOTIATAN
(nepmaromuozut u MOHM)

6. Jlis MMarHOCTHKU HACJIEICTBEHHBIX MHOIMATUNA HEO0OXOIUMO
npoBecTH renernyeckuil ananusz (MLPA, WES) u Ouoncuto Mbliiig

Puc.12.6. Pesyabrarel MPT [43]
Duchenne MD

Adductor
Magnus

Adductor
Magnus

Lateral
Latera
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JAnddepeHuMaIbHO-TUATHOCTHYECKHE TPU3HAKH
M \ KM /I/capkoriinkaHonarust
B Bo3pacre 5 ner nopaxeHa CuiibHee U paHblIIE BCEX MOPAKAINCH
OoJbITIas ATOAUYHAS MBIIIIIA MIPUBOASIIUE MBI Oeapa, SITOIUYHbIC
MBIIIIIIBI ¥ 33 IHSIS TPYIIA MBI Oenpa, a
MOAB3/AO0IIHO-TIOSICHUYHAS MBIIIIA, YTO
TUIIAYHO, HE ObIJIa 3aTPOHYTa HA paHHEM
JTare.
B Bo3pacte 6-7 net — npsimas Jpyrum BakHBIM HAONIOIEHUEM CTaJIO
MBIIIIA Oe/ipa ¥ MHUPOKasi MBIIIIA | COXpaHEHUE MEAMAIILHON YacTH IJTMHHOM
MPUBOSIIEN MBIIIILIBL.

Boiee mo3mHss cTagust — MBI TOJIGHW OTHOCUTEIILHO HE
MOpakaeTcsi KPOHOXKHAS MBITIIIIA 3aTparuBajicCh 10 TE€X MOp, TOKa HEe
IIPOM30IILIA TIOTEPSI CIIOCOOHOCTH
TIEPEIBUTATHCA.

Kpome toro, naxxe npu 3amymeHHOM
3a00J1€BaHUM 3a]HsIsI O0JIBIIEOEPIIOBAst KOCTh
U cru0aTeNh CPEAHETO MaTbIla OCTAFOTCS
HE3aTPOHYTHIMHU.

JlureparypHas cipaBKa

CapkomiMKaHONATUM  SBISIIOTCS  HauOoliee  TSDKETbIMH  (hopMaMu
ayTOCOMHO-PEIIECCUBHBIX ~ KOHEYHOCTHO-TIOSICHBIX ~ MBIIIEYHBIX  JUCTPOdmit
(LGMD), cocrapnstomux okono 10-25% cnyqaes LGMD.

Knuunueckuii peHoTHN Bapbupyercsi, HO MaHudecTanus 3a00JI€BaHUS
OOBIYHO IPUXOAUTCS Ha Bo3pact 10 10 jer.

MN3Bectubl 4Yerbipe mnoaruma: LGMDR3, LGMDR4, LGMDRS wu
LGMDR6, Bri3biBacmbie myTanusiMu B reHax SGCA, SGCB, SGCG u SGCD,
COOTBETCTBEHHO.

Bo Bcex reHax CcapkOINIMKaHa YK€ HACHTH(PUIIMPOBAHO MHOKECTBO
Pa3JIMYHBIX MYTAlUil, IPUYEM HEKOTOpPbIC MyTallUd NMPe0d1aqalT B Pa3HbIX
MOy IS LUSIX.

B HacTosilee BpeMsi JHATHO3 CTABUTCHA HA OCHOBE MOJIEKYJSIPHOIO
CKPUHUHIA HA HAJIMYKE ITUX MyTallUM.

TepaHeBTI/I‘—IeCKI/IC moAXoAdbl  BKIIIOYAKOT CTPATCTHIO 3aMCHBI TI'CHOB,
OIMOCPCIOBAHHYIO BEKTOPOM, ITOJTYYCHHBIM U3 aJICHO-aCCOIIMMPOBAHHOT'O BUPYCa
(AAV).

B HACTOAIIICC BpeMﬂ l'lpOBO)]ﬂTCﬂ HCCIACA0OBAHUA HpOﬁHbIX BapI/IaHTOB
JCUCHUA HA JJIOAAX
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Knunnyeckuii cayuyai 13. Heiliporennoe HapyuieHue

Onucanmne ciayyasn: 44 rona, KeHIMHA

OcHoBHaf ka100a: OTBUCIIAS CTOIA

AHaMHe3: HEOTITOIIEHHBIN

Cemeiinblii aHaMHe3: y OTIa, 6a0yIIIKK MO OTIOBCKOM JTMHUM HApyIICHHE
noxoAKu (moapoOHas nHpOopMaIHs HETOCTYITHA)

MeauuuHCcKHi OCMOTP: HAOMIONACTCSl CTENMa)KHasl MOXOAKA, a TaKXKe
cumntoMm loBepca. IlpeumyniecTBEHHO AUCTaldbHAas MbleyHas ci1aboCTh U
arpodus, He 3aTparvparolias MbIIIBI Jdla. UyBCTBUTEIBHOCTH B HOpME, 3a
UCKIIIOYEHUEM HE3HAYUTEIHHOTO CHM)KEHHS YYyBCTBUTEIBHOCTH K BUOpanuud B
JTUCTaIbHBIX oTAenax HoT. Bce CXP orcyTcTBOBAH.

JlanHble J1adopaTopHbIX ucciaenoBanuii: KOK: 395 ME/n

OMI': norennmansl aeHepBanuu. SNAP (ceHCOpHBIN OTeHITHAT JeHCTBUS
HepBa) * He BbIsiBIEH. CMAP (cocTaBHOUM MBIIIEUHBIN MOTEHIIUAT IeUCTBUS )™ *
CHUYKEH

IKI': HopManbHAas

* Bo BpeMs 3JIEKTPO(QU3MONOTMYECKUX HCCIEAOBAHUN HAOIIONAETC CHMIKEHHE
aMIUIUTYAbl CEHCOPHOIO moTeHiuana aeiictsust HepBa (SNAP) B pesynbrare MoBpeKICHUS
HEpBa B FaHNINU 33JHUX KOPELIKOB WM JUCTAJIIbHEE HETO.

** Ymenpenue aMmntyasl CMAP yka3biBaeT Ha OTepIo IBUraTeIbHbIX AKCOHOB M,
cieaoBaresibHO, MeeT HenocpencTBeHHoe oTHoeHne Kk BAC u CMA. 3nauenuss CMAP nis
CPEIMHHOIO HEpBa CYIIECTBEHHO CHMXeHbl y mnanueHToB ¢ BAC (Shefner et al., 2011).
HecMmotpst Ha mpocToTy U npuBiekarenbHOCTh 3anucu CMAP, ee 3HaueHUs BapbUpYIOTCS B
3aBHCUMOCTH OT MHTEHCUBHOCTH CTHUMYJIA, TIOJIOKEHUSI DJIEKTPO/IA, MOJIOKEHHUSI KOHEYHOCTH U
TEMIIEPATYPHI.

HcTopusi 3a601eBaHuA

18 m.
TIO/ICKAJTb3bIBA 40 1.
Jack, TPYAHOCTH TIPH
HECKOJILKO pa3 MOBEME T10
yrana JICCTHHIIC
30T 44 .
WU3MEHUIIACh TOCIUTAITU3UP
MOXO/IKa OBaHa I1o
(umeHsl ceMbH MIOBOJLY
3aMETHIIH, YTO MBIIICYHON
IOXOJIKa CTajia c1aboCTH,
JIPyTOiN) MIPOTpECCUpoOBa
BILIEH B

Teuenue 26 ner
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OcHoOBHBIE BHIBO/IbI HA JIAHHOM 3Talle

[Tono3penre Ha HAJIMYKMeE Ay TOCOMHO-IOMUHAHTHOIO 3200/1eBaHu (OTell,
0aly1ka)

Manudecranus 3adoneBanusi: 18 jer, MeaIeHHOE NPOrPecCUPOBaAHME
MBIIIIEYHOU cJ1ab0CTH

OrBuciIass cTOma, CTenmma:kKHasi Moxoaka, cumnrom loBepca,
BbIpaKeHHas MbllIeYHasi cJ1a00cTb M arpodusi, NMpPeMMylIeCTBEHHO B
AUCTAJBHBIX MbIIIIAX. MBIIIIBI JIHIA He 3aTPOHYThI. UyBCTBUTEJIbHOCTH B
HOpMe, 32 MCKJIIOYEeHHEeM He3HAYNTEIbHOr0 CHUKEHNSI YYBCTBUTEILHOCTH K
BUOpauuu B aucTajdbHbIX oTaenax Hor. Bce CXP orcyrerByror. Coerka

nopbilieHHbIH ypoeenb KOK (395 ME/x)

Heiiporennas JMI': norennuansl jaeHepBanuu. SNAP (ceHcopHbIit
noTeHuan jaeiicteus Hepa) * He BbisIBIEH. CMAP (cocTaBHOI MBIIIEUHBII

MOTEHIIMAIT IEHCTBUSA) CHUKEH
IKI': HopmanbHas

PesyabTaTnl Ipo

uoncum Mol (puc.13)

BeICHHOM 0
T o

T

Puc.13.1. Ilpu oxpammBanuun H&E:
HaOIr01aeTcs OMMOIaIBHOE
pacrpeielieHue 10  pa3Mepy BOJIOKOH,
[IpUYEM pa3MEpP BOJOKOH COCTaBIsE€T OT
HECKOJIBKUX 210 10 MUKpOH B MeHblIEH
rpynmne u ot 66 10 77 MUKPOH B AMAMETPE B

- [oomprredt  Tpymme.  HekpoTuueckux  H

[pETeHEpUPYIOIINX BOJIOKOH HET. Menkue
YTJIOBBIE BOJIOKHA YaCTUYHO
CTPYIIIIUPOBAHBI, JIEMOHCTPUPYS aTPOPHIO
B MEHBIIEH TIpynne. OHAOMU3HAIBHOTO
¢ubdpoza HE HabrogaeTcs.
Jlumparuyeckoit  uHOQUIBTpaLUu  HE
HaOmogaercs. IIpucyTcTByer HECKOIBKO
BOJIOKOH C MHTEPHAIN30BAaHHBIMU SJIPAMHU.

Puc.13.2. Ilpu oxpammBanun mGT:
BOJIOKHA C BakyosjsiMu B ompase (RVs),
pa3opBaHHbIE KpacHbIe MBILIEYHBIE

" BonmokHa (RRF) 1 HEMaIMHOBLIE TEIbIIA HE
. [HaOmromatorcs. B mpescraBieHHbI oOpaszery

HE BKJIOYEHBl NYYKH MepuepruyecKux
HEPBOB
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Puc.13.3. IIpu okpammBannun NADH-TR:
MEKMUODUOPUIUIPHBIE  CETH  XOPOIIO
OpPTraHU30BaHBI.

Puc.13.4. Ilpu oxpammBanun ATda30ii:
HaOJII01aeTCs rpYNIUpPOBKA THUIIOB
BOJIOKOH. Habmogaercs HEKOTOpPOE
KOJWYECTBO BOJIOKOH THmna 2C

I/IHTepﬂpeTaHI/lﬂ NHaToJOIrH4¢CKUX HAX0A0K

HCBpOHaTquCKHG HU3MCHCHHUA C:

1) u3mMeHeHue pa3mepa BOIOKHA, ONMOTATEHOE XapaKTepHbIC IS

2) atrpodust MaJIbIX TPYIII
3) rpynmnupoBKa TUIIOB BOJIOKOH

npolecca JeHepBaluu
" pCUHHCPBAlN

4) BOJIOKHA C MHTEPHAJIN30BAHHBIMU SIAPAMU, HEKOTOPOE KOJIUYECTBO

5) BosokHa tumna 2C, HEKOTOPOe KOJIUYECTBO

MPUBEJCHHBIC BBIIE JAHHBIE CBUICTEIBCTBYIOT 00
YMEPEHHOM TMpOIecce JCHEpBAIlMM W PEUHHEPBAlMH, TaKUM 00pa3oMm
Heo0xonumo noaTBepaAuTh HEHPOTreHHOE HAPYIIIEHHE

KomMmenTtapuu:

IHoyeMy Tak Ba:kHO MPpOBeCTH OMONICHIO?
Heiiporennoe HapyIlieHne mMoapa3yMeBaeT BOBICUCHUE JIBUTATEIHHBIX

HEHPOHOB MJIN TIepu(epUIECKOTO HEPBA.

