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KK M IIpU APYTMX OCTPBIX AE€MHEeAMHHM3HUPYIO-
X IOAMHEBPOIIATHSIX, CAYXaT cHrxenue CITH,
lapeHHe aMIAMTYABI M-OTBeTa B INPOKCHMAaAb-
HOM TOYKe CTHMYASIIMM M IIOBEIIIEHWEe ITOKa3a-
7eA1 Pe3HAYaAbHOM AQTE€HTHOCTH.
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ITAPOKCHA3MAJIBHBIE THIIOKHHETHYECKHE COCTOSIHHAA TP MUACTEHHHA

Canxm-IlemepOypzcras MeOUYUHCKAR AKAOeMUSL NOCAEFUNTOMHO20 06PA30EAHUL

Pe dep aT. OOpepreAeHEI OCHOBHEIE (DaKTOPEI, IIPOBO-
[EpylolLe TTaPOKCH3MAABHBIE THIIOKMHETHYECKHe COCTOSHHUS.
[lpeACTaBACHA KAHITIECKAst XAPAKTEPHCTHKA IeHEePaAM3OBaH-
HEX ¥ TapOHMAABHEIX MHACTEHHMYECKHX KpPH30B Pa3AMIHOM
mrectd. OTMeYeHO Ype3BEIYAMHO Ppas3sHOOOpasHoe TedueHHe
MMACTEHMYECKHX KpH30B. PaspaGoTaHa cxeMa HEOTAOXKHEIX
MepOUPWATHH, HaNPABAEHHEIX Ha IIOAACPIKAHHE AACKBATHOM
ACTOYHOM BEHTHAIMHA M CTaOHMAHM3amMH IeMOAMHAMMIEeCKHX
RapylIeEHHA.

5.A.Ocempos, HM.)KyaeB, A.A.CaiixoBa, B.A.Kocaues,
A.HAemenmsepa, A.A.TToasxoBa, H.I.3aBorokoB

MHACTEHMA BAKBITBIHAA
[TAPOKCU3MAAL THUTIOKHMHETHK XAASTASP

JIapoXCH3MaAb THIOKMHETHK XaAdTHE Ky3raTydhl Tell dax-
TopAap GHATeASHS. YmAaHTaH hoM HapUHMaAb KpH3ra KAMHHK
XapakTepHCTHKA GHpens. MHMAaCTEHHK KPH3HBIH 6MK KyI Tep-
Je J0HOAelle GHATeASHe. IIyHARDT yK YIKS IeMOAMHAMHK 60-
AR BEHTHASIIMSACEHS hoaM TOTPEIKABIABITEIHA SIPASM HTYTO
KHOATGATOH KHUeKTeprece3 dYapaAdp CXeMAackl 3UIASHISH.

BA.Osetrov, N.M.Zhulev, L.A.Saikova, V.D.Kosachev,
LN.Dementjeva, L.A. Polyakova, I.G.Zavolokov

PAROXYSMAL HYPOKINETIC CONDITIONS
DURING MYASTHENIA

There determined basic factors, inducing paroxysmal
hypokinetic conditios. There given clinical characteristics of
qeneralized and partial miasthenic crises of different severity.
It was observed extremely divergent course of myasthenic
aisis. It was developed a scheme of urgent measures, directed
it supporting an adequate pulmonary ventilation and sta-
bilizing of hemodynamical disorders.

auboAee TSXReARIM OCAOKHEHHEeM MHACTeHHMH
ABAIOTCS IIAPOKCH3MAABHBIEe TUIIOKHHETUYIeC-
Ke COCTOSHHS MAM KpM3EI, IIpOTEeKaronmue C BHI-

KAIOYEeHHEeM >XM3HeHHO Ba)XHBIX (PyHKIMH. Mmu-
acrenndeckre Kpussl (MK) compoBo>kparoTcs BEI-
COKMM PMCKOM AETAABHOTO HCXOAA BCAEACTBUE
OCTAHOBKHM ABIXaHHUSI M aCHHUKCHY, @ TaK)XXe TaKHX
OCAOXXKHEHUM, KaK XpOHHUYeCKasi ABIXaTeAbHasl He-
AOCTaTOYHOCTB, MH(pEKINH BEePXHUX ABIXaTeAb-
HEBIX ITyTeH, GPOHXONHEBMOHHS, aTeAeKTaTHyec-
Kasg ITHeBMOHHS, CepAedYHass HeAOCTaTOYHOCTH M
HapylmleHUs ceppedHoro purma [1—95].

