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BeepeHue. [luctpotduyeckas muotoHus 1-ro Tuna (JIM1) — camas yacrtas no pacnpoCTpaHEHHOCTU CPeAU MbllEeYHbIX
auctpocuii ntoboro Bo3pacTta. MMOTOHUA B BUAE 3aAePKKM paccnabieHus CKeNeTHOW MyCKynaTypbl Npu NPOU3BONbHBIX
LBUXKeHUAX ABnsetca segywmm cumntomom npu M1, CUMNTOMbBI MMOTOHWUM U PETUCTPALUA INEKTPUYECKON MUOTOHUM
OTCPOYEHbI Nocne Ae6toTa y NaLunUeHToB C BPOXKAEHHOI/AeTcKoit hopmoii IM1, 4To 3aTpyAHSET MCMNONb30BAHME UX B CBOE-
BPEMEHHOW MarHOCTHUKe W NpoBefeHne NPodUNaKTUKM NETaNbHbIX OC0XHEHU Y NALMEHTOB C PaHHUM Ae6TOM.
Llenb uccnepoBaHus — NpeacTaBUTh KIMHUYECKUE LAHHbIE U PE3YNLTAThl UTONbYATOI NEKTpOMUOTpatuu GONbHBIX C Ae-
6toTom 1M1 Ha 1-M [eCATUNETUM KU3HHM, ONPESeNUTL NepBble CUMNTOMbI 33060NEBaHUSA U BO3PACT NOABAEHUA MUOTOHUN
W 3N1EKTPUYECKOH MUOTOHUM BNS ONTUMU3ALUN CBOEBPEMEHHOI AMArHOCTUKM 3a60NeBaHUS.

Marepuansbi u meToabl. MpusegeHo onucaHue 13 6onbHbIx ¢ IM1 B Bo3pacTe oT 2 Mec 40 34 neT. 10 6o/bHbIM NpOBeeHa
urosibyaTas aNeKTpoMuorpadus c aHaNM3oM CNOHTAHHON aKTUBHOCTYU U NATTEPHA NOPAXEHUs CKENEeTHbIX MbllL,. [luarHo3
NOATBEPXKAANCA HA OCHOBAHMW KAMHUKO-NAPAKNMHUYECKUX NPOABIEHMI 3a60neBaHns 1 yeenndeHns CTG-nosTopos >50
B reHe DMPK.

Pe3ynbTatbl. [le610T C BHEMbILWEYHO CUMNTOMATUKN B BUAE HApPYLWEHWUA AbIXaHUA U/ UNU KOPMNEHUS, [U3apTpUK, Hapy-
WeHMs 0byyeHUs B WKONE, MPU3HAKOB PacCTPOCTBa ayTUCTUUYECKOTO CMEKTPa W HO30JI0rMYECKM Hecneundnuyeckoro
CUMNTOMOKOMNNEKCA «BANOTO pebeHKa» OTMEYeH Kak nepBble CUMNTOMbI 3a00neBaHUA. Y Bcex 6ONbHbIX KNTMHUYECKHE
CUMNTOMbI MUOTOHWU W 3NIEKTPUYECKME NPOABNEHUA MUOTOHUM NPU UFONbYATON 3NeKTpOMUOrpacumn NOABNANUCH 3HAYN-
Te/IbHO No33Xe nocsie aebloTa. Y Bcex mMatepeit NoATBEPXKAEHA Knaccuyeckas dopma [IM1, y ofHOM — 0BEHWNbHASA, OAHA-
KO y 5 XeHLWuH 3aboneBaHue [e60TMPOBa0 NO3XKe, YeM NOABUAUCH NEPBbIE CUMNTOMbI NMPU BPOXAEHHOW U [ETCKOM
tdopme M1y ux petei.

BbiBoabl. [lepBble cMNTOMBI NpU BPOXAEHHON U feTckon hopme M1 HecneuudmMyHbI U BCTPEYAKOTCA NPU WNPOKOM
cnekTpe 3a60neBaHUi, @ AUCKPUMUHUPYIOLWMe Npu3Haku [IM1 B BUAE KAMHUYECKOH MUOTOHMM, aTPOdUM AUCTANbHBIX
MbILWL, U 3NEKTPUYECKO MUMOTOHMM NOSABAAIOTCA MHOTO No3xe AebloTa. B rpynne 6onbHbIX fo M nocne GopMUpOBaHUA
tpa3oBoii peun npeacTaBaeHHble KOMOUHALUW CUMNTOMOB NO3BOSAIOT UArHOCTUPOBATL BPOXAEHHYIO U AETCKYI0 hopMy
[IM1 B gebioTe 3a6oneBaHUA U NPOBOAUTb MEAUKO-TEHETUYECKOE KOHCYNLTUPOBAHME B CEMbSAX C OTAMOWEHHBIM aHaMHE30M
1 CBOEBPEMEHHYI0 NPOUNAKTUKY NeTanbHbIX OCNOXHEHWIA.