C mnomomipl0 OHONCHMU MBI PEIKO YAAaeTCs TOYHO OINPeaeTuTh
3a00J1eBaHNE, HO €CTh ONPE/ICIICHHBIC KIMHUYECKUE MTPOSIBIICHUS, YKA3bIBAIOIIINE

Ha OIIPCACICHHOC 3a00JICBaHHE.

TmatenpHbIe KIMHUYECKUE M ANEKTPODU3UOIOTUYECKUE HCCIIEIOBAHUS
YacTO JAlOT KJIIOY K OMpeNeNeHUI0 NePEKTHOTO TeHa, W OWOICHS MBI B
HACTOSAIIIECE BPEMS ITPOBOJAUTCS PEKE MTPU HEUPOTCHHBIX HAPYIIICHUSIX.



OnHako HEKOTOpbIE HEMpOreHHbIe aTpoduu MOTYT OONafaeT MpU3HAKAMU,
MPUCYITUMHU HEKOTOPHIM MBIIIEYHBIM AUCTPODUSIM HIIM MUOTIATUSM, TAKUM Kak
JUCTaJbHBIE MUOTIATHM. B Takux ciydasxX MbIIIEYHAs MATOJOTUS MOXKET OBITh
noJie3Ha npu qudepeHnranbHON TMarHOCTUKE

JlureparypHasi cnpaBka [21,44,45,46]

Heiiporennnie HAPYIICHUS
(HacienCcTBeHHbIe W  NpPHOOpeTeHHble  KJIMHMYECKHE  HapyLIeHHUs,
BbI3BAHHbIE Je(eKTOM BEePXHMX WJIM HWKHHUX [BHUIraTeJbHbIX HEHPOHOB
nepugpepuvecKoro Hepsa):

bokoBoit ammorpoduueckuit ckiepo3 (BAC; BepxHHE W HIDKHHE
JIBUTaTEJIbHBIC HEUPOHBI);

Hacnencrsennsie MoTopHbie ceHcopHble HeBponatuu (HMSN; motopHbie 1
CEHCOpHBIE HEUPOHBI U nepudepuiecKre HEPBhI);

CnunanbHas MeledHast arpodust (CMA; HKHUE TBUTaTEIbHbIE HEHPOHBI)
BocnanurensHbie nepudepruyeckre HeBpOraTuu

CrapeHre MBI M HEKOTOpbIE HApylIeHUs OOMEHa  BEIIECTB
COTPOBOXIAIOTCSI HEBpOTAaTUEH/ IeHepBaluen

OO0uue narosI0rnyecKye NPU3HAKU ACHEPBUPOBAHHOM MBbILILbI
JleHepBUPOBAHHBIE MBIIIEYHBIE BOJIOKHA YMEHBIIAIOTCS B pa3Mepax

[Tpu xpoHuueckom 3aboseBanuu, TakoM kak bAC, arpoduyeckre BOJIOKHA
UMEIOT yIIIOBaTy1o GopMy, B OTIIMUKE OT OKpyriioi ¢hopmbl ipu CMA.

OnvH ABUTaTeNbHbI HEpB CHAOXaeT SHEpruedl MHOXKECTBO MBIIIEYHBIX
BOJIOKOH, JEHEpBalUsl MpPHUBEIET K CIy4alHOMY pacCesHUIO aTpopUUecKux
BOJIOKOH IIpH OHoricuu. Bot nmoyemy B IeHEPBUPOBAHHBIX MBIIIIIAX HAOTIOAIOTCS
JIBE MOMYJISIIIUU MBIILIEYHBIX BOJIOKOH: arpouuecKkue, KOTopble JeHEPBUPOBAHBI,
U T€, KOTOpPbI€ OTHOCUTEIHLHO HOPMAJILHOTO pa3Mepa WM TMHepTpoPpUpPOBaHBI.
Hanuuue »Toli OMOMOJAIbHOM KOHPUIYypaluu WU KOH(QUTYypauuuh C AByMS
MAKaMU BBI3bIBAE€T 'TPYNIUPOBKY THUIIOB BOJOKOH" M SBIISIETCS XapPaKTEPHBIM
MIPU3HAKOM JICHEPBALIMU
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3a0o0JieBaHne

Taoanna 13.1. Heiiporennbie 3a00/1eBaHus

Jokanuzanus gedexra

Tun 3a00/1eBaHUS [puyuna

(019:0):3: (1)
MOAX0J K

JMATHOCTHKE

BokoBoii BeDXHIE U HISKHIE Myramuu reaoB SOD1, FUS,
amuoTpoduueckuii| HaciencTBeHHOE BI/IFETCJ‘ILHHG HEHDOHLL ALS2, SETX, VAPB, TDP-43, NGS
CKJIEpO3 A P TARDPB, VCP, OPTN, ANG
HacneactBennsie JBUTATEIbHBIC U
N T'ensr OMIU
MOTOpPHBIE U CCHCOPHBIC HEUPOHBI, & i .
Hacnencrtennoe (http://www.molgen.ua.ac.be/c| (uxponoxHbI
CCHCOPHBIC Takxke nepudepuaecKue ;
mtmutations/) HepB), NGS
HEBPOIIATHH HEpBBI
Hwxauit npurarensusii | SMN 1w SMN 2, IGHMBP2
CMA HacnenctBenHoe HV ! "| MLPA, NGS
HEWpOH MEGF10,
BocnanurensHbie
nepudepudeckue | ITprnobperéHHOE Bocnanenne TToBpexxaeHrue HEPBOB JrombansHas
puoep PHOOP nepupepuUIecKux PEAI P myHKIwst, OMIT
HEBPOIIATHH
CBSA3b C OCHOBHBIMH JlabopaTopHbIi
3a00JICBaHHASIMH, a MeTtabomu3m, cTapeHue, aHau3
Crapenue n .
TaKKe Kak IMepudeprdeckre HEPBEI | 3JI0KAYECTBEHHBIE OIYXONH, |(METa00IMYeCKIH
MeTaboIHYecKas
MOCJIEICTBUS aMUIION03 ), OMOTICHSI MBIIIII,
CTapeHUs OMI'

Cxema 13.1. Kinaccndukanus HacaeACTBEHHbIX HEBPONATHIA

Auc
acneAcTBeHHan
MoTOpHas
HeWponaTtua

Hacnepacrsennan
HeiponaTtia ¢
NOABEPIKEHHOCTHIO

bo. b
LWapko-Mapu-

HeBpanruyeckas

amuotpodus

HeBponaTtuu, Nnpu KOTOpPbIX HEBPONaTUA ABAAETCA
eAMHCTBEHHOW UM OCHOBHOM YacTblo 3abonesaHuA

HeBsponatuu, Npu KOTOPbIX HEBPONATUA ABNAETCA YaCTbio
60n1ee pacnpoCTPaHEHHOTO HEBPOIOTMHYECKOTrO UK
MYAbTUCUCTEMHOTO 3a60/1eBaHmnA

HacneacreennHan
atakcua

HacneaCTBeHHaR
cnacTuyeckan
napannerus

MWTOXOHAPHaNbHble
HapylweHua

CemeitHan
amunouaHaa
nonuHenponaTma

uraHTckan
aKCOHanbHas
HeWponatua

HapylweHue
NUNUAHOrO
obmeHa

nopoupusa
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CeHCcopHaa u

BereratMBHas
Hesponarua

Pa3sHoe (cuHapom
Yeaunak-Xurawm n
T.n.)

3abonesanus,

ecs gedekramu
OHK




Boaesns Illapko-Mapu-Tyra (ILIMT), naubGonee wuacras dopma
HaCJICJICTBEHHOM HEUpOIIaThu, IpeACTaBIsseT COOOM reHeTUUEeCKU TeTEPOTreHHYIO
rpyniy 3abojeBaHui nepudepruuecKod HEPBHOM CHCTEMBI, HO C JOBOJIBHO
OJTHOPOJHBIM KIIMHUYECKUM (hEHOTHUTIOM: [44]

7. TmporpeccupymoIias caadocTh U aTpodus TUCTATBHBIX MBIIIIII,
8. nedopmaruu CTOMbI,

9. nuctanpHas MOTEPS YYBCTBUTEIBHOCTHU

10. cHWKEHHE CyXOKUIBHBIX PE(IICKCOB.

Taboauua 13.2. XapakTepHble (KIMHNYECKHEe, ON0JI0THYECKHE U
pentreHosiornyeckue) npusHaku IIIMT B coOTBeTCTBHHU € BO3MOKHBIMU

XapaKkTepucTuKH
¢enoruna

MyTanusiMmm

IMoaTuner CMT

Otxiionenus Ha MPT
TOJIOBHOTO MO3Ta (aHOMaInuu
0eIIoro BelecTBa)
Topaxenne nupamMuIHOTO
TpaKTa

3amepKKa yMCTBEHHOTO
pa3BUTHS

I'myxota

HeBput 3putensHOro HepBa
ATpodus 3puTeNEHOTO HEpBa
AHOManuu 3pavxa
I'mayxoma

Karapakra

Kouromas 60mip

Hesponatust

[Mapanmy guadparmsl 1
TOJIOCOBBIX CBSI30K
[TopasxeHne npoKCUMaIbHbBIX
MBI

[NopakeHne MpenMyIeCTBEHHO
BEPXHHUX KOHEUHOCTEH
CeHCOpHBIE aHOMAINH U
M3BSI3BIICHUS

Tspxenble nedopmaryy,
CKOJIHO3
I'mnepkpeaTHHKHHA3EMUS,
TUIIEPIUIEMHIS, THa0eT
Helitponenus
DoKaNbHO-CErMEHTAPHBIN
TJIOMEPYIIOCKIEPO3
I'urepanacTHIHOCTD KOXKH,
BO3pacTHasi MaKyJsIpHast
JlereHepanus

XL-CMT-G/B1; AR-CMTde-NDRG1; AD-CMTin-INF2; AD-CMTax-MFN2

AD-CMTax-MFN2; AR-CMTax-GDAPT; XL-CMT1, AD-dHMN-BSCL2; AD-dHMN-REEP1; AD-dHMN-SETX; AD-dHMN-DYNCTHI;

AD-dHMN-BICD2; AD-CMTax-NEFL; AR-CMTax-C120RF65; AD-CMTax-KIF5A; AD-CMTax-mtATPG
X-CMT-Unknown; XL-CMT-AIFM1

AD-CMTde-MPZ; AD-CMTde-PMP22; AD-CMTde-NEFL; AD-CMTax-MPZ; X-CMT-GJB; X-CMT-AIFM1; XL-CMT-PRPST;
AR-CMTde-MTMR2; AR-CMTde-NDRGT; AR-CMTde-SH3TC2

AD-CMTax-MFN2; AD-CMTde-PMP22dup

AD-CMTax-MFN2; XL-CMT-PRPST; XL-CMT-AIFM; AR-CMTax-C120RF65; XL-CMT-PRPS1
AD-CMTde-MPZ; AD-CMTax-MPZ

AR-CMTde-SBF2

AR-CMTde-CTDP1; AR-CMTax-DNM2; AD-CMTin-DNM2

AR-CMTde-SBF2; AD-CMTax-RAB7; AD-CMTax-MPZ

AD-CMTde-MPZ

AD-CMTax-TRPV4; AR-CMTax-GDAPT; AD-CMTax-GDAPT; AD-CMTax-MPZ; AR-CMTde-GDAPT; AR-CMTde-MTMR2;
AD-CMTax-MFN2; X-dHMN-LASTL; AR-dHMN-IGHMBP2

AD-CMTax-Unknown; AD-CMTax-LRSAM1; AR-CMTax-LMNA
AD-CMTax-GARS; AD-CMTax-HSPB8; AD-dHMN-TFG; AD-dHMN-BSCL2
AD-CMTax-RAB7

AR-CMTde-SH3TC2; AR-CMTde-FGD4; AR-CMTde-PRX; DSS; AD-CMTax-GARS; AD-CMTax-GDAPT,
AD-CMTax-HSPB8

AD-CMTax-Unknown; AD-dHMN-TFG; AD-CMTax-NEFL
AD-CMTin-DNM2

AD-CMTin-INF2

AD-CMTde-FBLNS

AD — ayrocomMHO-TOMHHAHTHEIH; AR — ayTocomuo-peneccuBnblil; CMT — mMprmednas guctpodus [lapko-
Mapu-Tyra; dHMN — nucranbHbIe HacleICTBEHHBIE MOTOpHBIC HeliponaTun; DSS — cunnpom Jlexepuna-Cotra;

LMNA — mamun A/C.

