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Peztome: Ilporpeccupyromniue  Mbimedydsie  auctpodpun  (IIMJD) —
reTeporeHHasl Tpymnmna HAcleJCTBEHHbIX 3a00JIeBaHUM, XapaKTEPU3YIOIIUXCS
MPOTPECCUPYIONIEH MBIIIEUYHOMN CIa00CThIO U aTpOdUei CKEIETHBIX MBIIIILI.

Hnsa Bcex I[IMJ] TunwuHBl MbIIIEYHAs CIA00CTh PA3IMYHON CTEICHH
BBIPDAKEHHOCTH M MbllleuHble atpoduu. Tum pacnpeneneHuss MbIILIEYHOM
cinaboctu npu [IM/] — oaMH U3 OCHOBHBIX JUArHOCTUYECKHX KpuTepuen. Jliis
Kax0i u3 popm [IM]] xapakrepHO M30MpaTebHOE MOPAKEHUE ONIPEACIIEHHBIX
MBI ITPHU COXPAHHOCTHU APYTUX, PAIOM PACIIOJIOKCHHBIX.

Knrwouesvie cnosa: muiieunas guctpodus, OMoXuMHuyeckass 0COOCHHOCTD,
KIIMHUKO-HEUPOPU3UOTIOTHIECKaAsE OCOOEHHOCTb.

Nazarova G.T.
Department of Neurology
Andijan State Medical Institute
CLINICAL-NEUROPHYSIOLOGICAL AND BIOCHEMICAL
FEATURES PROGRESSIVE MUSCLE DYSTROPHIES

Resume: Progressive muscular dystrophy (PMD) is a heterogeneous group
of inherited diseases characterized by progressive muscle weakness and skeletal
muscle atrophy.

All PMDs are characterized by varying degrees of muscle weakness and
muscle atrophy. The type of distribution of muscle weakness in PMD is one of
the main diagnostic criteria. Each of the forms of PMD is characterized by

selective damage to certain muscles, while others, located nearby, are preserved.
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AKTyaJbHOCTb. HacnencTBeHHbIE  MPOrPECCUPYIOMIME  MBIIICYHBIC
nuctpobun (HIIM]I) oTHOCSTCS K CpaBHUTEIIBHO PEIKUM 3a00JieBaHUSM, HO B
CTPYKTYpE BCEX HACJICICTBEHHBIX HEPBHO - MBIMICYHBIX 3aboneBanuii (HHM?3)
OHH BCTPEYACTCS Yallle APYruX HO30JI0rHn4deckux dpopm[2,5].

HIIM/I - TpyaHbIid OOBEKT AJIA MCCIECIOBAHUN B HEBPOJOTMU U T'€HETHKE,
YTO  CBSI3aHO  C  TEHETUYECKOW  TE€TEPOr€HHOCThIO,  KIMHUYECKUM
noJIMMOPGU3MOM, HATMYUEM 3HAYUTENIbHBIX J0JIEH CYOKIMHUYECKUX CIIy4aeB U
dbeHokonwuii.

Kak wu3BecTHO, »TH 3a00ieBaHMsI BCTPEYAETCA IOBCEMECTHO, HO
MOKa3aTelld UX PacHpOCTPAaHEHHOCTH B MONYJSLMIX Pa3HbIX CTPaH MHUpA H
perunoHoB Poccuiickoit @enepariuu Bapuadenbubl|3,8].

JlaHHbIE O PacHpOCTPAHEHHOCTH, KIMHUYECKOM CIIEKTPE U OCOOEHHOCTSIX
nposisiiennit HIIM/I, a Taxxe xapakrepe MaToJOTHYECKUX MyTallld B T'EHax,
OTBETCTBEHHBIX 33  HUX  BO3HUKHOBEHHE,  IIO3BOJLSIIOT  YCTaHOBHTH
KOJIMYECTBEHHBIE M KaUYECTBEHHBIEC XapPAKTEPUCTUKU OTATOLIEHHOCTH IO HUM B
KOHKPETHBIX MONYJALMIX, ONPEAEIUTh CBSI3M MEXIYy TI€HETUYECKUMHU
IPUYMHAMM W KIMHUYECKHMH IIPOSIBJICHUSIMM M Ha OCHOBE A3TOrO OLEHUTH
HEOOXOIUMYI0 TPOPUIAKTUUECKYI0O HAMpaBJICHHOCTh M O00BEM MEIHUKO-
I'eHETHYECKOM moMoInu HacenaeHuto[1,6].

