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Pe3ome

MbI NpUBOAUM KJIMHUYECKOE HAOII0AeHHe OLIUO0YHOH THATHOCTHKY MHACTEHUH Y NAIIMEHTKHU ¢ MelVIEHHO NPOrpeccH-
PYIOIIMM B TedeHHUe 5 JieT HeNMOJIHbIM NTO30M, KOTOPBIi cBOei M30JIHPOBAHHOCTHI0O M HECUMMETPUYHOCTHI0 HMUTHPOBAJI
MIA3HYI0 CHMITOMATHKY NIpu MuacTennu. KiimHuKa He co0TBeTCTBOBAJIa KPUTEPUSIM AMAarHOCTHKH Muactenuu. [lo nan-
HBIM JIA00PATOPHBIX U HHCTPYMEHTAJbLHBIX MCCJIE0BAHNN HHOMH NMATOJIOTHM He BBISIBJIEHO. Y NMAallMeHTKH HAGJII01AJI0Ch
coyeTaHue MPU3HAKOB JUCIIA3MU COCIMHUTEIbHOI TKAHU €O CTOPOHBI CepALAa B BH/E KIANAHHOIO0 CHHPOMA, CKeJIETHBIX
aHOMAaJIMii, CHHAPOMA NMATOJIOTMH OPraHa 3peHusi, YTO MO3BOJINJIO0 YCTAHOBUTH JHaruno3 «Cunapom HenuddepeHnnpoBaH-
HOM JHMCIIA3UH COENMHUTENbHON TKaum». CloxHOCTAMU B AuddepeHuaNbHOil TUATHOCTHKE SIBJSIMCH MOJIHCHCTEM-
HOCTb MOPA’KEHMs, OTCYTCTBHE NATOTHOMOHHYHBIX T€CTOB BbISIBJIEHUS JUCILIA3MU COEAUHUTEILHON TKAaHH, 0COOEHHOCTH
auddepeHINAIBLHOIO AHATHO3a ¢ I1a3HOH (OPMOIi MHACTEHHH.

Knrouegvie cnosa: Mmuactenus, CHHApPOM Hequ((epeHIUPOBAHHOM JUCILIA3MH COCIUHUTEILHON TKAHH, THIIEPAUATHOCTHKA.
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A CASE OF A MISDIAGNOSIS OF MYASTHENIA IN A PATIENT WITH UNDIFFERENTIATED
CONNECTIVE TISSUE DYSPLASIA
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Summary

We present a clinical case of a wrong diagnosis of myasthenia in a patient with incomplete ptosis slowly progressing for
5 years, which, by its isolation and asymmetry, imitated ocular symptomatology in myasthenia. The clinical picture was not
consistent with the diagnostic criteria for myasthenia. Moreover, other pathology according to laboratory and instrumen-
tal studies was absent. There was observed a combination of signs of connective tissue dysplasia in the heart in the form
of valve syndrome, skeletal abnormalities, eye pathology syndrome, which made it possible to diagnose the syndrome of
undifferentiated connective tissue dysplasia. Difficulties in the differential diagnosis were polysystemic lesions, the absence
of pathognomonic tests for the detection of connective tissue dysplasia, and features of a differential diagnosis with ocular
myasthenia gravis.

Key words: myasthenia, the syndrome of undifferentiated connective tissue dysplasia, hyper diagnostics.

HeCMOTpH Ha YCTKO OYCPUCHHBIC NUATrHOCTHYCCKUC KOrja y mamueHra Ha60p Q)CHOTHHI/I‘JGCKI/IX IIPU3HAKOB HE
KPUTCPUU TTPU MHUACTCHUHN HA TMOJIUKIMHUYECCKOM DTarie YKIaAbIBA€TCA HA B OJIUH U3 III/I(b(I)epCHHI/IPOBaHHBIX CHH-
BCTpECUAIOTCA OmMOKH B YCTAHOBJICHUHU TIPABUJIIBHOIO JAPOMOB, 1 JUATHO3 MPEACTABIICT COBOKYITHOCTh CUHIPO-
Auar"osa, CBA3aHHBIC KaK C THIIO-, TaK U C TUIIEpauar- MOB, ONPECACIAIOMNXCA BOBJICUCHHBIMU B IIPOIICCC Opra-
HOCTHKOM. HaMH U cucteMamu [2].