Boxosoit amuorpodguueckuii ckiepo3 (bAC) [45]

210 CMEPTENBHOE
XapaKTepHU3yIollleecs JereHepaTUBHBIMUA U3MEHECHHUSIMU KaK B BEPXHHUX, TaK U B

3a0o0sIeBaHNe JIBUTATEIbHBIX

HUKHUX JIBUTATENbHBIX HelipoHax (Rowland u Shneider, 2001).
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Manudecranus 3aboneBaHus OOBIYHO HAOMIONAETCS B KOHIIE CPEIHETO
BO3pacTa M MPOSABISAETCS B BUJE HEYKIOHHO MPOrPECCUPYIOLIEH MBIIIEYHOM
arpodun U ciaboOCTH, MPU ITOM €ro BIUSHUE HA JIbIXaTeJIbHBIC MBIIIILI B
OOJIBIIMHCTBE CIYy4aeB COKpAIAeT BbDKMBAEMOCTh 10 2-4 JIeT Moclie Hayajia
3abonesanus (Chio et al., 2009).

BAC sBnsiercs Hanbosee pacpoCcTpaHEHHbBIM 3a001€BaHUEM JIBUTATEIbHBIX
HEUPOHOB y B3pocibiX ¢ yactoroi 2 Ha 100 000 u pacnpocTpaHeHHOCTHIO 5,4 Ha
100 000 genosek (Chio et al., 2013).

CoBpeMeHHbIE BapHUaHTHI JICUCHUS OCHOBAHBI HA KYTUPOBAHUU CHMITTOMOB
U PECIUPATOPHON MOAJIEPKKE C UCIOIB30BAHUEM TOJIBKO OI00OPEHHBIX IIUPOKO
UCITOJIb3YEMBIX TpernaparoB, Puiry3om u DmapaBoH, TpUMEHEHUE KOTOPHIX JTaeT
HEOONBIITYI0 TIONIb3Y M TOJBKO Yy HEKoTOophix manueHToB (Petrov et al., 2017;
Sawada, 2017).

[Iporpeccy B paszpaborke dG(PEKTUBHBIX METOJIOB JIEUCHUS ITOTO
pa3pylIUTEILHOTO 3200JI€BaHUA MPEMSATCTBOBAIN MHOTHUE (DAKTOPBHI.

Ho 10% moneit ¢ BAC ecth mo kpailHEil Mepe €lle OJWH YJIEH CEMBH C
JTAHHBIM 3a00JIEBAaHWEM, U OHM OMNPENENSAIOTCS KaK MalMeHThl C CeMEHHOM
dopmoit BAC (cbAC).

Bbb110 00HapyKEeHO, YTO MOYTH BCE ITU CIIy4al HACIEAYIOTCS IO ayTOCOMHO-
nomuHanTHoMy Tumy (Kirby et al., 2016).

Ocranbabie  90-95% cnyuyaeB BAC HaOmiomatorcs y Jroneid  0e3
MPEeNEeCTBYIONIEr0 CEMEHHOTO aHAMHE3A.

3aboneBaHue y TaKUX MaeHToB Ha3biBatOT ciopaaudeckuM BAC (cnbAC)
(Chen et al., 2013).

Cxema 13.2. loast BAC, 00bsicHsieMasi yeTbIPpbMSI Haubo0J1ee 4acTo
MYTHPYIOIUIUMH FreHAMH B a3UATCKUX U eBPONENHCKUX NMOMyJIsilusiX.
Jlannble HA ocHOBe MaTepuaJioB Zou et al. (2017)

fALS European fALS Asian

TARDBP FUS 2.8% FUS (6.4%
e TARDBP (6.4%)

‘ @s%) -

SOD1 (30%)

SOD1 14.8%

C90RF72 Other/Unknown l
33.7% 44.5% C90RF72
(2.3%)

Other/Unknown
(59.8%)

SALS Asian
SOD1 (1.2%) (0.8%) SOD1 (1.5%) TARDBP (0.2%)

SALS European TARDBP

C90RF72 d ‘ FUS (0.9%)

C9ORF72 FUS(03%) (03u)

(5.1%)

Other/Unknown
(97.1%)

Other/Unknown
(92.6%)
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CnunanbHas MblinedyHasi atpogus (CMA) [46]
3aboseBaHNE BBI3BAHO ayTOCOMHO-PEIIECCUBHBIMU MyTanusiMu reHa SMN1

U XapaKTePU3yeTcs MOoTepell MOTOHEHPOHOB W IPOTPECCUPYIONIEH MBIIICYHON
CJ1a00CThIO.

Yactora Bo3HuKHOBeHUss CMA mnpu poXKJIEHUU COCTABIIAET NpUMepHO 1 Ha
10 000, 1, TakuM 00pa3omM, oHa KiIaccuUIPYETCs Kak opdaHHOe 3a00JIeBaHUE.

TaxecTn

3200JI€BaHUA

OXBaTbIBACT HII/IPOKI/Iﬁ

CIICKTPp, ada MOMCHT

MaHU(ECTAUN BapbUPYETCsl OT HEOHATAIFHOTO MEPHO/a J0 3pPENIOr0 BO3pacTa,
HO yallle BCero MaHu(ecTaIus MPOUCXOAUT B TIEPBbBIE TObI XKU3HU [1].
Omo6pero 00ne3Hb-MOAUDUITUPYIONIECE JICUCHUE TpEeMs IperapaTaMu:
HYCHUHEPCEH (AHTUCMBICIIOBON OJIMTOHYKJIEOTHJ), OHACEMHOIeHa a0ernapBOBEK
(3aMecTUTENbHAsA TeHHAs TEPAINs) U PUCAUILIAM (CUHTETUYECKUN ITpenapar).

XapakTepucTu

u

Manudecranus

BryTpuyTpoOHO Hiu B
TEYEHHUE MEPBBIX HECKOIBKUX
MECSIIIEB )KU3HU

Taoauna 13.3. KpaTrkoe onucanne THMHYHLIX 0co0eHHOcTel THoB CMA

Ot 6 1o 12 mecsarneB

Co BTOpPOTro royia >KU3HU

Tskenas THITIOTOHUS,
MBIIIeYHas ¢J1adoCcTh, caaboe
yIepKaHue TOJIOBKH,
KOJIOKOJIOOOpa3Hasi rpyaHas

I'mmoTonms,
CUMMETpUYHAS,
MIpOKCUMaJbHast c1ab0CTh,
(bacuukynsus A3bIKa,

CnaboCTh cTaTHYECKAS WIIH
MOJKET MPOrPeCcCHUPOBATH,
TPYAHOCTH MpH Oere, MPhDKKaX U

BOJIOKHA THIA 1, aTpodust
BOJIOKOH 000OMX THIIOB

MOIbEME T10 JIECTHHULIE,
Knunnueckue
DMAHAKI KJIETKa, cabocTh TPEMOp PYK, Cladble WK KOBBUISIOIIAS TOXOJIKA,
P MEXKPEOSPHBIX MBIIIIIL, orcyrcrBytomue ['PC, | mnockocronue, nmpuem I'osepca,
nuadparmansHOe IbIXaHue, TUNEPIOIBUKHOCTh TPEMOp PYK, GacCUUKyISIHSI
TPYAHOCTH C COCAaHHEM, CYCTaBOB, CKOJINO3, sI3bIKA (TIEpEMEHHAsN),
cJ1a0bIi KUK poOJIeMBI C IBIXaHUEM | THIEPIOABHXHOCTH CYCTaBOB
MoXeT CHAETh, HE MOXKET
JIBurarenpHast He MoxeT caguthcs u . Cr10cOOHOCTD XOIUTh
CTOSITH 0€3 IIOCTOPOHHEH
CIIOCOOHOCTh | JIepKaTh BECOBYIO Harpy3Ky orpaHHYeHa
MTOMOIIIH WJIH XOIUTh
Yposens KOK
Pesynbratet . N
HOpMaJbHBIN 1K cierka [YpoBenb KOK HopManabHBIN HITH
naboparopHeix 1| YposeHs KOK B HOopMme. . o
MOBBIILICHHBIH YMEPEHHO MOBBIILICHHBIH
WHCTpyMeHTalIbH| OMI : mpu3Haku neHepBanuu
OMI': npusHakn OMI': npu3Haky AeHEepBaLH
BIX MLPA
HccenoBanil JICHEepBalun MLPA
MLPA
BapunaTtuBHble, MUHUMaJIbHbBIE
HM3MEHEHUs WM HEeOOJIbIINe
Bonpmne rpynmns TIITBI ATPO(UYHBIX BOJIOKOH
Py Boutbiiiue rpymis R pod ’
aTpO(UYHBIX BOJIOKOH, pYNIIIPOBKA 110 TUILY BOJIOKOH C
aTpo(pUIECKUX BOJIOKOH,
IpyNIIUPOBKA 10 TUILY BOJIOKHAMU HOPMaJIBHOI'O
Mprmevnas TPYIIHMPOBKA IO THITY
BOJIOKOH, pasmepa uiu
MaTOJIOTUS BOJIOKOH,
TUIEPTPOGUPOBAHHBIC TUIIEPTPOGUPOBAHHBIMHU
TUIIEPTPOPUIECKHIE

BOJIOKHA THIa 1

BOJIOKHAMU THIA 1, "3BMECHEHUS

APXUTEKTYPBl — BUTKHU, SAPA,

pacuieruienust. UHorna TpyaHo
oTianmunuth 0T LGMD
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B HekoTopBIX coyyasx
COCTOSIHUE yJIy4IlaeTcs B

Yrposxaroiee JKU3HA He nporpeccupyer B TEYECHHE OTIPEICTICHHOTO
[Iporuos COCTOSIHHE, CMEPThH JI0 OOJIBIIMHCTBE CITy4acs, BpPEMEHH, BEPOSITHO, B
JOCTHKEHHSA 2 JIET MIPOTHO3 XOPOIIIHIA pe3yabTaTe KOMIIEHCATOPHOM

PEUHHEPBAIIMN MBI 1
HOI[ILCp)KI/IBaIOHleﬁ TCpamnnuun

BHUMAHMHUE! Cepaeunble, JHLEBbIE, YepenHble, TMadparMajbHble MbIIIIbI HE MOBPeKIEHbI

3akirouenune

HeiiporeHnnble HapylIeHUs NPEACTABISIIOT COO0Il TeTEPOreHHYIO TPYIILY
HEBPOMAaTUil ¢ MOpakeHUEM HEHPOHOB WK MepUPEpUIECKIX HEPBOB.