[ToaTOMy sBIISIETCS aKTyaJbHBIM JaJIbHEHIIEE HAKOIUICHUE W aHAJIU3
JAaHHBIX O TMONYJSUMOHHBIX Xapaktepuctukax HIIMJ[ ¢ wu3ydeHuem
HAO0JII0JJaeMOTO0 TPU HUX CIOKHOTO KOMIUIEKCAa MPUYUMHHO-CIIEICTBEHHBIX
CBs3€H BO B3aUMOJICHCTBUU «T'€HOTHUIT-(DEHOTHUID.

st co3nanust agdextuBHOM cuctembl MoHUTOpUHTa HITM/I 1 pazpabotku
METOJIOB MX AMATHOCTUKH U MPO(QUIAKTUKH, ONTUMAIBHBIX ISl KOHKPETHOTO
peruona P®, mno-mpexHeMy, aKTyalbHO BBISBJICHHUE TEPPUTOPUAIBHBIX U

THUYECKMX 0COOCHHOCTEH pacpoCTpaHeHHs Tako# maToaoruu[4,7].
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Heab ucciaenoBanus. M3yuyuTb ypoBEeHb M XapaKTep IUTOTCHETUUYECKHUX
HapymieHud B nuMdouurax — nepudepuyecko  KpoBH  OOJIbHBIX
POTPECCUPYIOLIUMHU MBIIIEYHBIMU JUCTPODUIMH, YCTAHOBUTH POJb CHUCTEM
JAHK-penapanuy u u3aMeHEHN UMMYHOJIOTHYECKHUX TOKA3aTENIed B MEXAHU3ME
HapyILIEHUsI TEHETUYECKOTO TOME0CTa3a y O0IBHBIX C ATON MATOJIOTHEH.

Marepuajnbl M MeTOABI HCCJHeI0OBaHUs. Marepuall U METOIBI
[Ipoananu3npoBaHbl pe3yNbTaThl MPOCHEKTUBHOIO U  PETPOCHEKTUBHOIO
HaOmoaeHus 3a 310 maueHToB MY>KCKOTO MOJa C MCEeBAOTUIEPTPOPUIECKUMU
(dbopmMamMu NpOrpecCcUpyroMX MbIIEUHbIX qucTpoduil romenna/bekkepa.

Pe3yabTatbl ucciaenoBanus. [Ipu ananmse poaoCIOBHBIX NAlMEHTOB C
[IMJI/I/b (284 cembu) ObulO BbIsIBIEHO, uTOo B 214 (75,3%) npeobnagaror
ceMeiiHbie ciiydau 3a0osneBanus, B 70 (24,7%) ceMbsix umerorcss myTtanuu de
novo. M3 anaMHe3a XKH3HU yCTaHOBJIEHO, YTO B 11% mmen MecTo poJICTBEHHBII
Opax.

BonpmmHCTBO neTelt ObLIM pOXACHBI OT 2- W3-l OepeMEeHHOCTH
(2,240,19) nmm 2-3-x poaos (2,15+0,17). [Ipu ananuse aKymepcKoro aHaMHe3a
OBLIO yCTaHOBJIEHO, 4TO B 32,4% ciydaeB OepeMEHHOCTh MpoTeKana Ha (oHe
anemnn, B 10,8% — Ttokcukoza. 10,8% wmatepeli Bo Bpemsi OEpeMEHHOCTH
nepenecnu  OPBU. OO6ocTpeHue XpoHHUUYECKUX 3a00J€BaHUM BO BpeMs
OEpEeMEHHOCTH PETUCTPUPOBAIOCH ¥ 2,7% MaTtepeii O0JIbHBIX JETEH.