KnioueBble coBa: anctpoduyeckas MUOTOHHUS, reH DMPK, MUOTOHUYECKME Pa3psifbl, MUOTOHUS, UrobYaTan aneKTpoMuorpadus
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Background. Dystrophic myotonia type 1 (DM1) is the most common muscular dystrophy in patients of any age. Myo-
tonia “delayed relaxation of muscle” is the leading symptom in DM1 and can occur at any time after onset disease.
Myotonia symptoms and electrical myotonia registration are delayed after onset in patients with congenital and infantile
forms of DM1. This makes it difficult to diagnose and prevent fatal complications in these patients in a timely manner.
Objective: presentation of the clinical data and results of needle electromyography in patients with DM1 onset in the
first decade of the life; determination of the first symptoms of the disease, to estimate the age of myotonia and elec-
trical myotonia manifestation for the optimization of the timely diagnostics of the disease.

Materials and methods. 13 patients with DM1 aged from 2 months to 34 years were described. 10 patients underwent
needle electromyography with analysis of spontaneous activity and needle EMG pattern. The diagnosis was made on the
basis of clinical and paraclinical manifestations of the disease and identification of an increase in CTG-repeats (>50)
in the DMPK gene.

Results. The onset with extramuscular signs of respiratory and/or feeding disturbances, dysarthria, school learning
disorders, autism spectrum disturbance and “floppy infant syndrome” was noted as the first symptoms of the disease.
Clinical myotonia symptoms and electrical manifestations of myotonia were absent in all patients for a long time after
the disease onset. DM1 was confirmed in all mothers, however in 5 cases the onset of the disease was later than the first
symptoms in patients with congenital and childhood-onset forms of DM1.

Conclusion. The first symptoms of the congenital and infantile forms of DM1 are not specific and occur in a wide range
of diseases. Such discriminating signs of DM1 as clinical myotonia, distal muscle atrophy and electrical myotonia appear
much later than the onset disease. In the group of patients before and after the formation of phrasal speech, the pre-
sented combinations of symptoms allow diagnostics of the congenital and infantile forms of DM1 at the onset of the
disease. In its turn, it allows genetic counseling in burdened families and timely prevention of fatal complications.

Key words: dystrophic myotonia, myotonic dystrophy, DMPK gene, myotonic discharges, myotonia, needle electromyo-
graphy
For citation: Kurbatov S.A., Kenis V.M., Savina M.V. et al. Myotonia and myotonic discharges of dystrophic myotonia

type 1 at the first decade onset: a literature review and data of the case series. Nervno-myshechnye bolezni = Neuro-
muscular Diseases 2022;12(2):47-63. (In Russ.). DOI: 10.17650/2222-8721-2022-12-2-47-63.

BeepeHune

Hucrpodmaeckast Muotorus 1-ro Tmma (JIM1) — omHO
W3 CaMBIX YaCTBIX HACICICTBEHHBIX HEPBHO-MBITIICYHBIX
3a00JIeBaHMI C ayTOCOMHO-TOMMHAHTHBIM HaCJIeOBaHUEM,
ne0TOM 3a001€BaHUSI OT BHYTPUYTPOOHOTO 10 TTOXUJIO-
rO BO3pacTa, HEYKJIOHHBIM MEUICHHBIM ITPOrPECCUPOBA-
HUEM U HebJaronpusiTHbIM ucxomom. JIM1 oGycnoBieHa
IMHAMUYECKON MyTallel B TeHe MUOTOHMHITIPOTEUHKH -
Ha3bl DMPK (j1okyc 19q13) B BUIe SKCITaHCUM TPUHYKIIEO-
tuaHBIX ToBTOpOB n (CTG) B 3’-HeTpaHCIMpPYeMOii 001acTr
reHa, IPUBOISINEH K HapyIIeHUIO (PYHKIIUM OTHOMMEH-
HOTO OeJIKa; 9MCIIO TIOBTOPOB, KaK MPaBUJIO, KOPPEIMPYeT
C TSDKECTBIO M Bo3pacTtoM Havana JAMI1 [1, 2]. MyTaHTHBI
6enok DMPK napymaet crutavicudr npe-MPHK paznunbix
TeHOB, PE3YJIBTATOM YETO SBJISICTCA HapyleHe (DYHKIINT