Tounblil AMarHO3 He Bceraa JEerko YCTaHOBUTh, HO TEHETHYECKH aHan3
MOXET OBITh OPUEHTHPOBAH Ha JIEKTPOKIMHUYECKHUE, ONOIOTHYECKHE, a MHOTAA
¥ TATOJIOTMYECKHE TPU3HAKK (MHOTHA CO CHEHUPUISCKUMHU TPU3HAKAMH
(YHKIMU TEHOB).

Knunnueckuii ciaydai 14. Hocurens MbimedyHoi nucrpodun Jdomena

(ML)

Onucanue ciay4dasi: 10 jiet, neBouka

OcHosHble 2#canodwl: MBIIIEUHAsE C1a00CTh U MUAJTHS TIOCIEe (PU3NYECKUX
Harpy3okK

Cemetinbiii anamme3. OTCYTCTBYET

Jleuenue: He mony4daer

Anamnes 3abonesanus: PanHnii Iepuoj] pa3BUTUSI HUYEM HE TPUMEUaTesieH.
Pa3BuBanace HopmasibHO 10 & seT. Ilocie 8 jeT MOSBWINCH TPYOHOCTH C
MOJABEMOM TIO JIECTHHUIIE M HEOOXOJUMOCTh OMUPAThCS HA TMEpUiIa, a TaKXKe
MUarusa mnocie Qguznueckux Harpy3ok. C 9-jeTHero Bo3pacTa OTMeuaiach
runepTpodusi UKPOHOXKHBIX MBI, OHa moceiana OOJbHUILY - KUCTEBOM JKUM
OBbLII OYEHb CJIA0BIM.
Hesposaoruieckoe o0ciieioBanne: MbIIIEUYHAS CIA00CTh NPEUMYIIECTBEHHO B
MIPOKCUMAJIBHOM TPYIINE MBI, CUMITOM ['0Bepca MoIoKUTENbHBIN, «yTHHAS
noxozaka, CXP B HopMme, Muanrusi B Oezipe mociie ynpakHeHui, runeprpodus
UKpOHOXKHBIX MbI. UaTemnext Huskuit (1Q, DQ pasen 62).
JlanHbIe J1a0opaTopHbIX UccaenoBaHuii: ypoenb KOK 10936 ME/x,
ypoBeHb anbaoia3bl nossiiieH 10 80,7; ACT 183 u AJIT 317, nakrar 22,6
(nopma 4,4-17,0), nupysarnas kuciora 1,0 (0,3-0,9)
MPT wmblmm: >xupoBas MHQWIBTpauss B MbIIIax Oeapa (YeThIpexriiaBas
MBIIIIIA OeApa U MUpPOKas JIaTepaibHAsI MBIIIIIA), @ TAKXKE B OOJBIIION U CPEAHEH
SATOJIMYHBIX MBIIIIAX, UKPOHOKHOU MBIIIIE, CHMMETPUYHO, OOJIBIIE B MBIIIIAX
Oenpa, 4eM MBIIIIAX UKPHI.
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JAuddepenunajbHast IMATHOCTUKA J0JZKHA IPOBOANTHCH C
1. LGMD-nono6Has capkoriuKkaHonaTusi, TuCTPOTITMKaHOMATHS

2. Hocutens M/I/L

3. IMyHHOOINIOCPEIOBAHHON HEKPOTU3UPYIOIIEN MUOIATUEN

Pe3 JLTATBL, N OBeI[eHHOI/I Ouoncuu mpi (puc.14)

Puc.14.1. Ilpu okpammanun H&E: pazmep BonokoH
3aMETHO BapbUpyeTCs B JMANa30HE OT HECKOJIbKUX J10
170 MuxpoH B nauaMerpe. B HEkOTOphIX myuKax
OOJNBIIMHCTBO  MBILIIEYHBIX  BOJIOKOH  3aMEHEHO
PKUPOBOHW TKaHBIO, B TO BPEMS KaK B JPYTrUX 00JacTsix
eCTb HEKOTOpOE KOJIMYECTBO ITyYKOB, B KOTOPBIX
coxpaHeHa Oosblas 4acTb BOJOKOH. HecmoTps Ha)
5TO, BapualMM pa3Mepa BOJIOKOH BCE  elle
[PUCYTCTBYIOT B OTHOCHTEIBHO HEMOBPEKICHHBIX
nyukax. HaGitoiaercs HECKOIbKO HEKPOTUYECKHX, HO
PacCesTHHBIX pEreHepyIoINUX BOJOKOH. BojokHa c
MHTCPHAIM30BAHHBIMU sIIpaMu  paccesHbl. CTemneHb
SHAOMH3HAIBHOrO (UOpo3a BapbUPYETCS B Pa3HBIX
My4yKax, MPUYEM B HEKOTOPBIX IMTy4KaxX HaOIIOTaeTCs
BbIp@)KEHHBIH ~ QuOpo3.  SIBHOW  MHpUIBTpanuu
MOHOHYKJICAPHBIMHU KIJICTKaMH HET.
[lepudackynsipHoil aTpodun He HaOJIIOJaeTCs.

Puc.14.2. mGT: RRF, Bakyoneii B ompaBe wiu
HEMaJIMHOBBIX NENOESN HE Habogaercs.
[lepudepuueckuii HEpPB XOPOILIO MUETUHU3UPOBAH

Puc.14.3. IIpn OKpAalllMBaHUU NADH-TR
MEKMUODUOPHUIUIPHBIE CETH OT YMEPEHHOW [0
BBIDQ)KEHHOW  CTENEHU  JIe30praHU30BAaHHOCTH B
[paccessHHBIX BOJIOKHAX

Puc.14.4. Tlpu oxpammBanuu CJII': KpoBEHOCHBIC
cocyabl ¢ nHTeHcuBHOU peaknueit Ha CI" (SSV) ne
BBIJICIISTIOTCS
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Puc.14.5. [Ipu okpammBanuu [[D: B nepumusun He
HaOII01aeTCs (PePMEHTATUBHOM aKTHBHOCTHU

Puc.14.6. AT®daza: uzmeHeHue pa3Mepa BOJIOKOH
HaOII0MaeTCs Kak B BOJIOKHAX THoa |, Tak ¥ B
BOJIOKHaX Tuna 2. Bonokna tuna 2C, paccessHHbIE
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NMMyHOrucTOXUMHUA

Puc.14.7. Mo3auka okpamusanus, DYS1

Puc.14.8. Mo3auka okpamuBanus, DY S3

Puc.14.9. [TonoxxurenbHbli pe3yabTaT Ha
yTpodun

Puc.14.10. Ansha-SG yacTuaHO OciTabeBaeT

Puc.14.11. Mo3zanka okpammBanus, 6eta-SG
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Puc.14.12. TlonoXuUTenbHbIN pe3yabTaT Ha
ramma-SG

Puc.14.13. Ansda-DS ocnaGeBaer

Puc.14.14. TlonoxxutenbHbIN pe3yabTaT Ha
oera-DS

Puc.14.15. IlonoXuUTENbHBIN pe3yapTaT Ha
KaBEOJIUH 3

Puc.14.16. [lonoxuTenbHbIN pe3yapTaT Ha
OMEpPUH
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T ek Puc.14.17. TIlonoxuTenbHBI pe3ynbTaT HA|
michepnun

3akiIl0ueHue M0 MOCTAHOBKE IMATHO3a B JAHHOM CJy4ae

Ha ocHOBaHMM BBISIBICHHBIX MBIIICYHON CIIa00CTH, BBICOKOMY YPOBHIO
K®K y neBoukwu.

BpIsSBICHHBIX MMAaTOTHOMOHMYHBIX H3MeHeHUssXx Ha MPT wmpiin B Bume
BOBJICUCHHUS OOJBIION SATOAMYHAS MBIIIA, CPEAHEW STONUYHON MBIIIIIHI,
UKPOHO>KHOM MBIIIILIBI

JlaHHBIX, TOIYYEHHBIX IPU MPOBEACHUH MblieuHoM onorcun u UI'X B Buge
MO3a4HOTO OKpalllUBaHUsl JUCTpodUHA, DSKCOpeccuu yTpoduHa, Oeka,
SBJISIFOLLIETOCS MPEIIECTBEHHUKOM TUCTPO(UHA U TTOSIBISIOMIEMCS B MBIIIILIE TTPU
OTCYTCTBUU JUCTPOUHA.

BrliieykazaHHble JTaHHBIE CBHUJCTEIBCTBYIOT O BBICOKOM BEpPOSITHOCTU
HOCHUTEJIbCTBA MYyTaIlMU B reHe TUCTpodUHA.

OToil  JeBOYKE  pPEKOMEHJyeTcs:  HaOMioieHHe Yy  KapauoJiora,
reHEeTHYEeCKas/ceMeHas KOHCYIbTaIls

JluteparypHas cnpaBka[21].
Mpuuyuna MI/MIb

=

MyTtauuu B rene DMD nipuBondT K HapyleHHI0 BEIpaOOTKU AUCTPO(UHA.

2. I'en quctpoduHa ABIAETCS ONHUM CaMbIX U3 KPYMHBIX T€HOB, U3BECTHBIX
Ha CeromHsIIHuM neHb, ¢ 2,5 M6 JIHK u 79 sx3onamu. Cunuraercs, 4To
TPAHCKPUIILKA reHa 3aHuMaeT okoio 16 gacos. IlonHOpa3MepHBbIil Oernok
MMEET MPOTHOZHPYEMYIO MOJEKYISIpHYIO Maccy 427 klla m coctout u3
YETHIPEX OCHOBHBIX IOMEHOB.

3. Paznuunbie n30(popMbI nuctpoduHa nuddepeHmanbHo
HKCIIPECCUPYIOTCS B CKEJIETHBIX, CEPACYHBIX U INIAIKUX MBIIIIAX, MBIIIIAX
TUIOZa U HEPBHOM TKaHH.

