Ilporpeccupyromias
MbIIIICYHAS
AUCTPOdh U

JlromeHHa




MbliedHbIe TUCTPOGUU

# TpyHIla KIMHUYECKHU MOIUMOP(HBIX
TCHETUYCCKU JCTCPMHUHUPOBAHHBIX
3a00JICBAaHUI, B OCHOBE KOTOPBIX
JICKaT IIEPBUYHBIC
IPOTPECCUPYIOIINE NCTCHEPATUBHEIC
M3MEHEHHUS B MBIIIICUHBIX BOJTOKHAX



Uctopus

F.A. Aran «MccinenoBanusd Haj He
OIMMCAHHOU eIle 00JIE3HBIO
MBIIIIEYHOM cucTeMbi» 1850 1,

E. Meryon craresa «K Bompocy o
YKUPOBOU U I'PAHYJIAPHOU
IeTeHepay MBI, 1852 T.

G. Duchenne onucanne 00JILHOTO C

«ICEBAOTUIIEPTPOPUYECKAM
MBIIIEYHBIM ITapandom» 1861 .

Griesinger TUCTOIOTMYECKUE
nccienoBanus Melni 1864 r.

G. Duchenne



Yacrora u THII HACJIEAOBAHUSA

1 Ha 3500 HOBOPOKICHHBIX MAJILYMKOB

PeneccuBHOE X-CHEMIIEHHOE HacleaoBaHue (JIOKyc Xp21)
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Ho3o0g0rnyecku caMmoCcTodATEeJIbHbIC
opmbl MJ1/1 y neBouex

l. «<ucTUHHBIS» Ciy4an 00JIE3HU, 00YCIOBICHHBIE:
» CodeTaHneM YMCIOBBIX aHOMaINK X-xpomocoMm u MJ1J1

= X-ayTOCOMHBIMY TPAHCJIOKALMAMU C JIOKATU3AIUEU
pa3pbiBa X-XpOMOCOMBI B CErMEHTE Xp2 1

= BbICOKON 4aCTOTOM MHAKTUBAILIMA HOPMAJILHOU X-
XPOMOCOMBI Y MAaHU(ECTHBIX HOCUTENbHUI] TeHa JIM /]
(benoMeH nalioHU3alMN )

2. ayTOCOMHO-PELUCCUBHEIC (DOPMBI 00JIC3HU
(XapakTepu3yeTcs 0oee IO3JHUM I€0I0TOM M MEHEE
OBICTPBIM MPOTPECCUPOBAHUEM )



MoJieKyJasipHast OpraHu3anus
aIUCTpOo(pruHA

BA3AJIbHAHA
MEMBPAHA

e e et S - ———— — T — . —— -

. ———— . —————

1-1
OOMEH 2-1 noOMeH 3-¥ nOMeH 4-11 npomeH

ANCTPOOUH



MoJieKyJasipHast OpraHu3anus

aIUCTpOo(pruHA
1 JOMEH — IMTOCKEJIETHBIN OCJIOK, TOJOOHBIN a-aKTHHY,
CTAOMIIM3UPYET AUCTPODUH; €0 AcaeIUs NPUBOAUT K
Tsokenon opme MJIb

2 TOMEH — CTEPKHEBOM, CIICKTPUHOIIOI00HAS] TPOMHAs
CIMpajibHas 00J1acTh; AeJICINU [IEHTPaJIbHON YacTh
O0€CCHUMIITOMHBI, MOPAXKEHUE NUCTAILHOTO OTALIIA
MPUBOJIUT K Ki1accuueckon M /[ b

3 JOMEH — UMCTEHHCOACPp KaIIIIas 00J1acTh; €ro ACJICLHUN
npuBoaAT K M /11

4 nomeH — C-TepMHUHAJIBHBIN, JCICIUA B TEPMUHAIBHOM
yacty npuBoadaT K MJ1/1, mpu n3aMeHeHr XBOCTOBOU
4aCcTH BO3HUKAET Hemporpeccupyromas gpopma M/1b