3a mocaepHHe 7 AeT B KAMHHKE HEPBHBIX
6onesHert CaHKT-IleTepGyprckoii MeAUIIMHCKONH
aKapeMHH IOCAEAUIIAOMHOTO oOGpa3oBaHHS Ha
A€eYeHMM HAXOAUAUCHL 534 dYenoBeKa, OOABHBIX
muacreHrnern. MK HabGaopanuce y 65 (12,1%)
YehOBeK, B TOM uucre y 42 (64,6%) ’KeHmIMH
u 23 (35,4%) My>xunH. Bospact GOABHEIX BapbH-
poBaa oT 18 Ao 74 AeT. AAMTEABHOCTH OT Hadahra
3a6onreBaHUA AO IIepBOrO KpH3a B CpeApHEM
cocraBasina 2,6 ropa. I'eHepaansoBaHHas ¢gopma
MHACTeHHM AMarHoctupoBaHa y 52 (80%) Goab-
HEIX, TAOTOYHO-AMIleBag — Yy 13 (20%). Ore-
paTuBHOe AedeHHe OBIAO IIpoBeAeHO y 57 (87,7%)
genroBeK: y 51 (75,4%) BEISBAeHa TUIIepHAA3Usi
THMYyCa, ¥ 6 (9,2%) — tMoma. MK y 49 (75,4%)
GOABHEIX pacClleHEH HaMH KaK TeHepaAHu30BaH-
HEBIA, y 16 (24,6%) — Kak mapuuasbpHEll. Cpeau
$aKTOpOB, IPOBOLUPYIOIIMX pa3BUTHe KpH3Q,
BEAYIIYIO POAB Urpara MH(MEKIHMI BEPXHUX AbIXa-
TeABHBIX ITyTed. OHa IpeAllleCTBOBaAa Pa3BHUTHIO
Kpu3a y 18 (27,7%) GoapHEbIX. [THeBMOHMSA GHIAQ
BEIIBA€HA y 6 (9,2%) yenroBek. HemocpeacTBeHHO

TIOCAe TMMS3KTOMHH Kpu3 pasBuacsa y 10 (15,3%)

HaGAIOAGBIIMXCSI, B CBSI3H C HEAOCTATOYHOCTHIO
AO3Hl AHTHXOAMHICTEPa3HHIX IIpelapaTtoB —
y 5 (%7%), Ha doHe GepemenHocTH — y 4 (6,1%),

71



OPUINMHAJIbHLIE CTATbM

[IOCA€ OTMEHHEl TOPMOHAABHHEIX IIperapaToB —
y 3 (46%), B Hauare Kypca peHITEHOTepanuH —
y 2 (3,1%). ITprauna MK ocTarachk HeBEISICHEH-
Hoit y 17 (26,3%) OOABHBIX.

BeAyIMMH KAMHHYECKHMHA IPOSIBAGHHAMHU MK
GBIAM HapyIIeHWs ABIXaHMs, KOTOpHIe HaOAXOAQ-
AMCH Y BCeX 65 GOABHBIX: CMEIIAHHBIH THII Hapy-
meHust Apxauus — y 56 (86,1%), 6yAnOapHbIA —
y 9 (13,9%). TsoKeAbl MHACTeHMYeCKHH KpH3
orMedancss y 51 (78,4%) OGOABHOrO, AErKMH —
y 14 (21,6%). McKyccTBeHHYIO BEHTHASIIMIO A€TKHMX
(MBA) OT HECKOABKHMX 4acoB AO 3 MecsileB Ipo-
BoAMAM B 36 (85,3%) caydasx.

Aerkve reHeparn3oBaHHele MK mnporekaru
6e3 HApPYIIEHHs CO3HAHUS M IPOSIBASAMCH YMEpeH-
HEIM HapacTaH#ieM cuMIToMOB. CrereHb Hapy-
HmIeHMI (QYHKIMHA ABIXaHMS M CepACYHOM Aes-
TEABHOCTH OBIAQ He3HAYHMTEABHOW. A\OIIOAHHUTEAL-
HOe BBEAeHHe AHTHXOAHHICTEPAa3HEBIX IIperapa-
ToB (AXOII) KynmMpoBaAO AarbHeHIllee HapacTa-
HHE CHMIITOMOB KpH3a.