4. B0 BBICKa3aHO MPEIIOIOKEHHE, YTO YMCTBEHHAsI OTCTANIOCTh, KOTOPAsI

BO3HHKAET mpuMepHO B 30% cirydaeB, MOXKET ObITh CBSI3aHA C BOBJICYCHUEM

130 OpM, SKCIIPECCUPYIOIIUXCS B TOIOBHOM MO3TE.

Juctpopun — »5TO O€NOK LMTOCKENEeTa, KOTOPBbIM HAXOIWUTCS Ha
[ATOIIA3MAaTUYECKOM MOBEPXHOCTH KIJIETOUHOM 0000uku. B3aumMopaeicTByer ¢
AKTUHOBBIM  ITUTOCKEJIETOM W  KOMIUIEKCAaMHM  JIPYTUX  JUCTpOodUH-
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aCCOIMUPOBAHHBIX OeKOB. CUMUTAETCS, YTO OH JACHCTBYET KaK CBS3YIOIIEE 3BEHO
MEK/Ty BHEKJIETOUHBIM MaTPUKCOM U IIUTOCKEIETOM, CTAOMIN3UPYS MeMOpaHy BO
BpEMsI COKpaIICHUS.
Taoauna 14.1. OcHoBHble KIMHUYeckue npudHaku MJIJI u M/Ib
Kaununuyeckue Manudecrauusi B nepBbie S Jiet
NMPU3HAKHU 3ajgep:kka pa3BUTHS ABUTATEIbHBIX (PYHKIMIT
IIporpeccupyromasi NPpOKCUMAJIbHASL MbIIIEYHAs CJIa00CTh
KoHTpakTypa axuijioBa CyX0:KuJjaus, NPUBOASIIAs K X01b0e HA
najabLuax HOT
YTuHasi noxoakKa, JIOpA03 NOSICHUYHOI'0 OT/es1a

TpyaHocTu npu 0ere, NPbIKKAX, CKAYKaX
TpyanocTu npu noabeme ¢ noja (Manesp I'oBepca)
TpyanocTu npu noabemMe 1o JeCTHULE
I'mneprpodgus rojienu

Ecau ectb cma3mbl, T0 ckopee MJIb, a ne MJIJ[

JBurarenpHbIC McueszaroT k 12 romam — MJ1/]
CIIOCOOHOCTH Coxpansitores nocie 16 et — MJIb
KpeaTtunkunasa O6b19HO critbHO noBbIIIeHa (B 10-50 pa3 Gosbiie HOpMBI)

[ToBbliIeHa IPU POXKAECHUU

Kapanomuonarus (BapuadenbHas npu M/IJl kK KOHIY TOAPOCTKOBOTO
ConyTCTBYIOIIHE nepuona; BapuadensHas npu M/Ib) Hapymenune uaremnexra (30% mnpu
[IPU3HAKH M/, penko npu M/1b)

[TaTonorus KnuHuecKyro TSHKeCTh HEBO3MOKHO OIICHUTH 110 OMOTICHH MBI (HEKPO3,
perenepanus, Gudpo3, pa3InuHble H3MEHEHHsI pa3Mepa BOJIOKOH)
PacmerieHHbpIe BOJIOKHA

Jluctpodun 06b14HO oTCyTCTBYET Iipy M/JIJ1

JluctpouH 0OBIYHO MPUCYTCTBYET, HO OTKIIOHSETCSI OT HOpMBI ipu M/IB,
C HEKOTOPBIMHU UCKIFOYECHUSAMHU

CHMKEHHE YPOBHS BCEX TUCTPO(HH-ACCOIMUPOBAHHBIX OEIKOB

Pacnpenesnenue THIIOB MyTalMii
2/3 mytanuii — 370 aeneruu (ITLP o MLPA),
1/3 Toueunsix mytaruii (WES, UT'X),

oueHb HeOombIas noiss — aymiukanuu ([P wiu MLPA).
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Cxema 14.2. I[IpyHIUI BO3HUKHOBEHUS Pa3JIMYHBIX MyTalHil

HAIII MAP 25TO OAP HAIII MUP OTO JIAP HAIII MUP 5TO OAP
HAIII MUP O5TO JAP HAIII MUP OTO JIAP
(menenms 6e3 HapyIIEHUS (meneuwns ¢ HapymIeHUEM 3amena /I va LIl maet nmpuBoauT
pamku (in-frame) cuutbiBaHus pamku(out of frame) K U3MEHECHUIO
3TO) cunteiBanus TOJT ) cMmBIcTa(missence)
HAIII MUP JAP HAIII MUP DAP HAIII MUP OTO IIAP

! ! !

OddekT 3aBUCHT OT BaXKHOCTH

Mpitieynast auctpodus Mplteynast auctpodus cJ10Ba (AMHHOKHUCIIOTHI)
Bexkepa Hromenna HECYILIEH CMBICIIOBYIO
HarpysKy

VY xennH-HocutebHUI] MJIJI 00BIYHO HET CHUMNITOMOB 3a00JI€BaHMS, HO
MHOTZIA MOTYT NPOSIBIATHCS HE3HAYUTEIIbHBIC MTPU3HAKU, TAKUE KAK YBEJIMYEHUE
UKPOHOXXHOM MBIIIIIBI (4ACTO OJJHOCTOPOHHEE) WJIM MBIILICYHBIE CYTOPOTH; I Y
HEKOTOPBIX MOXKET HAOMI0AaThCSl BEIpAXKCHHAs! MBIIICUHAs CJIa00CTh C TaKOM Ke
CTETIEHBIO TSKECTH, KaK y MallburkoB ¢ MJIJI.

BapraOenbHOCTh KIMHUYECKUX U CYOKIMHUYECKUX MPOSBICHUNA MOXKET
OOBSACHATHCA THIOTE30M JAHOHU3ANUM O CIIy4yalHOW MHAKTUBAIMU OJHOU X-
XPOMOCOMBI B KaXJOW KJIETKE, KOTOpash MOXET ObITh ¢ MYTHUPOBAHHOW WIIH
HOPMaJIbHOU X-XPOMOCOMOM.

OnHako TakKe UMEIOTCSI CBUICTEIIbCTRA IIepeaadn MyTaluid TucTpoduHa 1mo
OTLIOBCKOU JINHUU Y HEKOTOPBIX HOCUTEIICH

TepaneBTuueckue moaxoabl K gedeHnro M/1/1
1. 3amecrtuTenbHas reHHas Tepanus
2. CKBO3HOE MPOYUTHIBAHHE TEPMUHUPYIOIINX KOJIOHOB
3. Tlpomyck sk30Ha
4. Jlpyrue (CTUMYJISIUS pereHepaIlii MBIIIEYHBIX BOJIOKOH,
CTUMYJISIUS TUIEPTPOPUU BOJIOKOH U OrpaHudeHure pudpo3a)
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3akirouenue

buoricrst MBI UTPAET BaXKHYIO POJIb B IIPOLIECCE AMATHOCTUKH IIPH OLICHKE
COCTOSIHMSI TALMEHTOB, CTPAJAIOIIMX HEPBHO-MBIIIEUYHBIMU 3a00JI€BaHUSMU.
TouyHast nMAarHOCTMKAa W BBISBICHHME IATOTEHHOTO TI'€HETHMYECKOIo JaedexTa
NO3BOJIAET 00ECNEUYUTh HAJUIeKAIMK yXOJ 3a NAlMeHTaMH U IPEIOCTABUTH
COOTBETCTBYIOIIME TI'€HETHUUYECKHUE KOHCYJbTAllUU CEMbE I NPOPUIAKTUKH
HOBBIX ciy4yaeB. Kpome Toro, MpliieqHasi naToJOTUsI CIIOCOOCTBYET pa3paboTKe
LIEJIEBBIX METOOB JICUCHHS U UX IPUMEHEHHUIO.

DTO OTHOCUTEIIBHO TpOCTas NpoUeaypa, HO MPOBEJIECHUE U
MHTEpHpETalns Pe3yabTaTOB TPEOYIOT CIELHAIBHON MOATOTOBKU. MpblliedHast
IIaTOJIOTHS BCETJA NPEACTABIIATA HHTEPEC Ul IETCKUX U HEKOTOPBIX B3POCIBIX
HEBPOJIOTOB C OONMIMPHON KIMHUYECKOW MPAKTUKOW, 3aHUMABIITUXCS BEICHHEM
HEKOTOPBIX PEJIKUX CIy4aeB TSKENbIX M YTPOXKAIOIIMX XKU3HHU 3a00JIeBaHUM, U
4acTO 3TO ObUIM ceMelHble/TeHeTndeckue ciydan. YrToObl 00ecrnednTh
HAJUIeKAIUN  yXOJ, HEBPOJIOr IIBITAETCS IPOBECTH KOMIUIEKCHYIO OLIEHKY
COCTOSIHMSI MallM€HTa, BKIIIOYasi MCCIEJOBaHUE HEOONBIIOr0 KyCOUKa MBIIIIIBI,
B3SITOIO W3 KOHKPETHOM HauOoisiee mopaxxeHHOMW dactu Tena. KommekcHbli
aHaJau3 BO3MOKEH TOJBKO B TOM CJIydae, €CIIA CIELUAIUCT PacIoiaraeT IoJHON
uHpopMaluel 0 COCTOSHUM MalMeHTa, BKII0Yasi KIMHUYECKUE JaHHbIE, TaHHbIE
7a00paTOPHBIX,  BU3YAJIM3ALlMOHHBIX M  TE€HETHMYECKUX  MCCIEIOBAHUM.
CrennanucTel 1o 7a00paTOPHON TUArHOCTUKE OOIIEro Mpo@uis HE y4aCTBYIOT
B KJIIMHUYECKOM OLIEHKE MAIlMEHTOB M OOBIYHO HE MPOXOASAT MOATOTOBKY IO
MBIIIEYHON MMAaTOJOTUH. VIMEHHO ITOATOMY BO MHOTMX CTpPaHax CyLIECTBYET
JMAarHOCTUYECKHUI MPoOesT B OTHOLIEHUHU MBIILIEYHBIX 3a00J1€BaHUM.

CrnenoBaTenbHO, sl TOTO, YTOOBI CHENaTh NEPBBIE IIard K CO3JaHUIO
CUCTEMBI TMATHOCTUKU JTAHHBIX 3a00JI€BaHMI, HEOOXOJUMO YYECTh HEKOTOpPbIE
O0COOEHHOCTH M MMEIOIIUIACS OTBIT B ATOM oOnacTu. [Ipexe Bcero, moAroToBKa
oOpa3oB MbII TpeOyeT CcoOMIOJCHUS TMpaBWiI, TaKuX Kak (QuKcarus
3aMOpaKMBaHUEM, a He (OPMaJIMHOM, TPAHCHIOPTUPOBKA U MPUHATHE MEP IO
IPEIOTBPALICHUIO Pa3MOpaXUBaHUsI (CIielnaibHasi CUCTEMA 3JIEKTPOCHAOKEH U,
XOJIOJTUIBHUK).

YroObl TOHATH OCHOBHBIE IMATOJOTUYECKUE TPU3HAKH HEPBHO-
MBIILIEYHOTO 3a00JeBaHUsl, HaM HEOOXOAMMO 3HaTh O HEKOTOPBIX KIHOYEBBIX
MOMEHTAaX HEUPOTEHHBIX U MUONIATUYECKUX UCCIIETOBAHUM.

Pe3ynbpTaThl HEHPOTEHHBIX HCCAEAOBAHUI OMONCHM MBILIIL: TPYIIIOBas
atpoduss W TPYNNUPOBAHWE TIO THUIY BOJOKOH. OTHU JlaHHbIE ObUIM
MIPOJIEMOHCTPUPOBAHBI MPU TPE3ECHTALHUM ClIy4dass HEMPOTrE€HHOIO0 HApYLIEHUS.
Muonatudyeckue TMPU3HAKU: HEKPO3 M pereHepanus, MHOGUOpUILIApHBIE
U3MEHEeHUs (HampuMmep, A1pa), sSAepHble U3MEHEHHMsI, BKIIOYEHHsS (Harpumep,
UTOIJIa3MaTHYECKHE TeJbla, HEMAJIIMHOBBIE TeJbIla), aTpodus BOJOKOH TUIA 1
U TpeobiagaHue BOJOKOH Tuma 1. Bce 3Tu jnaHHBIE OBLIM OMMCaHBI NPU
IIPEACTABICHUM COOTBETCTBYIOIUX CIIy4aeB.