I eHeTHUYECKHE TAHHDBIE

CHMXXEeHuUue

KoJZinyectBa M ) BA3A/LHAS
namuHmnn & &2 MEMBPAHA

HapyweHue
pa3Mepa Gemfa——.——r?——

ancrpocdmHa L\*‘YL [

[OMeH 2-A pOMEeH 3-t pomed  4-i pomeH

QJUCTPODOUH

KapamoMmumouuThl,
CkeneTtHble KJIETKM
MbILUL bl nposoasailen

CUCTEeMbl cepaua

LLHC



I1aTorene3 MHOIUCTPOMUH (no JLII. ['punmo)

o
 mCTABmLOCTY MO NEMPA
oK e

Pa3HOKAJIMOEPHOCTh BOJIOKOH, pereHepanusi

\ |

MBIIICYHEIX Geakog M3MEHeHHe (opMbl BOJIOKOH

\ |

(¢pepmenTOB / /

JHMITHI0B
MEeNTHI0B MbILIII | wonHoro TpaHcmopra M'MIICPCOKPAIIECHUE BOJTOKOH, Pa3spblB

l v } s
pa3pacraHue sKUPOBOM M COCAMHUTEILHOM TKAHU
— *
JIIP /—\ CP npeoodJiajanne pacnaaa BOJOKOH
IPUTPOLUTOB MUTOXOHAPUIA ‘

nosiBjienue IHOJI pe3Koe YMEHbIEeHHe MbIIIIL

\ o '
Xa0¢ 0OMEHHDBIX peaKuuii M3MEHEHHE COCYIHCTOI CTEeHKH

\ }
OTPaABJICHUC MIPOAYKTAMHA pacinaia OTCYTCTBHE MBIIIIII,

HOpMAaJIM3aIMsl MoKa3arTeei (M3-3a OTCYTCTBUS MBIIII)  €IMHUYHbIC BOJOKHA



KiMHu4YecKass KaApTUHA

JleOroT B 2-5 neT
MMO3IHEE HAYAJTIO XOIbObI

ABUI'ATCIIbHAA HCIIOBKOCTD, HGYCTOfI‘II/IBOCTB, qaCTbIC
CIIOTBIKAHUA, ITaACHUA

YTOMIISIEMOCTD IIpH (DU3HUUECKON HAarpy3Ke, ABUraTeabHasl
[IACCUBHOCTb, TPYAHOCTH MOJBEMA I10 JIECTHUILIE

cumIiToM 1 oBepca

«yTHHAas IOXOJIKA

MICEBIOTUIEPTPODUN MBI («UKPBI THOMA))

MBIIIIEYHBIE KOHTPAKTYPHI, PETPAKIM aXWILIOBA CYXOKUIIHS
KOCTHAas MaTOJIOT s

OTCTaBaHHE IICUXUYECKOro pa3BUTUs (OJUTOPpeHUs B (hopMe
ACOMIBHOCTH MM UMOCIIMILHOCTH)

HEHUPOIHIOKPUHHBIC HapylIeHUs (CuHApoM MIiieHKO-
Kyuinnara, aguno3oreautaibHas auctpodus) y 30-50%
OOJIbHBIX

[TopaxkeHue cepaeYHO-COCYIUCTON cCUCTEMBI Y 73%



KinHu4yeckas KapTuHa

cumnToMm I oBepca
Bpewms nogbema u3 MmoJIOKEHUs JIEKA C IIOMOIIBIO PYK

THUIIMYHBIMHA IIpUCMAaMH




KiMHuYecKasas KapTUHA

ACIIOJIOKEHH e MCEeBI0TUIrenT
MBITII]

1 - OoJibIlIasA ATOMUYHASA MBIIILIA
2 — HKPOHOKHBIE€ MBIIIII{bI



KiMHuYecKasas KapTUHA

TUITHYHOE PACIIOJI0KEeHHE TICEBIOrHNnepTpodhun
MBITIIIY

4 — TPCXIJIABbIC MBIIIIIbI

5 — MBIIIIBI A3bIKA (MAKPOITIOCCHS ), SI3bIK YaCTO BHICOBBIBAECTCS



KinHuyeckass KapTuHAa
KOCTHO-CYCTABHbIC HAPYIIICHUS

CKOJINO3
MOSICHUYHBINA TUIIEPIIOPI03
«OCHHAs TaJIASA»