Bo3spact marepu npu poxxnenun pedenka ¢ [IMJ] B cpegHeM cocTaBuil
26,0+0,85 rogma. Pomsl B 89,2% cnydaeB mpoTekaim HOpMalbHO, B 5,4% —
CTpEeMUTENbHO, y 2,7% HaOmOMaIuch IJIATEIbHBIM O€3BOAHBIA NEPHOI U
oriepaTUBHBIE pojbl. Macca Tena npu poxKASCHUU JEeTed B CPEAHEM COCTaBIIsIIA
3130+£107,3 1.

B acdukcun Opimu poxnenst 21,6% nereir. OOBUTHE MYMIOBUHBI UMEJIO

MecTo y 5,4% nereil. AHaIN3 pa3BUTUS y JIETENM ICUXOMOTOPHBIX HABBIKOB
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nokasan, 4ro 48,6% W3 HUX MO3JHO HAYMHAIM YyAEpKUBaTh royioBy, 51,3%
HAaYMHAJIM CHJETh MOCIIEe 9 MECSALEB U MO3XKE.

[TcuxomotopHoe pazButue y 35,1% o0cie10BaHHbIX HE COOTBETCTBOBAJIO
BO3pacTHOW HOpMe emié 70 aedroTa nposBieHu Muoauctpodbuu JromenHa. B
xone obcnenoBanus Bce 310 manmeHTOB OBUIM  pa3feNieHl Ha  JBE
HO30JIOTHYECKUEe rpymmbl: 1-to rpynmy coctaBuiu 288 (93%) manueHToB ¢
[IM/] romenna, Bo 2-to rpynny BkiatodeHsl 22 (7%) 6oapHbIX ¢ [IM/] bekkepa.

Hamu Taxxke Obutn oOcieoBaHbl I€TH Tpynmbl pucka. Tak, B 1-i rpyrre
y 11 (3,8%) nereit 6e3 BUAMMBIX KIMHUYECKUX MPOSBICHUM OTMEYaaoCh
noBeiieHne ypoBHsi KOK B kpoBH, a B cembe Obu1 001bHOM pedenok ¢ [TM/I/1.
Bo 2-#t rpynne BoisiBneH 1 (5%) pebeHok rpyrsl pucka. B 1-10 rpymimy Bonuiu
288 manbuukoB ¢ [IM/JI/] HromenHa B Bo3pacte ot 10 mecsueB go 19 ner. 2-10
rpymnmy coctaBuiu 22 maneuuka ¢ IIM/Ib B Bo3pacte ot 1-ro roma mo 19 ner.

VY nmanueHToB 2-U MOATrPYIIBI OTMEYanach JBHUraTelibHAash HEJIOBKOCT,
HEYCTOMYMBOCTh MpH XOJb0E, YacTble CHOThIKaHUA. ['pyObIX HN3MEHEHHIA
MOXOJIKH HE BBISIBIICHO.

[To mkane MRS y Bcex oOcienoBaHHBIX HMMeNach Jierkas ciaboCcTh B
MPOKCUMAJIBHBIX OT/EJIaX KOHEYHOCTEH, KOTOpasi OlleHMBajach J0 4 0asuios,
MBIIIEYHBIN TOHYC CHUXEH, BBISBISUINCH BU3YaJbHO-MAJIBIIATOPHBIE U3MEHEHUS
B BUJIE JIETKOW TUMOTPOGUU MBIIII] Ta30BOTO MOsICa, MPOKCUMAIbHBIX OT/IEJIOB
HIKHUX KOHEYHOCTEMN.