105



ECTh HECKOJIBKO OCHOBHBIX BHJIOB OKpAIIMBAHHS, KOTOPHIE IMO3BOJISIOT
onucaTh OOJBIIMHCTBO ciTy4aeB. OCHOBHbBIE BUJIbI OKpAITUBAHUS, BKIIOUYAIOIINE
OKpallliBaHUE TeMATOKCHIMHOM U 03UHOM, MOAU(PUIIMPOBAHHOE OKpAITUBAHKE
TPUXPOMOM 110 ['oMOpH, BOCCTAHOBICHHOW HUKOTHHAMUIAJICHUHANHYKICOTHI-
terpazonueBoit penykrazoir (NADH-TR), cykmunataeruaporenaszoii (CHUI),
nutoxpomoMm ¢ okcunpazoi  (LOI'), mwuo3uH-ATda3z0ifi u  HEKOTOpHIE
JOTIOJTHUTENbHBIE METObl, KOTOPbIE MO3BOJSIOT YTOUYHUTH PE3YJbTAThl MOCIHE
MIPOBEICHMSI OCHOBHBIX OKpAaIIMBaHWUK W ompesencHus (heHotumna (Hampumep,
dochopunaza, mmemounas  (ocdaraza, Hecmemmdpuueckas  dcTepasa,
aleTIIIXOJIMHACTEpasa u Apyrue). Kpome Toro, B HEKOTOPBIX CIIydasX, KOTJa MbI
OXKMJIaeM  HaJW4Yhe  BOCHAIMTEILHOW  MHONATHU  TMPU  HEKOTOPHIX
MUOAUCTPODUAX, HEOOXOAUMO YUUTHIBATh JAaHHBIE HMMYHOTHCTOXHMHUYECKOTO
UCCIICTOBAHMS.

B menom s oneHKHM peNKUMX HEPBHO-MBIMICYHBIX 3a00J€BaHUNA Ham
HEOOXOMMO CleMaIbHOE 000pYy/I0BaHUE, TEXHUKA M XOPOIIO OOY4YCHHBIA U
MOTHUBUPOBAHHBIN MMEPCOHA WM TUATHOCTHYECKAsi CUCTEMA.

Bes  BeimeykazanHas — uH(pOpManus — TMO3BOJSET  O0OOCHOBATh U
PEKOMEHJIOBAaTh KOMIUIEKCHBIM MOAXOJ] K PEIICHUI0 BOMPOCOB TUATHOCTUKHU
HEPBHO-MBIIICYHBIX 3200JI€BaHUN U B YaCTHOCTH HEPBHO-MBIIICUHBIX C YUYETOM
OTIbITA PA3BUTHIX CTPaH.

Takum oOpa3om, cxeMaTHYHAS KAPTHHA JIeYeHHsI HEPBHO-MbIIIIEYHbIX
3a0osieBaHuii (M BceX APYruX pPeaKHX HEBPOJOTrHYeCKHX 3a00J1eBaHMUii):
HAY4YHO 000CHOBAHHBII MOAXO0 K MPUHSTHIO PellIeHUii NMpeICcTaBJIeH HUKe
cxema 14.3.

Knunuuaeckas napopmaums
JlaGopaTopHbie aHATH3BI
(ouoxumuyeckue) MPT/KT
(MBILILBI, BCE TEJIO)

CHCTEMHBIH/KOMIUICKCHBIH
aHanm3

TojyiepKnBaronHii I ‘
/ yXxon

(ropo/1 OKpy »KHOI0 3Ha4eHuUs)

Cneuuanmuposauuasl OonbHHULIA

WumBujyainsHoe
JIeYeHne

Hccne; mnamm

(KITMHHYECKHe
bBuorncust Mpimg HUCHBITAHUS,
IKCTIEPUMEHTBI)

I'enernyeckuii ananus

BeicokocnenuanuznpoBarHas 00J1bHHLA
(yHuBepcuTeT/akaemuyeckas 00abHHIA)

['eneTnyeckas
KOHCYJIbTaIHst —

ITpopmnakTiKa JeTaabHBIX HCXO0B/YIIyUllIeHHe KauecTBa
KH3HI

HannoHanbHbIN cenuaJu3upoBaHHbIN HeBposaoruyeckuii neHTp (LleHTp KoMmeTeHIN)

]

BceMupHO n3BeCTHBIE CTICITMATU3UPOBAHHbBIC IEHTPHI
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Jnarnoctuyeckasi cucTeMa JOJDKHA OCHOBBIBATHCS Ha LIEHTPAIU3ALUU
CUCTEMbl  MEIMIIMHCKOTO  OOCHYy)XMBaHMSI W  HWHTErpallid  Hay4HoO-
HCCJICIOBATENIbCKUX M KIMHUYECKUX YUPEKICHUN. Peann3anus Takoro nojaxona
BO3MOXXHAa Ha 0a3e yHUBEpCHUTETa WM HAy4YHO-HCCIIEI0BATEIBCKOTO
YUPEKJICHHS, PACIIOI0KEHHOTO B KPYMHOM IIEHTPAJIbHOM OOJILHUIE, KOTOpas
Oyner paboTaTh B KaueCTBE HAIIMOHAJIBHOT'O CHEIUATM3UPOBAHHOTO IIEHTPA IO
PEIKUM HEBPOJIOTHYECKUM 3a00JIeBaHUSIM, B TOM YHCJIE HEPBHO-MBIIICUYHBIM
3a00JIEBAaHUSM.

Cxema 14.4. /IuarnocTu4ecKuii CTAaHAAPT MeAUIMHCKONH TOMOIIIH

Crnenuanu3upoBaHHas MeTUIIMHCKAS
MOMOIIL

(obaacTHasi/TOpoacKas 00IbHUIIA)

MPT/KT wmblmii uian Bcero Teina (Tpru3HaKH,
0OHapyKHBaCMbIC IIPH BU3YaTH3ALIHH)

YpoBeHb NePBUYHOI MeTUIIUHCKON MOMOITU (AMOYJIaTOPHO-
MOJIMKJIMHUYECKUE YUPe:KIeHHs)

KpacHsie ¢uiaxxku: BAIOCTb
MBIIIIEYHAst CIIa00CTh
BbICOKMI ypoBeHb KDK

(hacIuKyJIAIUN

1

[lenTpanuzanuss Bcex yupexAaeHW mnox s3ruaod  HamumonanbHOTO
CTIEIUATM3UPOBAHHOTO IIEHTpa (YHUBEPCUTETCKON/aKaAeMUIECKON OOTBHUIIBI)
MO3BOJIUT CKOHIICHTPHPOBATH BCE pecypchl (JIFOACKUE, TEXHUYECKHE W
(buHAHCOBBIE) U pa3paboratb  BBICOKOI(D(PEKTHBHYIO  YCTOHYMBYIO
JIMarHOCTUYECKYIO CUCTEMY JIJIsl PEIKUX HEBPOJIOTHUYECKUX/HEPBHO-MBIIIICYHBIX
3a00JIeBaHUN M CHU3UTH OpeMsi ATUX OMACHBIX JJISl JKU3HU 3a00JICBAaHUN IS
CHUCTEMBI 37]paBOOXPAHCHUS.
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[Ipunoxenue 1.

Tabimua KIMHNYECKUX NPU3HAKOB, KOTOPbIE J0IKHbI HACTOPOKUTH
Bpavell NPHU pAacCCMOTPEHUH KOHKPETHBIX 3200/1€eBaHU i

KinHuveckuii npusHak/
[IpucyrcrByrommi
CUMIITOM

3a0osieBanne/MyTALIUS B T'eHE, KOTOPYIO
cjielyeT YYUThIBATH

['unoToHUa 0€3 MBIILIEYHOM
cabocTu

[Ipobnema ¢ [IHC unu He ¢ HEPBHO-MBIIIEYHON
CUCTEMOU

[ moTOHUS C MBIILIEYHOU
cJ1a00CTHIO

BposxaeHHbBIE MUOTIATHHN WIIA BPOKICHHBIC
nuctpodbun; CMA

[IpokcumanbHas ciabocTh [BecTpewaeTcss  IMpH MHOTHMX — MHOTMATHSX,
muctpodusix u CMA
JlncranpHas c1ab0CTh Heiponaruu; JINCTAJIbHBIC MHOINATHH;

MUO(UOPHILIAPHBIE MUONIATHH; MUOTOHHYECKAs
nuctpodus; BocnaauTeabHbie Muonatuu (IBM)

CnabocTh B TOATOYHO-
MepUHEATbHOW/TONaTOYHO-
[JIeYEBOU 00JIaCTH

Jluie-miede-nonaToyHasi MHOTIATHS; JIAMUHUHA
A/C Mpieunas aucrpodusa Imepu-/peitdyca;
FHL1, MYH7

AcuMMmeTpuyHas c1aboCcTh

ANOS, nuue-1ieye-anonarouynas muonatus, IBM

CnabocTh B I1ee, BKII04ast
CHUHJIPOM
«IagarolIeii/cBucaronen
COJIOBBI»

BposxieHHble MUONIaTHH; "CUHIPOM CBUCAIOIICH
rOJIOBBI', BKJIIOYass Clydad C  MyTalueu
JTaMUHWHA A/C; MHUACTEHUS rpaBuC;
SHJIOKPUHHbBIC HAPYIICHUS

PanHee nopakeHue OpraHoB
NIBIXAHUS

Heckobko 3a0071€BaHUA, HO CIIEAYET YUUTHIBATh
nepuuUT  KUCJIOM  ManbTasbl;  SIEPHYIO
muonatuto, SEPN1, SMARDI1, HMERF

>

AKcuaibHast c;1a00CTh

KOHEUYHOCTEN

EDMD c¢ myranusmu namuHa A/C; saepHbIe
MHUOIIATUHM; HEKOTOpble  MHUOGUOPHUIUISIPHBIC
MHUOTIATUH

Ckoino3s

SnepHbie MUONATUU; BPOXKICHHAS] MBIIICYHAS
nuctpodust Yibpuxa; auctpoduu Ha TMO3THEH
CTanu

[1T03 /Wi

o¢TamTbMOIIIErust

THUIIA I;

MHOIATHH;

MHOTOHHYECKAs

MUTOXOHIPUAJIbHBIC
MUACTCHUYECKHE  CHUHAPOMBI;  BPOXKJICHHBIC
MHOTATHH, Harpumep, HEHTPOSJICPHBIC
MHUOIIATUH, MMOIaTUM, cBsa3aHHble ¢ RYRI,
MUOIIATHH, CBSI3aHHBIC C TPM2;
oKyJodapuHTeasibHass AUCTPOUS; MHOIATHUH,

nucTpodust

CBSA3AHHBIE C MHO3UHOM 2a

108




MpiieuHast 60J1b/Cy10poTu
0COOCHHO TpH (PU3NUECKOM

b

Hecnenuduueckue,; MJIb, nekotopeie LGMD;
BOCHIAJINTSIBHBIC MHOMNATHH; METa00JIUUECKHUE

Harpy3Ke MHOITATUH

VcranocTh MuacTeHUYECKHE CHHIPOMBI; METa00INYECKUE
MUOIIATUM,  HampuMmep, JIeQUIUT  KUCIIOH
MaJIbTa3bl

KonTpakrypsl

JIoKOTB EDMD

Crubarenu cpenneroMuonarus betnema

majabIa

Purnaneii mo3sonouHuk [Jlamuua A/C; SEPN1 uan FHL1

ApTpOTpHUIIn3 Bpo>xeHHbIe MUOTIATUH, BPOXKICHHAS

MHACTCHUA

Bpoxk1eHHBIN BEIBUX
Oenpa

RYRI1, COL6, CMA Tuna 2

[ MnepnoABUKHOCTD Hecneunduueckuii mpu3HaK, HO MOXKET OBbITh
TMCTAIIBHBIX CYCTaBOB npu3HakoM COL6

ConyrcrByloliee nmopa;keHue cepaua
ApUTMUS/HAPYIICHUS EDMD; MHUOTOHHUYECKAs mucTpodus;
[IPOBOJIUMOCTH MHUTOXOHJIPUAJIbHBIE MUOIIATUH
KapaunomuonaTus MIJ/M/Ib; seckonpko LGMD; meTabonnueckue

MUOTIATUH;  MUOGUOPHILISIPHBIC

AMHJION 103

MHOIIaTHH,

IlopaskeHue HEHTPAJIbHOI HEPBHOM CUCTEMbI (BHAYUTEJIbHOE
COBIIaICHUE, HO BCE PABHO HE00X0AMMO PACCMOTPETh HEKOTOPbIE

BAPHAHTHI HUKE)

OIIUJIETICUS

Hapymenus oOMeHa BEIECTB,
MBIIIICYHBIE TUCTPOPUU

BPOXJICHHLBIC

N3meHnenus 0eJ10

ro semecrsa Ha MPT u/mim cTpykTypHbI€

U3MEHEeHH s

KarapakTbl MuoTOHHYECKHE TUCTpOUH; aB-
KPUCTAJUIMHOBAsT MUO(PUOPUIUISIpHAST MUOTIATHSI;
HEKOTOPBIE BPOXKICHHBIC MUOTIATUHN (HATIpUMED,
DNM2 wm TPM3); peakue HapylieHUs
(HampuMep,  CHHApPOM  Buum;  cHHIpOM
Mapunecko-Illerpena).