YILIOIICHUE U AepopMalus
IPYAHON KJIETKU (KUJICBUIHAS,
IaJIbeBUHAS TPY/Ib)

KPBLIOBHU/JIHBIC JIOIIATKH

BBICOKHH CBOJI CTOIIbI,
SKBUHOBApyCHas AepopMalius CTOI

KOHTPAKTYPbI KPYITHBIX CYCTaBOB




Craauu 00J1e3HHU
I - HpGKJ’II/IHI/I‘ICCKa}I CTalusd

Pebenxy 1,5 2cooa. Hem npusnaxos oonesmu.

Il — xiimHUYecKas craaus, BbIPaKCHBI
OCHOBHBIE CUMIITOMBI, HO COXpaHEHA

X01604a

Tom oice pebenox 5 nem. Buipaoicenvi
ncesoo2unepmpoduu Molidy, 10p003.

I11 — mocnenusas
CTaJIus C IIOTEPEN
XOJIbOBI

Manvuuky 14 nem. Buipasicenvl 0ehopmanusi n0360HOUHUKA,
KOHMPAaKmypuvl ccubamenbHo2o xapakmepa, ampopuu moluiy



HeBpoJornueckum cratyc

CHHKEHHE WIH yTpaTa KOJEHHBIX pE(ICKCOB

[To3mHee CHUKAIOTCS pEMIEKCHI C IBYINIABOX U
TPEXIVIABOX MBIIIIILL

[IsiTouHbBIE pedIeKChl JIUTEABHO OCTAIOTCS
COXpaHHBIMHU

CHH>KEHME MBIIIIEYHOTO TOHYCA B
IPOKCUMAJIbHBIX I'PyMIIaX MBIIIIL, HA TTO3IHUX
CTAIUSX MTOPAKACTCS AUCTAJIbHAS
MYCKyJIaTypa KOHEUHOCTEH



JlabopaTopHbIe 1

HMHCTPYMCHTAJ/IBHBIC UCCJICAOBAHNUN

KOK xpoBu

NMMyHOIIUTOXMMHYECKOE ONpeACICHUE TUCTPO(DUHA
B CKEJICTHBIX MBIIIIAaX

DMI
[ eHeTueckoe 00CIEIOBAHUE

YibTpa3ByKOBOE MIIM MOP(POIOTHUECKOE
MCCJICIOBAHHIE MBIIIII]

KT ckeneTHBIX MBIIIIIT

Pentrenorpadus, poToHHAss ramMmMa-
a0COPOIIMOMETPHS KOCTEU

Brisasienune nopaxenus cepana (OKI' MOHATOPHHT,
OxoKI, mommiep-2xoKI, onomncus cepaeyHou
MBIIIIBI, MPOTOHHO-3MUCCUOHHAs KT)



OnpeaeieHue AKTUBHOCTD

KpeaTuH(POCHOKNHA3HI CBIBOPOTKH KPOBH

12

10

4-AnAT
S-aanao0J1a3a

I craguna:
HapyUIeHHe
NMPOHMIIAEMOCTH
MeMOpaH;
MbIIIEYHASA
Macca
HOpPMAaJIbHAas,
ABMKEHM A
COXpPaHEeHBI

II ctagusn:
noreps
MbIIIECYHOM
MAaCChI;
HapYyILUeHHe
X0AbObI

III cragusna:
HCYE3HOBEHHE
MbIIICYHOH
MAacChl,
HEBO3MOKHOCTh
X0JbOBbI,

3aTeM CHACHUSA




NUMMYHOIIUTOXUMHUYECKOE ONPEaeIeHUue
TUCTPO(PHUHA B CKEJIETHBIX MBIIIIAX
N o N I

by !
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A — HOpMAJILHOE pacupeiesiCHUE TUCTPoPrHA M0 nepudepun
MBIIIIEYHBIX BOJIOKOH