Bmecte ¢ TeM y Bcex OonbHBIX HaOIOOAANACh TCEBAOTHIEPTPOPUS
UKPOHOXHBIX MbIII. 47 MaJbYUKOB MpPU MOABEME W3 TOPU3OHTAIHLHOIO
MOJIOKEHUST WM U3 TONOXKeHus: cuas (mpueMbl [oBepca) HUCMOJIB30BAIH
BCIIOMOTaTENIbHbIE MPUEMBL: «B30MpaHUE JECEHKON», «B30MpaHHE MO CaMOMY
ceoe».

V¥ Bcex MalueHTOB BBISBISUINCH CUMITOM «KPBUIOBUIIHBIX JIOMATOK» U
CUMIITOM «CBOOOJHBIX Haamieuuit». Y 43 0onbHBIX B pediiekTopHOM cdepe

OTMEUaJIOCh CHUKEHUE KOJEHHBIX pe(IIeKCoB, y 38 — CHIKEHHE PEQIIEKCOB C
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JBYTJIaBOM W TpexriiaBod Mblg pyk. OObeM JBMKEHUH B CycTaBax,
IPEUMYIIECTBEHHO B TOJICHOCTONHBIX, OBbUI HE3HAYUTEIbHO OrpPaHUYEH,
TEHJICHIMS K PETPaKIMU aXWILIOBBIX CyXOXKWINA 0OHapyxeHa y 37 nerei.

[Ipu ocMoTpe y 56 mMalMEeHTOB BBISBIECHBI BTOPUYHBIE Jedopmanuu
CKEJIETA: CKOJIMO3 TPYAHOr0 M MOSCHUYHOTO OTAeNoB. B 3-i moarpynmne y Bcex
MaJIbYMKOB B BO3pacTe 6-7 JIE€T BBIABICHb HApPYLICHUS MOXOAKH MO THILY
«yTUHOI». 84 OONBHBIX HCIIOJB30BAIM BCIIOMOraTeIbHbIE MPUEMBI (TIPHEMBI
['oBepca). Ilo mkane MRS cuna Mbliii B MPOKCUMANIBHBIX OT/ENIaX BEPXHUX U
HUKHUX KOHEYHOCTSAX OblIa CHIKEHa N0 3 OayjioB, MbIlIEYHas cIaboCThb
pacpoCTPaAHATIACH TAKKE HA MBIIIIBI CIIUHBI U IUIEUEBOM MOSIC. MBIIICUHBIN
ToHyc OblT MU dy3HO cHMxkeH a0 1 Oamna. [Iceporuneprpodus KOHEUHOCTEH
oTMeYayach y BceX OOJbHBIX.

OTH W3MEHEHUs, KOTOpbIE MPOSIBISUIACH BBICOKOW IJIOTHOCTBIO H
YBEJIIMYEHHBIMU pa3MepaMH MBI JaXXE€ B COCTOSHUU IMOKOS, ObUIM OCOOEHHO
BBIDQKEHBI B  HUKPOHOXHBIX, JIENbTOBUJIHBIX W  SITOJAMYHBIX  MBIIIIAX.
['unotpoduss HabOMOgaNach B MBIIIIAX Ta30BOrO Iosica C MAaKCHUMAaJIbHOM
BBIPAKEHHOCTBIO B IIPOKCUMAJIBHBIX OTHENaX HWKHMX KOHEYHOCTEM, a TaKxKe
pacnpocTpaHsiach Ha MBILILbBI CIHHBI, IJICYEBOrO IMOSCa, MPOKCUMAIbHbBIE
OTJIEJIbl BEpXHUX KOHEUHOCTEN.

HecMoTpsi Ha TeHETMYECKYyI0 TIeTepOr€HHOCTh pa3iuyHbIX  (popm
MPOTPECCUPYIONIUX MBIIIEUYHBIX JUCTpOdUii, Obla OOHapyX eHa IOCTATOYHO
OJHOpO/HAas (PEHOTHUNHUYECKass KapTUHA W3MEHEHMHA LHUTOT€HETUYECKOrOo
anmapara, penapauuu JHK m MMMyHHON CHCTEMBI, CBUAETEIBCTBYIOIIAS O
HECTaOWJIbHOCTU T€HOMA MPH JTaHHOM MaTOJIOTUH.