KAMHHMKa TSOKEABRIX reHepaansoBaHHbEIX MK
6bIA@ NPEACTaBACHA PA3AMYHOM CTEIeHBIO yrHe-
TeHHS CO3HAHMS, BEIPA>XeHHBIMH OyALOapHBIMH
HapyLIeHHWsIMH, Pe3KMM HapacTaHWeM CAaboCTH
CKeAeTHOM MYCKyAaTypel. Ha mpoTsokeHn# d4a-
COB, @ MHOTA@ MHHYT HEYKAOHHO IIPOTPECCHPO-
BaAM pacCTPOMCTBA ABIXAHMS. PasBMBaAAMCH SIBACHUS
TMIIOKCMM C THIlepeMHAel AMI[@, CMeHSIOIIeHCs
IMaHO30M. [TOSIBASIAOCE ABHTaTeAbHOE OeCIIOKOM-
CTBO, 3aTeM HACTyIIaAM IOAHAs OCTAHOBKA ABIXaHHS
W yTpara CO3HaHMs. HapylleHusa cepAedHO-CcOCy-
AHCTOM AESITeABHOCTH B MOMEHT KpM3a BBIpa-
JKaAMCh y9YallleHHeM ITyAbCa M MOBHIILIEHHeM apTepH-
AABHOTO A@BAeHHSI. B AanbHeMIIeM apTepuaib-
HOe AABAEHHE IIOHMI)KAAOCh, IYABC CTAHOBHACSH
QpPUTMHYHBEIM, PEAKHM M HHTEBHAHBEIM. YCHAH-
BaAMCh BereTaTMBHBIE CHMIITOMEI — CaAWBallHs,
IIOTOOTAEAEHHE.

[MapuuarsHele MK IIpOTEKaAM TSXEAO, OA-
HAaKO OHM OTAMYAAMCh OT TIeHepaAM30BaHHBIX
TOABKO HAapyIIeHHEM ABIXaHHA MAM CepAeYHOMH
AesiTeABHOCTH. Y 6 GOABHEIX MEI HabAropanu 26
CEepAeYHBEIX KpHU30B. BOABIIAs 9acTh M3 KOTOPBIX
pa3BHBaAachk B HouHoe BpeMs. KanMHHYeckH cep-
A€YHEIe KPH3El BEIPDA’)KAAMCHh BHE3alHEIM IIOSIB-
AeHHEeM cepAlieOHeHHs, HEeNPUATHHEIMH OLIyIe-
HUAMHM B oGaactu cepaua. Ilyasc craHoBUACH
YacTEIM, OBIA cAaboro HaIllOAHEHHMs M HaIpsKe-
HMS; apTepHaAbHOEe AABA€HHE CHMXXAAOCh; IIOSIB-
ASIAQCh GAEAHOCTH KOXKHEIX NIOKDOBOB, @ B OTA@AB-
HBEIX CAy4YasiX BIIAOTH AO BHIPa’KeHHOIO I[MaHO3a.
ApIxaHue BcerAa OCTaBaAOCh HOPDMAABHEIM. AaHHEIE
TIPUCTYTIEI OTHOCHTEABHO AETKO perpecCHpOBard
IIOCAe HMHBEKI[UM IpO3epHHa.

Teuenne MK B Hammx HaOAIOAEHHMSX OBIAO
Ype3BEIYaMHO pa3HooOpa3HEIM. B 11 u3 65 Ha6-
AIOAGHMH KpH3 pa3BMBAACS O4eHB OBICTPO C Aa-
BHHOOOpa3HBIM HapacTaHHeM cAabocTr 6yABGapHEIX
M CKeAeTHEIX MBI W BHE3almHOM OCTAaHOBKOM
ABIXaHHSI W CEPAEYHOM AESITeABHOCTH, 3 M3 3THX
GOABHEIX CIIaCTH He YAAAOCh. B ocTaapHEIX 54
HaOAIOAGHHSX CHMIITOMAaTHKa HapacTara 6oaee
MEAAEHHO.