b - nonHoe oTcyTcTBUE nucTpoduHa — hopma [roneHHa
B — yacTuyHOE OTCYTCTBHE AUCTPO(DUHA — IPOMEKYTOUYHBIN THII
I' — ocobeHnoe pacopeaencHue auctpoduna — popma bekepa



djeKkTpoMuorpadus

HaxkoxxHbIe 3JIeKTPOAbI o
IlepBUYHO-MBIIICYHBIN XapaKTep

(I Hopma M3MEHEHUI (HU3KOAMILIMTY/IHAS

Mepeuunas KPHBAas € nmoJu(pasHbIMU
T
s b muonarusi  NOTeHIUAJaMu, ykopodenue I1/1)

Bropuunas
MHUAOIIATHUA fibrillation positive sharpwave
: T
e e N OOV T T OO

polyphastc

| S A

0 10 20msec



I ncronarogornsga
CBeTOoBass M

Hexpo3 MBIIIEYHBIX BOJIOKOH

PGFGHGpaHI/IH MBIIIICYHBIX
BOJIOKOH

HN3menenune pasmepon

BOJIOKOH (210 5-6 ner — ATpodus u HeKpo3 MLIﬁIGtIHIXBOJIOKOH
YBCIIMYCHHUEC, CTAPIIC 6 jjeT — Oxpacka XeJae3HbIM IeMaTOKCHUIIMHOM
- P T - o

o?"‘":t: e —-. Vs P> » .‘."'-J".';,_ SN Q‘é
AaHOMAJbHO MECJIKHE BOJIOKHA) £ e -

v T gy

Pa3pacranue
COCJIMHUTEIHLHOU TKAHU

Haxomnenue Ca B
COXPAHCHHBIX MBIIICYHBIX

BOJIOKHAaXx pa3poCIIEHCs COEUHUTENBHO TKAHH

Okpacka a3ypoM-303MHOM



I ' ncronarosorus

COOTHOIIEHHUE MOP(}OJIOrHIeCKNX NPU3HAKOB MUOAUCTPG A
NA3HBIX CTAAUAX 00JI€3HU

oy
Cpst
€IHo-

II ctragusa




I mcromarosorus
DJIEKTPOHHASA MUKPOCKOIIUSA

» JledekTsl mIazMaTniyecKo MEMOpaHEI
HAEIBTO00pa3HOM (DOPMBI B COYETAHUU C
MOBPEXKICHUEM MPUJIETAIOIICH YaCTH MBIIIEYHOTO
BOJIOKHA (HEPETYISIPHOE PACIIOI0KEHHE
CapKOTYOYJISIPHBIX KOMIIOHEHTOB, ASTeHEpaIus UiIn
HaOyxaHWME MUTOXOHAPHUI, CKOIICHHUE TJINKOTEHA,
pa3psKeHne MUO(PHUIAMEHTOB)

» CnasMm KanuuisipoB, apTePHOII, BEHYJI; CATCJUIUTHBIC
KJIETKH BOKPYT SIJIEP MBIIICYHBIX BOJOKOH



KoMnbrorepHast ToMorpa@us CKeJJeTHbIX MbIIIII

30HBI MOHW)KEHHOH IIOTHOCTH, MPU3HAKKU MBIIICYHOM aTpoduu,
CHH)KEHME INIOTHOCTH M YMEHBIIIEHHE 00beMa MBIIIICUHON TKaH!
10 MEpPE MPOrpeCcCUPOBaAHUS MUOAUCTPOPUIECKOTO TIpoliecca

PeHTrenorpagus Kocreu

« ATpodus nradu30B IJIMHHBIX TPYOUATHIX KOCTEU
» VcTOHUYEHHE KOPTUKANBHOIO CIIOS

= (CyxXeHne KOCTHO-CYCTaBHOTO KaHaja

« Jluddys3Hbiii ocTeonopos

dDoToHHAs raMmMa-adcopoOuoOMeTpu

CHIDKEHME MIIOTHOCTH MUHEPATIBLHOIO BEIECTBA
OomnpieoepoBoit koctu (Ha 20-25%)
Maio0eproBoi Koctu (Ha 15-20%)

KocTel npenmnedbs (Ha 12%)