Hucrnasust coequantenshoi Tkanu (JICT) — 1o rene- IIpuBoaum KIMHUYECKOe HAOIIONEHNEe OLIUO0YH O

TAYECKU ACTCPMHUHHUPOBAHHOC COCTOSAHUEC, XaAPAKTCPUIY- AUATrHOCTUKUA MHUACTCHHUHU Yy NMAIUCHTKH ¢ CHHAPOMOM
roreecs geeKTaMu BOJIOKHUCTBIX CTPYKTYP M OCHOBHOTO  Helu(pepeHIIUPOBAHHOI JHCIVIA3UU  COENMHUTEb-
BELIECTBA COCAUHUTEIIBHON TKaHH, IPUBOAIIECE K HApy- HOM TKaHM.
IeHHnI0 GOPMOOOPa30BAHUS OPTAHOB H CHCTEM, NMEIOIIee Banpnas K., 38 ner, moctynuia B HEBPOJIOTHUECKOE
MIPOTPEIMEHTHOE TEUCHUE, OIPEEIIoNee 0COOCHHOCTH — OT/AENIeHne AMYpPCKOi 00acTHON KIMHUYIECKOW OOJIHHHM-
accoruupoBanHoi narosorud [1]. Beyremsiror quddepen-  mpl B mrone 2014 rona ¢ xainodaMu Ha HETIOIHOE OITyIIle-
nupoBannyto u Heauddepennuposannyio JICT. Hemud- Hue 1eBOro Beka, He MEHSIONIEECS B TEUCHUE CYTOK U OTO
¢depenmupoBannyo JICT quarHOCTUPYIOT B TEX CIIydasX, JIHS KO THIO, HEYETKOCTh 3PEHUS MPH B3TIISIZIE BIIPABO.
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W3 anaMHe3a M3BECTHO, 4TO 5 JIET Has3aa cecTpa 3a-
METHJIA pa3HUIly DIA3HBIX LIeJed. 3 rofa Ha3ajl «IIpHILy-
CTHJIOCH) JIEBOE BeKO. [laliueHTKa OTMEeYaeT MOCTEIEHHOE
YCHJIEHHE [ITO3a B TEUCHUE NOCIEIHETO TOAa.

B comarnueckoM craTyce: acTCHMYECKOE TEIO0CIIO-
xenne, AJl D/S 120/80 mwm pr. cT., t Tenma 36,6 °C. Bpox-
JICHHasT aHOMaJWs pPa3BUTHA V manbla («cabieBHIHOE
UCKpPUBIICHHEY). [HIeprnoaBmKHOCTE (mepepa3rubaHue)
JUCTAIBHBIX (aaHr | manbplia Ha KHCTSIX.

B HeBpoIOrnuecKkoM cTaryce npH MOCTYIUICHHUH: TJIa3-
HbIE TIETH aCUMMETpHYHBI, S<D, HEeTOJNHBINA NTO3 CIeBa,
JIETKOE OTPaHWYEHHE JBIDKCHUS JICBOTO ITIA3HOTO S0I0Ka,
JUIUIONHS BIpaBo. UyBCTBUTENBHBIX PACCTPONCTB HET,
CHJIa B KOHEUHOCTSIX JIOCTaTOvHAas. Pedrexchl sxuBbie, 63
4eTKol pasHHMIBl. [laTomorngecknx peduekcoB He BBISB-
JIEHO.