D

XoAnHepruyeckle KpPHU3bl B HALIMX HaOAw-
AGHHUSIX BCTPEUYAAMCH PEAKO, ¥ O OOABHEIX OBHIAO
AHAarHOCTMPOBAHO IIO OAHOMY Kpu3y. Bo Bcex
CAyYasiX BO3HUKHOBEHHE KPHM30B OBIAO CBSI3aHO
¢ mepepo3upoBkoi AXOIT. XoAuMHepriyecKue Kpy-
361 pa3BUBAAMCh Ooaee MepneHHO, uyem MK
B TeyeHMe CyTOK HMAM HECKOABKHX AHEH COCTOf-
HHe OOABHBIX YXYAIIAAOCh, HapacTaaH caabocts
M yTOMASIEMOCTb. 3aTeM IIOCAe OAHOM H3 odYepep-
HBIX MH'BEKIA UAM 3HTEPaAbHOTO IpHeMa Ipo3e-
pWHa pa3BHBAAACh KApTHHA KPH3a, CHMYAUDYIO-
Iasi MHaCTeHM4YeCKHe paccTpoMcTsBa. B xapruue
XOAMHEPIM4eCKOoro KpH3a y HallliX GOABHBIX IIpo-
CAEXXMBAAMUCH BBIPDA>XEHHHIN (Y 3) M yMepeHHHH
(y 2) myckapuHOBHIN 3(deKTs AEMCTBUS IIpo-
3epHHa, A TaKXXe OTYETAHBO BBIPDA’KEHHHBIM BO
BCEX CAyYasiX HUKOTHHOBEIH 3ddeKT. B ocrars-
HOM KapTHHa XOAMHEPrH4eCcKOro KpH3a He OT-
Aanmganrace ot MK.

Aeyenne MK TpebGyeT nmpoBepeHHSI HEOTAOXK-
HBIX MEpOIIPHUSITHH, HAIIpAaBAEHHBIX Ha ITOAAEp-
JKaHHe aA\eKBAaTHOM AEroYyHOH BEHTHASLIMH M CTa-
OMAM3allUd TeMOAMHAaMHUYEeCKHX HapyIleHHH.
HauGonee 3¢pPeKTHUBHBIM IIperiapaToM SBAseTCd
nposepuH. [TocrepoBaTearHO 3 pa3a B A€Hb BBO-
MIT TIOAKOXXHO (MAM BHYTpHMBeHHO) 1Mo 2 MA 0,05%
pacTBopa mpo3epHUHa C mepephiBoM B 30 MHUHYT.
EcaM 1moche TAKOro IOCAEAOBATEABHOIO BBeAe-
HUS IIpenapaTta KpM3 He KylMpyeTcs, HapacTaioT
TPU3HAKHM ABIXaTEABHOM HEAOCTATOYHOCTH, TO BO3-
HUKaeT HeoOXOAUMOCTH B IepeBOoAe OOABHOIO Ha
MBA. B mnepuope mnpoBepenus FKBA BBoputs
AXDOIT HeoOXOAMMO B TeX CAydYasx, KOraa Habawo-
AAIOTCSI MHACTeHHYeCKHe PpaCCTPOMCTBA Cepaed-
HOW MBIIILIEL.

CyllleCTBEHHYIO IIOMOIIb B BBEIBEAGHHH G0Ab-
HBEIX M3 COCTOSHHUSI KpH3a OKAa3hIBaeT BHYTDH-
BEeHHOe BBeA€HHe IIDeAHH30AOHa M3 pacyera
1,5—2 Mr Ha 1 Kr macchel Tenaa. OOLIENPHHATHM
npu redeHHH MK sBAsieTcss NpHMeHEHHe IAa3-
madepesa. Y HaC MMeeTCs ONBIT MCIIOAb30BAHHS
S5KCTPAaKOPIOPAABHOM TIeMOCOpOLMH Ha aKTHBH-
POBAHHEIX YTASIX Yy GOABHEIX MHACTeHHeH, B TOM
YlCAe M NIPH MHAcTeHHWdeckKux Kpusax [4]. Tlo-
Ay4YeHHEIE AQHHBIE CBHAETEABCTBYIOT 00 3ddek-
TUBHOCTH AQHHOTO METOAQA M ITO3BOASIIOT DEKO-
MEHAOBATh €ro AAS NMPHUMEHEeHHUSI B KOMIIAGKCHOH
Tepannu MK.