IlopaxkeHue cepaeuHO-COCYIMCTOH
cucreMbl (73%)

HenocrarouHoCTh AUCTpO(HHA B KAPAUOMHUOIIMTAX,
IpOrpeccupyromas arpopus KapAuOMHUOLUTOB U
3aMEIICHUE UX (PUOPO3HON TKAHBIO

BnepBrie nuarnoctupyercs B 6-7 jert, k 20 rogam y 95%
OOJIBHBIX

» TaXUKapAUs
s APUTMHUS

= CEpJICUHAs HEAOCTATOYHOCTD

= JJAOMJIBHOCTH ITyJbca U A

» IIPUITTYIICHUE TOHOB, pACHIMPEHUE TPaHULL CEP/IIIA,
» H3MeHeHus Ha DKI



IKI' v 9KI' MOHUTOpPMHT

» Hapymienus cepaeunoro purma (63,8%):
KEITYJOYKOBBIE SKCTPACUCTOJIEI

» [Ipu3HaKuM runepTpodum JICBOro KEIyqouKa
(27%): tmyOokuii 3yoen; Q B orBeaeHusax II-111
aVF u V ; Beicokun R B oTBenennu V,

» [Ipu3naku nmemun muokapaa (5%)



JXoKapauorpadguueckoe u J0mjaep-
IXOKApAUOrpadpuyeckoe uccjaeI0BaHnue

[ uneprpoduyeckas kapauomuonarus (55%)
JnnaraumonHas kapauomuomarus (25%)

JledbekT MeknpencepAHON IePEropoaKH, IPOIaIC
MUTPAILHOTO KJIaaHa, MUKCOMA JICBOTO JKCIyI0UKa —
PEIIKO

Cucronndeckas AMCHYHKIMS, IIPU 3TOM
AMACTOINYECKAs TUCPYHKIMS HE MPEAIICCTBYET U HE
COIMYTCTBYET CUCTOJIMYECKOM, HE TTPOUCXOIUT
KOMIICHCAIIUH JICBOKETYI0UYKOBON TUCHYHKIINH 3a
CUET IIPABOr0 MPEACEPAU



buoncus cepaeyHoOn MbIIIIbI

ATpo(Hsl MBIIIEYHBIX BOJIOKOH
NuaTepcTuiimanbHbiil GuOpo3
JKupoBast uHUIbTpays

APpPTEPHUOTIATUSA MEJIKUX UHTPAMYPaAJIbHBIX
KOPOHAPHBIX COCYIOB

IIpOTOHHO-3MUCCMOHHAS KOMIIbIOTEPHASA
ToMoOrpadusa

- nepuuut nepdys3uu (96%)



IlpeHarajabHasA TMATHOCTHKA

[Ipu HaJIMYKUKM HACJIEICTBEHHON OTIATONIEHHOCTH, BO3PACTE
OepeMeHHOM cTapiie 35 JIET, yJIbTPa3ByKOBBIX OTKJIOHCHUSX,
M3MECHEHUHU OMOXMMHUYECKUX MAPKEPOB U T.I.

» buorcus BopcuH

XOpHOHA Transabdominal procedure ,
UL d ¢ RN ’ : Chromosomes
= AMHUOIICHTE3 \  transducer N A

| XOpI[OI_IGHTGB ‘ 2 ’ MR Chorionic villus

sample

Ultrasound equipment

=
'.‘?qru/f/
" Fing [

. A

’
o v k4
P

.,4(\‘ > Fetus

ﬁ? e :; ﬂ Amniotic fluid
(,4 \ : i%s‘



Kpurepuu 1uaraosa

PeneccuBHbIN, CLUEMIIEHHBIN ¢ X-XpOMOCOMOM THUIT HACJICIOBAHUSI
Bospact gebrora 2-5 et