IIpowsseneHo mabopaTtopHOE M HMHCTPYMEHTAIBHOE
uccienoBanue. [1o 1abopaTopHBIM MoKa3areNsM (KIUHU-
YeCcKuil, OMOXMMHYECKUI aHaTU3bl KPOBH, OOIIMK aHa-
3 Moun+mo Heunnopenko) — 6e3 maronoruu. DA n
PMII na cudunmc, ananuzsl kposu Ha BUY, remarutsr B
n C-orpunarensusie. C MENbI0 NCKITIOUCHHS TP QY3HBIX
Oone3Hel COeANHUTENBHON TKAaHN ay TONMMYHHOTO Xapak-
Tepa, onpeaensuick anturena k JJHK, antudocdommmmn-
HBIC aHTUTETA, AaHTUTENA K KapAUOJUIINHY, aHTUSIEPHBIC
aHTHUTENAa, KOTOPBIE He ObIIM OOHAPYKeHBI. | OPMOHBI ITH-
toBuaHOHU xene3bl TTT u T4 — B npenenax Hopmel. Ilo
naHHbIM Y3W cepana BBISBIECH TPOJIAIIC MUTPAJIHHOTO

knamana | crenenu. [IpozepuHoBast mpo6a okaszanach OT-
punarensHON. BrImomHeHa a3nexTpoHeiipomuorpadus c
UCCIIEIOBAHUEM JIEKPEMEHT-TECTa C IPOKCUMAIbHON My-
CKYJIaTypsl M KPYTOBOW MBIIIIIBI IIa3a — JOCTOBEPHBIX
JAHHBIX O HApyIICHHH HEPBHO-MBIIICYHON Nepeadn He
BoLsBIIeHO. 1o nannsiM KT nepeanero cpenocrenus — na-
TOJIOTMM BUJIOUKOBOM eJe3bl He BbIABIEHO. [1o faHHBIM
MPT ronoBHOTO MO3ra M OpOUT, MIEHHOTO U TPYAHOTO OT-
Jiefla — MaToNOTHH He BhIABIEHO. OcMOTpeHa Kapauolo-
roM, peBMarororoM. I1pu ohyTaIbMOIOTHYECKOM HCCIIEI0-
BaHMU — Muomus | creneHu.

Y4uTeiBasg HECOOTBETCTBHE HU OAHOMY U3 CYIIECTBY-
IOMUX KPUTEPUECB NUATHOCTHKH MHACTCHUH, WUCXOII W3
COYETaHUs IPU3HAKOB JUCIUIA3UU COCIUHUTEIBHON TKaHU
CO CTOPOHBI CepAlla B BUJE KIIAAHHOTO CHHApOMA (IIpo-
JIariC MUTPAJIBHOTO KiamaHa | cTenenn), CKeIeTHBIX aHo-
Manuii (BpoXKJIeHHAsI aHOMAJIHSI Pa3BUTHS V Mablia — «ca-
07IeBUIHOE NCKPUBIICHNE) ), CHHAPOMA MTATOJIOTUH OpraHa
3penust (Muomnus | creneHu), coueTaHusI KOKHOTO U MBbI-
[IEYHOTO CHHPOMOB (IITO30M BeKa CJIEBA U TUTUIONHEH ),
ycTaHoBIIeH auarHo3: Cuaapom HemuddepeHmpoBaHHON
JUCIUIA3UH COSTUHNTENbHON TKaH!. I1T03 cieBa. « CKphI-
TO€ JIeTKoe pacxoasmieecs kocornasue Ha OSy. [IMK 1-it
ct. XCH 1. I ©K. Bpoxnennas aHomanus pa3BUTHS V
nansia («cabIeBUIHOE HCKPUBICHHE). [ HIIeprnoaBmxK-
HOCTh TUCTANBHBIX (pajaHr | mambia Ha KUCTIX. Muomus
I crenenu.