Bo BpeMs mapIMaABHBIX CepAEYHEIX KpPH30B
HMAH reHepannM3oBaHHEIX MK c HapyiieHHeM cep-
AEUHO-COCYAHMCTOM AESTeABHOCTH AedeGHEIe Me-
pPONPHUATHS TPOBOASTCS II0 OINMCAHHOW BHIIE
cXeMe, HO OAHOBPEMEHHO C IIepBOI HMHBEKIHel
NpO3epHHA BBOAAT BHyTpHUBeHHO 50—100 Mr Ko-
Kap6okcuaassl, 10 Ma 10% pacTBOpa NaHaHIMHA
M MMOAKOXHO 1 MA 5% pacTBOopa 3deApHHa. Kpo-
Me TOro, IIOKa3aHO BBepeHHe KodeHHa, KOpAH-
aMHHAa, KOPTAHUKOHA B CpPeAHHX TepaneBTHYeCKHX
AO3ax.

TakuM oOpa3oM, HAlll ONEIT CBHAETEABCTBYeET
O TOM, YTO y OOABHBIX MMacTeHUeH OCTpHH
AehMIIMT HepBHO-MEBIIIEYHOM MepeAadr HabAio-
Aaercs Hepepko (12,1%) u Mo)XeT COIPOBOX-
AAThCI AETAABHBIM MCXOAOM (4,6%). [lpu aToM
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1pebyroTcss AUddepeHIHadst MHACTeHHYeCKOro
H XOAHHEPTHYECKOTO THIIOB AedMIIMTa HEepBHO-
MHIIEYHOM TIepepAadd M OKa3aHHe HEeOTAOXKHOM
TNOMOIIIH.
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CJIYYAU COYETAHUSA MHAOJACTPOPHAH MTIOMEHHA
C XPOMOCOMHBIM MO3AHUIITU3MOM 45,X/46,XX

Capamosckull zocydapcmeeHHblll MeOUYUHCKULL YHUBepcumem

Pe ¢ e p a T. IIpuBopuTcst co6CcTBeHHOEe HabArOAeHHE
ACBOYKH C KOMOMHAIMeH ABYX aHOMaAuM — MoHocoMuM 45X
u yEopucTpodru ArourerHa (MAA). Mosaumuasm 45,X/46,XX
y AGBOYKH C MSTKMM TedeHweM MAA IIOATBEPXKAEH HCCAe-
AOBaHHeM KapHOTHOa AMMGOIDHTOB IlepHdepUYecKOr KPOBH.

M.H.Tyasckasn, IK.FOguha

AIOIIIEH MMOAMCTPOOUSICEHEH 45,X/46,XX
XPOMOCOMABI MO3AILIMI3M
BEASH TYPBI KHUAY OYPATLI

Momnocomust 45X hem Ajouren mMumopmcrpodmsice (MAA)
TAMEABIUAADEl KYLIEIAY OYpArklH KEI3HBEIH Y3 KY33TyAdpe
xureperd. KuHer ysyusl MAAABI KeI3 Garapsa 45,X/46,XX
M03aIM3M IepH(epHK KaHAArBl AMMQOLMT KapHOTHIAADEIH
maxuepy 6eAsH pacaaHa.

M.I.Tulskaya, G.K.Yudina

A CASE OF COMBINATION OF DUCHENNE'S
MYODYSTROPHY WITH CHROMOSOME MOSAICISM

The paper is concerned with a case history of a girl
vith a rare combination of 2 rare anomalies — monosomia
by X chromosome and Duchenne's muscular dystrophy. Mosaicism
$5X/46XX in a girl with a mild picture of Duchenne's
muscular dystrophy was confirmed by a study of the kariotype
in lymphocytes of the peripheral blood.