CnaboCTh M aTpodus MBIIIII Ta30BOIO M IICYEBOIO I105Ca,
MPOKCUMAJIBHBIX OTJIEJIOB KOHEYHOCTEU

[IceBporunepTpodus MpeuMyIeCTBEHHO HKPOHOKHBIX MBIIIII]
Kapamnomuonarus

Bripa)k€HHBE KOCTHO-CYCTaBHBIC HAPYIICHHUS (CKOIHO3,
MOSICHAYHBIN THIIEPIIOP03, Ae(hOpMallii IPYyTHON KIETKH U CTOI,
KOHTPAKTYpPbl KPYIIHBIX CYCTaBOB)

YMmcTBeHHas orcTanocTh B 30% cinyyaes

briCTponporpeccupyroliee TeueHrue ¢ TyOOKOW MHBATUIN3AIACH
K 10-15 romam

[Ipu3Haky NEpBUYHON MBIIICYHOM JUCTPOPUH B OMOIITaTax
CKEJICTHBIX MBIIIIIL

[lepBUYHO-MBIIIIEYHBIN TUII U3MEHEHUU TIPU
IEKTPOMHUOTPAPUUIECKOM HUCCIIEI0BAaHUN



JnddepeHnaNIbHBIA TUATHO3

Paznuyanabie (hOpMBI ICEBAOTUIEPTPOPHUICCKUX
MmblmeyHbIx auctpoduit (IIMJ1 bekkepa,
Maopu, Ipba-Pora, bepneca, auie-
nomnarouno-neponeaibuaa [ IM/1, cimHanbHas
MblleyHas arpogus 111 thmna)

JALII

BpoxkaeHHas AucCIuia3vs Ta300€IpeHHBIX
CYyCTaBOB

ButamuH-D-pe3uCTEHTHBIA PAXUT



JIlnddepeHuMaANbLHBIN IHATHO3

dopma 1IM/] IIMJI T1o1meHHa IIM /I bekkepa
Tun X-R X-R
HaACJICOBAHUA

JeOroT (roast) 2-5 10-20

Muoauctpodus OBICTPOIIPOrpECCUPYIOIIAS MEIJICHHOIIPOTPECCUPYIOIIAs
Knuanueckue CiabocTh ¥ arpOopUM MBIIIII] To xe
IPOSIBICHUS Ta30BOTO IMOSICA U TPOKCUMAaIbHBIX
OT/ICJIOB KOHEYHOCTEH,
MICEBIOTUNEPTPOPUU UKPOHOKHBIX
MBIIIII]
NHTENIEKT B 30% - ymcTBEHHast OTCTAIOCTh Hopma
KocTtHo- Cxonno3s, runepaopaos, CKonno3, MOsICHUYHBIN
CYyCTaBHBIE SKBUHOBapycCHas aedopMariys TUIIEPJIOP/I03
N3MEHEHHUS CTOII, pETPAKIUS IISITOYHBIX
CYXOXKWJIMH, KOHTPAKTYPhI
KPYIHBIX CYCTaBOB

OMI [IepBUYHO-MBIIIIEYHBIN To xe




JInpdepeHuMaANbLHBIN TUATHO3

®opma LIM/] IIM 1 Ma6pu IIM /I 9p6a-Pora
HacnenoBanue X-R A-R
JleOroT (roapt) 10-14 12-18

Muoauctpodus OBICTPOIIPOrPECCUPYIOIIAS OBICTPOIPOrPECCUPYIOIIAS
Knunanueckue CmabocTh U aTporK MBIIIIIT CiabocTh 1 aTpo(hUM MBIIIII]
IPOSIBJICHUSA Ta30BOT0 MOsSICA U Ta30BOT0 MOsSICA U
MPOKCUMAJIBHBIX OTJICJIOB MPOKCUMAJIbHBIX OTJIEJIOB
KOHEYHOCTEH, KOHEYHOCTEH, MHOTIA —
MCEeBAOTUITEpTpOPuU YMEPEHHBIE MICEBIOrUNEPTPOHUN
UKPOHOKHBIX MBIIIII] Pa3IMYHbBIX MBIIIII]
HNHTennexr Hopwma Hopma
KocTHo- CKoJIno03, TUnepaopao03, [TOSICHUYHBIN TUIEPIOPAO3,
CyCTaBHBIE SKBUHOBApyCHas Aeopmarus YMEpPEHHBIE
M3MEHEHUSI CTOII, PETPAKIIHS MATOYHBIX Cru0aTeIbHBIEKOHTPAKTYPBI
CYXOXKHWJIUW, KOHTPAKTYPbl KPYITHBIX CYyCTaBOB
KPYIHBIX CYCTaBOB
OMI' IHeDBUYHO-MBIIIICUYHBIH [1epDBUUYHO-MBIIIIEUHBIH