B 10 ke BpeMmsi, BeIMUMHBI IOKa3aTesel, XapakTepU3yIOLUX 3TH CUCTEMbI
y OOJIbHBIX MPOTPECCUPYIOIIMMHU MBIIICYHBIMU JTUCTPOPUSAMU HECKOJIBKO
OTJIMYAINCH IPYT OT Jpyra. Pe3ynbTaThl KOPPEISIIMOHHOIO aHAIN3a MOKa3allH,
YTO BCE HMCCIe0BaBIIMECS POPMBI 3a00€BaHUs OTINYAIOTCA APYT OT ApyTa Mo

xapaktepuctrke CBsizell Mexay mokaszarensiMu penapatuBHoro cunresa JIHK,

"IxoHomuKka u commym" Ne5(84) 2021 WWW.Iupr.ru



MMMYHHOTO CTaTyca OpraHu3Ma W YKMCJIOM JIMMQOIMTOB C IUTOT€HETUYECKUMU
HapyIICHUSIMH.

YcraHoBieHO, 4TO MblleyHass auctpodus JlroneHHa XapakTepu3yeTcs
MOJIOKUTEIIBHOM ~ KOppensaled Mexay KoaudecTBoM T-nmumdonuros, T-
XenrepoB, T-CympeccopoB W KOJIMYECTBOM  MOJIMIUIOUIHBIX  KIIETOK.
OTpuuarenbHass KOppensiuus OTMedeHa sl KoiaudecTBa IgM M akTMBHOCTH
penapatuBHoro cunte3a [AHK, unmyuupoBanHoro Y®d-oOmydeHueM, a Takxe
ypoBHs IgG u kommuectBa abeppalii XpOMOCOMHOIO Tura. MelliedHas
muctpodust hopmbl Dpba-Pora xapakTepusyercss HaIUMUUEM MOJOKHUTEIbHON
KOppEJSMA MEXAY KOJUYECTBOM I[gA W YHCIOM KJIETOK € abepparusMu
XpOMAaTUJAHOTO THMA, a Takke Mexay ypoBHeM IgG u KoIMyecTBOM
MOJIUTUIOUTHBIX KJIETOK.

HaunOoiniee cnoxHOW CTPYKTYpOil CBfA3€l aHANIM3UPYEMBIX MOKa3zaTenel
OTNIMYaeTcsl MbllieuHas auctpodus ¢opmbl Jlanaysu-JlexxepuHa:' KoIu4ecTBoO
amuMmdorutoB, B-knerok, T-cympeccopoB, IgM, IgG nmOM0XUTEIHHO
KOppEeIupyeT C OOIIMM YPOBHEM XPOMOCOMHBIX abeppaluii u coaepxanueM T-
XennepoB. AKTUBHOCTh penapatuBHoro cunteza JHK, nnaynupoBannoro Y ®-
o0JiydeHueM, y OOJIbHBIX ATOM TPYMNIbI OTPUIIATEIEHO KOPPEIUPYET C YUCIOM
abeppaluii XpoMaTUIHOTO THIIA, @ KOJIWYECTBO TUMMOIUTOB, T-TUM(POIUTOB H
IgM - Cc 4yuCcIOM MOJUIUIOUIHBIX KJIETOK.AHAJIU3 CBSI3€M MCCIIEI0BaHHBIX
MOKa3aTeyled y 30pPOBbIX JOHOPOB BBISIBUJ MOJOXHUTEIbHYIO KOPPEISIIUIO
MEXKy KoJinuecTBOM IgG M 4KCIIOM TMNEePIUIONIHBIX KJIETOK U OTPULATEIbHYIO
KOPPEJSAIMOHHYIO 3aBUCMMOCTh MEXIY cojepkanueM B-mumdouuto, oOmum
YUCJIOM  KJIETOK C XPOMOCOMHBIMU  abeppamusiMd W  KOJUYECTBOM
MTOJIUTUIOUTHBIX KJIETOK.