[ToTeps cimyxa MUTOXOHAPHAIEHBIE MHUOIATUH; JIUIe-TIIeYe-
JI0TIaTOYHAsT MUOTIATHSI

Jlunonuctpodus Jlamun A/C wnu PTRF

PabroMuonus M/Ib, RYRI, HekoTopple MeTaboandecKue
HApYIICHUS

YpoBeHb KpeaTUHKMHA3BbI
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HopwmasnbHbii WIN

Bpoxnennsie muonatun; EDMD ¢ myranusmu

YMEPEHHO MOBBbIIICHHBIA (BilaMuHa A/C;  HeHWporeHHble  HapyLICHUS;

2-5 pa3 BBbIIIE HOPMBbI) MUTOXOHPUAIIbHbBIE MUOTIATHUH;
BOCHAIMTENIbHBIE MUOTIATHH

YMepeHHO MOBbIIIEeHHBIN (BMHOr1e MUOMATHH u mucTpoduu;

5-10 pa3 BbIllIE HOPMBI) BOCHAJIUTEIbHBIE MUOIIATHHI

Ouenp Beicokui (0onee yemM/IJI/M/Ib; nuchepInHOIATHS,

B 50 pa3 BbIlIE HOPMBI) kanbnanHonatus;  ANOS;  wuHorma — mpu

BOCIIAJIUTCIBbHBIX MUOIIATHUAX

[[OBBIIIIEHHBIN YPOBEHD
JaKTaTa B ChIBOPOTKE KPOBH
i CMOK

MUTOXOHpUATIbHBIE HAPYIICHUS

N3MeHeHUA KOKHA

ChlIb JlepmMaToMuO3uT

@OJTMKYJIAPHBIN Hapymienust yHknuu komiareHa VI
TUIIEPKEPATO3, KEIOUIHOE

oOpaszoBaHue

HxTro3 CHKB, cunapom Jlopdhmana-Uunapuna
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[Tpunoxenue 2
HepBHo-MbIlIeYHBIE 3200/1eBaHNSA, IOAAIOIIHECS JIeYEHUIO

I'ennas Tepanust

1. CMA

OJIMTOHYKJI€0THIBI
2. M/ (aHTHCMBICJIOBAS TEPAIUA)
3. CMA (aHTHCMBICJIOBAA Tepanus)

4, Amuiionno3 (PHK)
3amMecTuTEeILHAS (DEPMEHTHAA Tepanus
5. boaesnsb Ilomme

6. Boae3snb @adpu

HyrputuBHas noaaep:xka

7. IHepBuuHbIi JePUUUT KAPHUTHHA

8. MHuo:kecTBeHHbIN AepuunT anuia-KoA geruaporenasbl
(MADD)

Q. Cunapom bpayna-Buaserro-Ban Jlape

10. HepBuunblii nepuuur kopepmenrta Q (CoQ)

11. JepuuaT TAMHAMHKUHA3HI 2

12. MuroxoHapuaJbHAsE HEHPOraCTPOMHTECTUHAJIBLHAS

snnedanomuonarusa (MNGIE)

NMmmyHHOMOAY 1AM
13. Muo3ur
14, MuacteHusi rpaBUc

MO}IyJIHIII/Iﬂ nmepeaavu B HCﬁpOMblHIG‘-IHLIX CHHAaIICax

15. MuacteHusi rpaBUc
16. Muacrenndecknii cunapom Jlamoéepra-Utona
17. BpoxkaeHHbI MUACTEHUYECKHUH CUHAPOM
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[Ipunoxenue 3
CIHCOK MOJIe3HBIX Be0-CAUTOB

Hanunonaanuasa Mmeannuuckaa onoanorexka: PubMed
http://www.ncbi.nlm.nih.gov/pubmed

OmnuaiiH-KaTAJ0r (PEHOTUYECKHX MAPKEPOB Y Ye10BeKa
http://www.ncbi.nlm.nih.gov/sites/etrez?db = omim

HepBHo-MblIlIeYHbIE 3200/1€eBAaHUSA, O(PUIIHATIBHBIN KYPHAJI
BceMupHoro o0uiecTBa HepBHO-MbIIIEYHBIX 3200J1eBanuii (WMS)
http://www.nmd-journal.com

Taﬁ.lmua I€HOB, CBA3AHHBIX ¢ HCPBHO-MbIINICYHBIMHA 3200J1eBAHUAAMH
http://www.musclegenetable.fr

BcemupHoe 0011eCTBO HEPBHO-MbILIEYHbIX 3200J1eBaHUM
http://www.worldmusclesociety.org

Crpannusl no JleiiieHCKO# MbIIIEYHOH TUCTPOPUH
http://www.dmd.nl/

I{leHTp HepBHO-MBbIIEYHBIX 32001eBaHNid, MeauIUHCKAs IIKO0JIa
YuuBepcurera Bammnrrona, Cenr-Jlyuc, Muccypu
http://neuromuscular.wustl.edu/

ba3a naHHBIX MyTanMidi HacJIeACTBEHHBIX NepudepruyecKux
HeBpONATHIl
http://www.molgen.ua.ac.be/cmtmutations/

EBponeiickuii HeHTP HEPBHO-MBbIILICYHBIX 3a001¢BaHUI
http://www.enmc.org

CTpaHnubl pecypcoB 1o aHTHTEIaM
http://www.antibodyresource.com/
http://www.glennmorris.org.uk/mabs/WCIND.htm

Bank ru6puaom auisi MccJie0BAHUI Pa3BUTUA

http://dshb.biology.uiowa.edu/

Mitomap. ba3a 1aHHBIX 110 MUTOXOHJIPHAJIBLHOMY F'€HOMY 4YeJI0OBEKa
http://www.mitomap.org/
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Bonpocs! A TecTa

1. Ilpuuuna 6one3nu [lomme?
+ a. lepurut kucnoi MaibTa3bl
b. lebpuuut muodochopunazbl
c. Jlepuuur pochodpykTokrHA3HI
d. Jdedwumut BerBsiero ¢pepmeHTa
e. dedunut nuctpopuna

2. Y manpumka 7 JeT 3a7ep)KKa JBUTATEIHHOTO Pa3BUTHS, €My TPYIHO
x0auTh. CraboCTh MPOSBISETCS MPEUMYIIECTBEHHO B MPOKCUMAIIBHBIX
MBIIIIax. Y Hero HabomaeTcs caboCcTh B MBIIIIAX TPYTHON KIETKH U
IJIeY, a TakKe KPbUIOBUAHBIC JIoNaTku. VKphl yBEIMYEHBI B pasmMepax u
UMEIOT "pe3uHUCTYI" KOHCHCTeHIMI0. KoadduimeHT ymMcTBEHHOTO
pasButus (1Q) HU3KUNA. YPOBEHb KpeaTUHKHUHA3BI B CHIBOPOTKE COCTABIISET
13 240 ME/n. Tlomydyena OMOICHS MBIIIIIBI, KOTOpas MpeICcTaBlieHa Ha
pucyHke 1.

Kakoil u3 TmepeunclIeHHbIX HHUXE JIMarHo30B SBJsiETCS Haunbosee
BEPOSTHBIM?

[T ¢

Puc. 1.

a. Meimeunas nuctpodust bekkepa

+b. Muonucrpodus Jromenna

C. JIuue-nnede-nonaroyHas MbllieyHast AMCTPOpus
d. KoHeuHOCTHO-TIOAICHAS. MBIILIEYHASI TUCTPODUS
e. CnuHanpHas MbllIedHas aTpous

3. Cas3anHoe ¢ X-XpOMOCOMOU perecCuBHOE 3a0o0ieBaHUE, MPH KOTOPOM
HaOJI0JaeTCsl Tporpeccupytomnias aTpopusi WiIM JIeTeHepaTUBHBIE H3MEHEHHS
MBIILIEYHBIX BOJIOKOH C TIEPBUYHOW aHOMalMeW BHYTPHUKJIETOUYHOTO Oelika
nuctpoduna

+a. Mpieunas quctpodus romenna

b. Muoronnueckas guctpodus

113



c. [Tomumuosut
d. PaOnomuenut
¢. BpoxxaeHnass MHOTOHUS

4. KakoBa matou3uOI0THs MAMEHTOB CO CIUHAIBHON MBIIIEYHON aTpoduei
(CMA)?

a. brokana HepBHO-MBILICUHBIX COSIUHEHHIA

b. Mpblmeynast reHepBarus nepupepudecKux HEpBOB

c. YTpaTa KJIETOK 33JHEr0 pora CIMHHOI'O MO3ra

+d. YTpaTta KJI€TOK W IMPOMEKYTOUHBIX HEHPOHOB MEPEIHETO0 pOra CIIHUHHOTO
Mo3ra

e. [Iporiecc HEKpO3a U pereHepalnny MbIIIEYHONH TKAaHU

5. VYpoBeHb aKTUBHOCTH KpeaTMH(POCHOKHHA3Bl B CHIBOPOTKE KPOBHU IIPH
CIIMHAJIBHOM MBIIIEYHON aTpoduu:

a. 3HAYUTEJIbHO YBEJIUYCH

b. Cnerka mosbllleH

c. He ananusupyercs

d. I[ToBsImeH

+e. B npenenax HOpMbI

6. XapakTepHbIM MPU3HAKOM MOBPEXKICHUS IBUTATEIHHOTO HEHpPOHA CIIMHHOTO
MO3ra Ha 3JIeKTpoMuorpaduu Npu CIMHAIBHON aTpO(UH SIBISIETCS

+a. Put™m B popme "yactokomna”

b. PuT™M Muonatuueckoro nopaxxeHu

c. CHMKeHue CKOpPOCTU MPOBEICHMS UMITYJIbCAa MEHee YeM Ha 38 m/c

d. He mensiercs

e. [loaTBepkneHre CHUKEHUS ITOKa3aTese

7. YKaxXuTe JIOKaJINU3alHI0 ITIOPAXKEHUN IIPU HACIIEICTBEHHOU NPOrPEeCCUPYIOLIEH
MBIIIEYHON AUCTpOdUr

a. Kopa ronosHoro mo3sra

b. Ilepudepuueckas HepBHas cucTeMa

c. [lepennue pora CHUHHOTO MO3Ta

d. JlarepanpHbIi Ty4OK CHUHHOTO MO3Ta

+e. Mbllie4yHas naToJiorus

8. Kakue u3 crnenyromux ¢GopM MPOTPEeCCUPYIONIEH MBIIIEYHON TuCTpodun
SIBJISIIOTCS] IEPBUYHBIMU?

a. Heitponnas amuotpodus Illapko-Mapu-Tyra

+b. Muomguctpodust romenna

c. UMMyHOOMnOCpe1oBaHHAs HEKPOTU3UPYIOIAasi MUOTIATHUS

d. CnunanbHast MplliiedHas atpodus 5q
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€. Muacrenus rpaBuc