JInddepeHuMaANBHBIN TUATHO3

®opma [IM]] Jlnne-ionaroyHo- IIM/I bepneca
neponeagnHas 1M /]

HacnenoBanue A-D A-D

JleOroT (rojb!) 12-20 3-10

MHOI[I/ICTpO(bHH MEIJICHHOIIPOrpeCcCupyromas | MEIJICHHOOPOTPECCUPYIOIast
Kmuanueckue CiabocTh 1 aTpo(UM MBIIIII] CiabocTh ¥ aTpo(UM MBIIIII]
MPOSIBJICHHSA JUIIA, JIOTATOK, TIIEYEBOTr0 Ta30BOI0 nosica, oeaep, Ha
osica ¥ MepOHEaTbHBIX MO3IHUX CTAIUSX - JUCTAJIbHBIX
MBIIIILI, HHOTJIa — YMEPEHHBIE OTJICJIOB KOHEYHOCTEM.
nceBaorunepTpodun [IceBnoruneprpodun
JEIbTOBUIHBIX U JABYTIABbIX NPEUMYIIIECTBEHHO
MBIIIII] TJIeYa MKPOHOKHBIX MBIIIII]
NuTtemnexr Hopwma Hopma

KocTHO-CycTaBHbIE
U3MCHEHHUS

Ckonuno3, negopmanus
IPYAHOMN KJIETKH

He ytounensl

OMTI

[IepBUYHO-MBIIIIEUHBIN

[IepBUYHO-MBIIIIEUHBIN




JIndepeHIATBHBIA IHATHO3

®opma [IM/] CrnuHajJbHas MbIIIEYHAA
arpo¢us, Tum I11

HacnenoBanue A-D, A-R
J1eOroT (Tojb!) 8-30
Muoauctpodus MEJIJICHHOIIPOTPECCUPY OIS
Kinumnnueckue CnabocTh 1 arpouM MBIIIIIT
POSIBJICHUSA Ta30BOI0 Mosica U
MPOKCUMAJIbHBIX OTJICJIOB
KOHEYHOCTEU,
nceBAOTruIepTpopuu

HNKPOHOKHBIX MBIIIII]

NHTemiexT Hopma

KocTHO-CycTaBHBIE WNHorna - ckonno3s, nedhopMarus
U3MEHEHUS TPYAHOMN KJIETKH

OMI JIleHepBallMOHHBIN




JIndpdepeHnANBHBIA TUATHO3

Vs
! &%

dopma romenna ¢opma bekkepa dopma IMepu-/peiidyca popma Medpu



JleueHue

Buramunotepanus: B, (Tuamun), KOKap6OKCI/IJIa3a HUKOTHHOBAs
KHCJIOTA, KaJIbIIHUs HaHTOTeHaT B, (mupuiokcun), B
(LII/IaHOKO6aJIaMI/IH) KaJIbIIHUS MaHramar (B,s), E

AMHHOKHUCIIOTHI (ITTyTaMUHOBAs KMCJIOTA, MGTI/IOHI/IH)

AHTHXOJIMHACTEPA3HbIC MIpeIapaThl (raJaHTaMHUH, IPO3EPHH,
OKCa3MI)

[Ipenaparsl, BIUAIOIIME HA TKAHEBOW META00JIM3M (KaIus OpoTar,
AT®, pubokcuH, kKapHuTHH, youxuHoH (KoQ10), nurTomak,
JIMMaHTap)

[Ipenapatsl, yaydiaromue nepudepuaeckoe KpoBoOOpalleHnue
(OpOJEKTHUH, TPEHTAJI, TCOHUKOJI (KOMILJIAMHKH ), Ba300pall)