Kpome OTMEYEHHBIX KOppesuii MEXITY MOKa3aTelsIMH,
XapaKTEPHU3YIOMIUMHU  PaA3IMYHBIE CHUCTEMBI y OOCJIEIOBAHHBIX TMAIMECHTOB,
JOCTATOYHO CJIOKHAs M OTJMYHAs JPyr OT Jpyra CTPYKTypa CBs3ei

oOHapy>keHa y OOJIBHBIX C pa3IU4YHBIMA (OpPMaMU MPOTPECCUPYIOIINX
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MBIIIIEYHBIX JTUCTPOGUA MEXAY H3YYCHHBIMU TIOKA3aTeIsIMH HMMYHHOI'O
craryca.

OGHapyKeHHBIC pa3Inuus MO3BOJISIOT MPEANOI0XKUTE, 4To aedekt JIHK-
pernapanuy B KJIETKax OOJIbHBIX IMEPBUYHBIMH MHUOIUCTPOPHUSIMH BBI3BIBACT
LEeMb MAaTOTEHETUUYECKUX HW3MEHEHUW, KOTOPBIE BBIPAKAIOTCS HE TOJBKO B
W3MEHEHUHM BEJIMYMHBI TIOKa3aTeeh, XapaKTEePU3YIOUIUX OINpECICHHbBIC
CUCTEMbl OpraHU3Ma, HO U MPUBOJAT K U3MEHEHUIO CTPYKTYPHI CBS3EU MEKIY
HUMHU, YTO MOXKET CBUJICTEIILCTBOBATH B MOJIB3Y MPEAOI0KEHUS O TOM, YTO JJIS
HOpPMaJIbHOTO (YHKIIMOHUPOBAHUSA KIETKM M OpraHu3Ma , a TakkKe
MoJA/Iep>KaHUsl TEHETUYECKOT0 TOMe0cTa3a, Heo0XoauMa corjlacoBaHHasi pabora
penapaTUBHON U UMMYHHON CUCTEM, U BO3MOYKHO, HAPYILICHUS B OJTHOW U3 HUX,
BBI3BIBAIOT U3MEHEHUS B JIPYTOMH.

BoiBoa. YV nanuentoB ¢ [IMJIJI knuHuUuyeckoe TedeHUE OBICTPO
IporpeccupyeT, o0e3aBIKCHHOCTh HAcTymaeT yke B Bo3pacte 10-12 nert, a
NepBbI€ MPU3HAKU 3a00JI€BaHUS TPOSBIISIFOTCSA O 3-X JIET.

Mprieunas auctpodust bekkepa xapakrtepusyercst ¢ 6oJjiee MeIJICHHBIM
Te4yeHWeM U OoJiee MO3JAHUM HAyajoM, HO CO CXOJHBIMU KIWHUYECKUMHU
MpU3HAKaMHU.

Hauunaercs B Bo3pacte 10-15 ner. 2. V pgereir ¢ [IMJ/] cymmapHsiii
0aJJT MBIIIEYHON CUJIBI OBLI IOCTOBEPHO HUXKE M COCTaBWJI B cpeaHeM 3,4+0,2
6amna, a mpu [IMJIb 4,5+0,3 6anna (p<0,001).

C mnomompro wuroiapyaToit OMIT y OGompHBIX ¢ I[IMJIJI/B BBIsSBIICHBI
xapaktepHble n3MeHeHus: [IJIE m BBIpaXKE€HHOCTh CIOHTAHHOW AKTUBHOCTH,
OTPAXKAIOUIUE XapaKTep U CTENEHb OCTPOTHI MPoIlecca, MO3BOJSIONINE OLIEHUTD
Ka4ueCTBO KM3HU U MPOTHO3UPOBATH TCUCHHE 3a00JICBAHMUSI.
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