PesyabTarnl n 06cy:k1eHne

Takum o0pa3zoMm, MBI HAOMIOHANH CIy4ail MEIUICHHO
MIPOrPECCHPYIOIIET0 B TEYCHUE 5 JIET HEIMOJNHOTO MTO03a,
KOTOPBIA CBOCH H30JIMPOBAHHOCTHIO H HECHUMMETPUYHO-
CTHIO UMHTHPOBAI TNIA3HYI0 CHUMIITOMATHKY IIPH MHACTE-
HUH.

[IpuurHAMU THUIEPIUATHOCTHKA MHACTCHUH MOCIY-
JKHJIH, BO-TICPBBIX, HACTOPOXXCHHOCTh HEBPOJIOTOB B OT-
HOUICHUH MHUACTCHUH, BO-BTOPBIX, U30JMPOBAHHBIC IVIa-
30[IBUraTeNIbHBIC HAPYIICHNUS, HMCIOIIE aCHMMETPHYHOE
pacrpeeneHie 1 UMHTHPYIOIINE KINHIYECKYI0 CHMITO-
MaTuKy MHacTeHUH. OTHAKO, OTCYTCTBHUE ITaTOJIOIMIECKON
YTOMIIIEMOCTH, THHAMIYHOCTH CUMIITOMATHKH B TCUCHHE
IHS ¥ OTO JHS KO ITHIO IIPU IIOCTEIICHHOM IPOTPECCHPO-
BaHHMHU NTO3a, YTO HE XapaKTEPHO Ui MHACTCHHUH, B CO-
YeTaHWU C OTPHLATEIBHON MPO3EPHHOBOW MPOOOH U OT-
CYTCTBHEM JICKPEMEHTA aMIUTATYAbI M-0TBeTa [0 TAaHHBIM
ANEKTPOHEHPOMHOTPADHH, TO3BOJIHIN YCOMHUTHCS B [THa-
THO3¢ MHACTCHUH.

CrnoxHocTsMu B quddepeHInaIsHON THarHOCTHKE B
HamieM HaOJMIOACHUH SIBISUIMCH MOJHMCHCTEMHOCTH IMOpa-
JKCHUSI U HEOOXOIMMOCTh OOCIICIOBaHUS M HAOIIONCHHUS
y pa3sHBIX CHCHHAINCTOB Y3KUX Hpoduiei, oTcyTcTBHE
MAaTOTHOMOHUYHBIX TECTOB BBISBICHUS THUCIUTA3UU COCIH-
HHUTEJIHFHON TKaHU U HEOOXOJMMOCTh HCKIFOYCHUS PYTHX
3a00JeBaHuii, B YaCTHOCTH, MHacTeHUH. KpoMe Toro, mpu
IJIa3HOW (popMe MUACTCHUH 3a4acTYIO IPO3EPUHOBASI IPO-
0a MOXKET OKa3aThCsl OTPHLATENBEHON HApsTy C PEAKON BhI-
SBJISIEMOCTBIO ICKPEMEHTa aMILIHTY/IBI.

JleyeHue quCIUTa3UH COSTUHUTEIHLHON TKAHH SIBISIETCS
HecrienuduueckuM. CBOEBpeMEeHHAs AUATHOCTUKA TI03BO-
JIeT Ha3HAYUTh MEPONPUATHS, HAIpaBICHHBIE HA MPO-
(UITAKTHKY PHCOCAWHECHUS M Pa3BUTHUS MAaTONOTHYCCKUX
WU3MCHCHHH B TKaHAX. HacTOPOXKCHHOCTH JKe B IUIAHE MH-
ACTEHHH OIIpaB/iaHa KypaOeIbHOCTBIO STOTO 3a00JICBaHUS
Y 3aBUCHMOCTBIO IIPOTHO3a TEUCHUS U TPYHAOCIIOCOOHOCTH
OT aJICKBaTHOTO M CBOEBPEMEHHOT'O HAa3HAYCHHS TCPAITHH.
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