9. Bmibeputre mnoatun CMA, KOTOPBIM XapaKTepuU3yeTcs CICAYIOIIUMU
KPUTEPUSIMH B COOTBETCTBUHU C CUCTEMOM MeXTyHapOIHOT0 KOHCOPIIMyMa IO
CMA: Bo3pact Manudecranuu 3a0oneBaHus 6-18 MecsieB, MakKCHUMalbHBIC
JIBUTATEJIbHBIC (DYHKITUHA — CaMOCTOATEIIBHO CUJISAT, HEKOTOPBIE CTOST C OTIOPOH,
HE XOJISIT, MOTYT MPOXKUTH J10 25 JIeT:

a. CMA tun 1

+b. CMA tum 2

c. CMA tun 3

d. CMA tun 4

e. CMA c npixaTenbHOM HeocTaTOuHOCTHhIO0 (SMARD)

10. Pexxum 103upoBaHuUsl HyCUHEpPCEHA?

+a. 4 no3bl B Hayane tepanuu: 12 mr/S mu untparekanbHo B 0-14-28-63 nenb,
3ateM 1 pa3 B 4 mecsna.

b. OnHOKpaTHO BHYTPUBEHHO U3 pacyeta 1,1*10-14 mkr/kr

c. ExxenneBHo BHyTph U3 pacueta: 10 2 neT — (0,2 Mr/kr, ¢ 2 JIeT IIpu Macce Tela
Menee 20 kxr — 0,25 Mr/kr, ¢ 2 JeT npu Macce tena 6osee 20 kr — 5 Mr

d. 1 mu1 BHyTpuMBIIIEYHO 1 pa3 B Toj

e. [lepopanbHO, €KETHEBHO

11. Yrto sBisieTCss OCHOBHOM MPUYMHOMN CIIMHAILHOW MbIIIEYHOM aTpoduu 5q?
a. 'emusnurornas myrauus B rene RMD;

b. I'erepo3urornas myranus B rene TTN;

+c. 'omo3urorHas aeixenus SK30HOB 7-8 reHa SMIN1

d. l'omo3uroTrHas myrarmus B reHe FKTN

e. Myranus B rene ASAH

12. Jluctanbhbie (HOPMBI CIIMHATBHON MBIIIEYHOW aTpoduu MPEeUMYIIECTBEHHO
HACJIENYIOTCA KaK:

a. CBsizaHHbIE ¢ X-XpPOMOCOMOI, pELIECCUBHBIE

b. CesizanHbIe ¢ X-XpOMOCOMOM, TOMUHAHTHBIE

+c. AyTOCOMHO-TOMUHAHTHBIE

d. AyToCOMHO-pEIeCCUBHBIC

e. CiyuaiiHasi TOUE€YHAsI MyTalus

13. HavasibHbl€ IPU3HAKU MUOTIATUX DpOa BKIIOYAIOT:

a. Cma00CTh MBIIIII] HIEN

b. C1aboCTh AUCTANBHBIX MBIIII] PYKH

+c. Mplmeunas crabocTh B MPOKCHMAIBHBIX OTENIaX PYK M INICYCBOM ITOSICE
d. Cn1a0oCcTh UCTAIBHBIX OTAEIOB HOT
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e. Purnagaeiii mo3BOHOYHUK

14. Kak MeHsieTCsl TOXO0/1Ka MPU MUOIIATUM y IeTEH?
a. Cnactuyeckas MmoxojKa

b. AtakTudeckas rmoxojka

+c. «YTUHas) MoxoaKa

d. Crenmaxknas ("merymuHas") moxojaka

e. [loxonka maHepHasi, HEOObIYHAs

15. Hannune Mmuoanctpoduu B KIMHUYECKON KapTHHE 3a00JI€BaHUSI XapaKTEPHO
JUIS CIIEAYIOUINX 3a00JI€BaHU:

a. CTpyKTypHbIE MHOIIaTUN

b. CriunanpHas aTpodus

c. HacnencrseHHble HEBPOIIATUN

+d. IIporpeccupyromiye MpllIedHbIe TUCTPOPUN

¢. Muacrenus

16. Jns mporpeccupyroiiei MblmedyHord auctpobun IMmepu-/peridyca He
XapaKTEPHO CIEAYIOLIEE:

a. Jlokamuzamusi MBIIIEYHBIX aTpOoPuil MPEUMYIIECTBEHHO B TPEXIJIaBON U
JIBYTJIAaBOM MBIIIIIAX, MBIIIIAX T0sica HUXKHUX KOHEYHOCTEH, Oenmep
Maj00epIOBOM TPYIIIIbI

b. ATpodust MbIIIIT WA, TVIEYEBOTO MOsCa U MEPETHUX MBIIII] HOT

c. MensieHHO mporpeccupyroniee TeHeHnue

d. Hanmuuue cruOarenbHBIX KOHTPAKTYp B JIOKTEBBIX CYCTaBax, 3amajicHue
axXuJJI0BA CYXO0XKUJIUSA, CKOBAHHOCTh B IEWHOM OT/EJIE TO3BOHOYHUKA

+e. MplmeyHas 60J1b

17. CiunanbHas MbIliedHast aTpodus Tuma 3 MposiBISETCS B BO3pACTE:
a. 6-18 mecsiien

b. 10 6 mMecsiieB

+c. > 18 mecsues

d. B 30-40 ner

€. IPU POKIACHUU

18. CBsa3anHas ¢ X-XpoMOCOMOW MUOAUCTPO(US HE BKIIOUAET CIEAYIOIIEe:
a. Mbimeunas nuctpodust bekkepa

+b. Muoauctpodus Ipbda

c. Muoguctpodus romienna

d. Muoauctpodus Jleiinena-Mebuyca

e. Muomguctpodus Imepu-Jlperidyca
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19. TloBwimienue comepkaHus Kakux (EPMEHTOB B KPOBH XapaKTEPHO IS
Muoauctpobuu JromenHa’?

a. Amunaza

b. Jlakratneruaporenasa

+c. KOK

d. Jlepunut Kuciaoi MaibTa3bl

e. AJIT, ACT

20. Kakas (QyHKIIMOHAIbHAS MTKAJIa WCTIOIB3YETCS IS OICHKU JBUTATEIBHBIX
HaBBIKOB Yy MarieHToB co CMA, He HaxoaaIuxcs Ha aMOyJIaTOPHOM JICYCHUH?
+a. llkara CHOP INTEND

b. llxana RULM

c. Tect ¢ 6-MHUHYTHOI X0ABOOM

d. llIxana bpyka

f. [lIxana uzmepenus aeuratenbHon Gynkun (MFM)

21. Kakue anTuTena npucyTCTBYIOT IPU MUACTEHUU TpaBUcC?
a. HLA-B27

b. Auturena k ABycnmpansHoil (HatuBHOM) JTHK

+C. AHnTHUTeNa K aneTmwixonHoBoMy penentopy (AChR)

d. Anturena k antureny Cmuta
e. HLA-DR

22. Hanuuue Kakoro CUMIITOMA HE OXHMAAETCA Yy MAlUEHTOB C MHUACTCHUEU
rpaBuc?

a. MeImreynas ¢jrabocThb

+b. Yxynienue naMaTu

c. IIto3

d. TpyaHocTu ¢ peubto

. JlpixarenpbHas HEAOCTaTOYHOCTh

23. HepBHO-MbIlIeYHBIC 32001€BaHUSI MOTYT OBITH CBS3aHBI C:
a. BereraruBHoii nuchyHKIuei
b. ®ubpo3upyrommrM 3a00J€BaHUEM JIETKUX
+c. CuHIPOMOM OOCTPYKTHBHOTO allHO? CHA
d. biokanoit cepana
e. ['actpocTazom
24. OcloXHEHUs] TPU HEPBHO-MBIIICYHBIX 3a00JIEBAaHUSAX BKIIOYAIOT
cleytoniee:
a. ' unepkanuemus
b. Tumorepmus
+C. PUrngHOCTH MBIIIII]
d. Ankanos
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e. CHwmwxkeHHasa KoHUeHTpauus kpeaTuHpochokunassl (KOK)
25. MUOTOHUYECKUE PEAKIINU:
a. Bcerna cBsizanbl co 3710Kka4eCTBEHHOM runepTepMuei
b. TIpowcxoasT U3-3a yMEHBIIICHUS IPUTOKA HATPHUS
C. MoryT ObITh CIPOBOLIUPOBAHBI CYKIIMHUIIXOJIUHOM
+d. O0yc0BIIeHBI TOHMKEHHOU MTPOBOJIMMOCTBIO XJIOpHUIa
e. MoryT ObITh BbI3BaHbI OITMOUIAMHU
26. JleueHrEe MUOTOHMYECKUX PEAKIIMA MOXKET BKIIFOYATh:
+a. Jleuenune npoBouupyomero pakropa
b. lanTponen
c. AuTnaputmMuueckue cpeactna Il kimacca
d. Ankanuzanusi MOYH
e. O0e3001MBaHue
27. Mpiieunast guctpodus romienHa:
+a. 310 X CUEIUIEHHOE JIETCKOE HEPBHO-MBIIIEYHOE 3a00JIeBaHUE
b. 3T0 ayTOCOMHO-TOMUHAHTHOE 3a00JICBaHUE
c. [Ipu Heii yacto HaOMIOAAETCA KApJUOMUOIIATHS
d. AucTtanbHbie MBI aTPOPUPYIOTCS U CTA0CIOT
e. IlpumeHeHue JENOSIPU3YIOIIMX  MHOPEIAKCAHTOB  SIBISIETCS
0€e301acHbIM
28. BpoxxaeHHass MUOTOHMS:
a. 1o 3a00JieBaHUE, CBSI3aHHOE ¢ X-XPOMOCOMOM
+b. CumMnToMbl BO3HHMKAIOT B pe3yibTaTe HapylIeHUs pabOTHI
HATPHUEBBIX KAHAJIOB
C. Ilpu Heil HabnrogaeTcs LIMPOKO pacHpoCTpaHEeHHask THUIepTPoPus
MBIIIII
d. MecTHOE TpPUMECHEHHE aAHECTE3UPYIOMIETO CPEACTBA MOXKET
Coco0CTBOBATh pacciabICHUIO MBIIIEUHBIX KOHTPAKTYP
e. 10 3a00JiIeBaHUE CBA3AHHOE C CyCTaBaM.
29. HapyuieHust HEpBHO-MBIIIEUYHOW MEpEIayu:
+a. Bce BepHO
b. MoryT yXyaumThes Ipu IprueMe aHTHONOTUKOB
C. MoryT ObITh CBSI3aHBI CO 3JI0KAYECTBEHHBIMU HOBOOOPa30BaHUSIMU
d. Moryr TposSBJIATE YYBCTBUTCIBHOCTh K KypapermomaoOHBIM
(HEeAEnOJISIPU3YIOLIMM ) CPEJICTBAM
e. MoryT JIeYuThCa UHTUOUTOPAMU XOJUHACTEPA3bI
30. Kakue u3 nepeuncneHHbix Huxe cpeacts HE ycunmBaroT HEpBHO-MBILIEYHYIO
cnabocTh?
a. MeTuimpe 1Hu30J10H
b. Pokyponuit
Cc. AMUHOTHIIKO3UIBI
+d. Iledanocnopuns
e. Bce HeBepHO
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