HIIe9Hast AucTpocpus AromieHHa (MAA) siBAsI-
Mercsf NPOrpecCHpYIOIHMM MBIIIEYHEIM 3a60-
AeBaHMEM C peIl[eCCUBHEIM X-CI[eIIAeHHEIM TH-
IoM HacAepoBaHus. B cBa3u ¢ 3TuM MAA 6oaeroT
IOYTH HCKAIOUMTEABHO MAaABYHKH. Y AeBOYeK
MAA dYpesBEIYaliHO pepKa M BO3MOJKHA, €CAH
0HA CTPAaAAIOT MoHocomMenn 45X HMAM MoO3aud-
HEMM BapHMaHTamMu cuHApoma lllepelmreBckoro—
Teprepa. BeposiTHOCTE HAAMYHUA y OAHOM GOAB-
HOM ABYX aHoMaAMii — MOHOCOMHH 45X H
MEIIEYHON AMCTpodry AfolleHHa — O4YeHb Mana
u cocraBAieT 1 ma 10 maH. [6]. B aAuTepartype

OIIMCAHO HECKOABKO CAy4YaeB pa3BUTHI MAA y
AeBoyek ¢ MoHocoMmuen 45X [1, 2, 6, 8] a Takxe
c X-ayTOCOMHBIMH TpaHcAoKaumsaMu [3, 4, 5, 7].

ITpuBopMM cobcTBeHHOE HaOAIOAeHHe 3a AeBOY-
KOM, KAMHHYeCKHe AaHHBIE KOTODOM M Ppe3yAb-
TaTBl AOIIOAHUTEABHEIX MCCAEAOBAHHUN IIO3BOAU-
AM AMArHOCTHPOBATH Y Hee X-CIENIACHHYIO MEI-
IIeYHYI0O AUCTPOdUI0 AJOolIIeHHa.

Boabnas B., 10 aet, pycckas, poamaack y 19-aert-
Hel MaTepu OT IepBoi GepeMeHHOCTH, IpOTeKaBIIeH
GaaromoayuHo. IlleBereHMe mAOAQ, IO CAOBAM MaTepH,
ObIAO AKTHUBHBHIM. POAERI IPOM30HmIAM CpOYHEIE, Macca
Terna pebenka — 3100 r, pamHa — 49 cM, 3aKpuyanra
cpa3y, Ho caabo. ['oroBy crara pepXaTek c 3 Mecsles,
CHAETh C 7 MecsilleB, XOAUTH C OAHOTO ropa 2 MecsIeB.
C caMoro Hayara IIpu XOAbOe BCcTaBana Ha HOCOYKH.
Bceraa orcraBara oT CBepCTHHUKOB B Gere, Ipu BCTaBaHUU
c moaa mpuberara K BCIOMOTaTeABHEIM IIpUeMaM —
olMparack pykKaMM O KOAeHU. 3a 4 ropa HabOAIOAeHUS
OTMEYaAOCh yMepeHHOe IpOorpecCHpoBaHMe MMOIATH-
YeCKOro CHHAPOMa.

Marepu AeBoYKM — 28 AeT, COMaTHYECKH 3A0-
PoOBa; IpH OCMOTpe y Hee O6HIAM OGHapy’KeHHl TH-
nepTpodUs MKPOHOXHHIX MBI M CHUXEeHHEe KOAeH-
HBIX pedAeKCOB, B OCTaABHOM — 06e3 0CoGeHHOCTeH.
Oty 30 AeT (c ceMbed He J>KMBeET), 3AOpPOB, IIpH
OCMOTpe B HEBPOAOTHMYECKOM M COMATH4YeCKOM CTaTyce
TIaTOAOTMU He BHISIBAeHO. ABa cubca mnpo6aHpa OT
BTOpOoro Opaka MarepHu (cecTphl 6 M 3 AeT) 3AODOBHIL

B ceMpe cAyyaeB MEINIEYHEIX 3aGoAeBaHUM He
6eiro. O6pamijaer Ha cebs BHUMaHHMe (puc. 1), uro
y Marepu npo6aHpa, KaK M Yy APYTMX JKeHIIMH IIO
MaTepHHCKOM AMHHUM, He ORIAO HM CHOCOB, HHU AeTeH
MyXckoro moaa. ba6ka (II,2) u terka (III,1) mpoGanpa
II0 MAaTepUMHCKOW AMHHM CTPAAaAM TNICUXUYECKHMH
3a60AeBaHUSMU.

AaHHBIe ocMmoTpa (puc. 2): poct — 120 cM (co-
OTBETCTBYeT DOCTy 7-AeTHero pe6eHKa), Macca Teaa —
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