IT'opmonoTepanus (?) npeaun3oiion 0,75-1,5 Mr/kr B cyTku 3
MecAIa

Jleyenune kaparuomMuonaTuy (Ipyu AAIATALAOHHOM
KapAMOMHOTpO(PUH: KapaAuOTPOUKH (COIKOCEPHUI, AKTOBETHH,
PHUOOKCHH), MpeIapaThl, BIUSIONME Ha Y HEPIreTHUECKUMOOMEH
MHOKapaa (muToMak, HutoxpoM C), KapHUTUH, KOKapOOKCHUIa3a;
IIpY THIIEPTPODUUECKON - KapAUOTPOPUKH HE HA3HAYAIOT;
TpaHCIUIAaHTAIKs cepala )
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JleyeHnune

Koppeknus cepacuHon
HEJI0CTAaTOYHOCTH (CEpPACYHBIE
TJIAKO3U/IbI, TNYPETUKH, TIPETIAPATHI
Kaus, MHTHOUTOphI AIID)

Koppekuus /IH (HenHBa3uBHas
BCIIOMOIaTeIbHAsI BEHTUIISIIMS WG oTh s R Oy

JIETKUX BO CHE) BEHTUJISAIINN JICTKUX
IlpenynpexaeHue pa3BuTus
KOHTPAKTY]P

Kierounas tepamnus — BBEACHUE
HOpPMAaJIbHBIX MHO0JIAaCTOB B
TUCTPOYUYECKYIO MBIIIIILY,
MCII0Jb30BAHUE 3aPOIBIIIEBBIX
CTBOJIOBBIX KJIETOK

I'eHnas Tepanus [IpoBe/ieHIEe HEUHBA3UBHOM
BEHTHJISIINY JIETKHX BO CHE



Teyenue 1 NPporuo3

» TeueHHE OBICTPONPOrPECCUPYIOLIEE, TOTEPS
X0IbOBI K 6-12 rogam, paHHSISI CMEPTh 10

20-25 ner
» [I[poruno3 HeOnaronpusTHHIN

= CMepTh OT ABIXaTeIbHOM HEIOCTATOYHOCTH,
HApYILICHUN CEPACYHOIO pUTMa



CIIACUDBO 3A BHUMAHHUE

Agtorpa@ /lromenna



CIIHMCOK JuTepaTryphbl

A.C. Iletpyxun «HeBposorus aerckoro Bo3pacra», Mocksa, «Meauiaay, 2004 r.

Temun I1.A «IIporpeccupyromias meimeunas auctpodus Jromenna. [Tarorenes,

AUArHOCTHUKA, JICYEHHE TOPMOHAIIbHO-OOMEHHBIX HAPYIIEHUW», AUccepTanus, M,
1988r

banansu JI.O. u coasrt. [Iporpeccupyroiiire MbIedHbIe JUCTpoPun y aeTen u
MOAPOCTKOB: MPOOIEMbI IMATOreHEe3a, TUArHOCTUKH, JICYEHUS U TPODUIIAKTUKHY.
Menunyna u 3apaBooxpanenue. Cepusi: OxpaHa MaTrepuHCTBA U 1eTCTBA, 1988

Bensrumes FO.E. u coaBt. HacineacTtBeHHbie 00J1€3HN HEPBHOM CUCTEMBI.
PykoBonacTBo 1t Bpauen, M.: 1988

MansmOepr C.A. u coaBT. KOHEUHOCTHO-MIOSICHO MBIIIEUHAasT UCTPOdHU: CIIydaid
paHHel gerckoit hopmbl y 2 cudcoB. [Ipaktrdeckas HeBposiorus. - M., 2001

CrpaxoBa O.C., benozepoB I0.M., Temun I1.A., Hukanoposa M.IO,
[IceBnoruneprpoduueckas mporpeccupyroias MoliieuHas guctpodus rolieHHa,
Hesponorus, 1997

JLIL. I'punano, Atnac HEpBHO-MBIIICUHBIX OoJie3HEH, M, 2004

Saito K et al.,molecular genetic analysis of Duchenn/Becker muscular distrofy
nfamilies. In Clin neurol 1992