6omee 2000 6e1KOB M, KaK CIIEICTBHUE, TTOJUCUCTEMHOE
nopaxenue ripu M1 [3, 4]. B MenuiimHe HET HU OJJHOTO
3a00JIeBaHUSI ¢ TAKUM ITHPOKMM CITEKTPOM pa3HOOOpa3-
HBIX MBIIICYHBIX ¥ BHEMBIIICYHBIX CHUMITTOMOB, Pa3/TTIHBIC
KOMOMHAIINY KOTOPBIX YPE3BbIUAHO YCIOXKHSIOT T de-
peHuManbHyo auarHoctuky JM1 [5]. Ilpu orcyTcTBUM
KJTIOYEBBIX CUMIITOMOB (COYeTaHEe MUOTOHHUU C aTpOhH-
eil ¥ Tape30oM KeBaTeJIbHBIX MBIIII, Crubaresieil meun,
MBI JUCTATBHBIX OTACIOB KOHEYHOCTE, MUOTOHUYE-
cKux paspsanoB (MP) ripu uronbaatoit sjeKTpoMuorpadpum
(OMT)) zamomo3putsk M1 KpaiiHe 3aTpyaTHUTETBHO [2].
B 3aBucuMocTH OT Bo3pacTa Ae0r0Ta BEIIEIISTIOT BPOXKICH-
HYIO, IETCKYIO, FOBEHIIBHYIO, B3POCIIYIO (KJIaCCUUYECKYIO)
¥ TIO3HIOKO (OMrocuMIIToMHyI0) hopmy JIM 1. MHTEpecHO,
YTO KJTIOYEBBIC CUMITTOMBI OTCYTCTBYIOT MJIN MOSIBIISTIOTCST
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3HAYUTEIBbHO T03Xe Ie0roTa IpH BceX (popmax, Kpome
JIOBEHWJILHOM UM KJIacCU4YecKoii [2, 5].

Hau6onee Tsokenast — BpoxaeHHast popma (BAM1),
KOTODAs MPOSIBIISIETCS CIA00I TBUTaTEIbHON aKTUBHOCTBIO
IUTO1a, MHOTOBOIWEM U MepopMaIissMU CTOII (KOCOJIaIo-
CTBIO) TI0 JAHHBIM YJIBTPa3BYKOBOTO MCCIICIOBAHMUSI BO Bpe-
M 6epemeHHocTH [5]. [Tocne poxknenns rpydas nnddys-
Hasl TUIIOTOHUS CKEJICTHBIX, JIMIIEBBIX U OYIbOApHBIX
MBI TPUBOAUT K HAPYIIICHUIO IBIXaHUS M KOPMJICHUSI,
TpeOysT MCKYyCCTBeHHOU BeHTW UMM jerkux (MBJI),
u B42 % cinydaes 6osbHble ¢ BM1, Kak mpaBuiio, He Iie-
pexuBaloT 1-i1 rox xxusuu [2, 6, 7]. C1abocTb ¥ TUTTOTOHUS
y OOJIBHBIX CBSI3aHBI C HE3PEJIOCTHIO CKEJICTHBIX MBIIIIT
u 1ieHTpasbHoi HepBHOI cructeMbl (LTHC). ITo mepe B3po-
CJICHUSI OTCTaBaHME B MOTOPHOM Pa3BUTUM HUBEIMPYETCS,
MacKupys 3a00JieBaHIE IO ITPUOOPETEHHBIC TIOPAKCHMST
LHC [2, 7]. IIpu merckoit (AJM1), xkak u ipu BJIM1,
ITATEIBHOE BPeMsI OTCYTCTBYIOT TIPU3HAKU TUCTPODUM
MBILIIL U KIoueBble cuMOToMbI JIM1, a Ha nmepBbIi TJ1aH
BBIXOISIT 3alepKKa IICUXOPEYEBOTO Pa3BUTHUSI, TIOBEICH-
YeCKMe HapyIIeHUsI, yMCTBEHHAsI OTCTAJIOCTh U B TaTbHE -
IIeM HapylleHre 00yYeHMS B IIIKOJIE, YTO CMEIaeT ITOMCK
IIPUYMHEI B HAIIPABJICHUM TPYIIIHI 3a001eBaHUI C TTOpa-
xeHnem LTHC. O6b19HO Takue 60IbHbBIE ITUTEJIBHOE Bpe-
MsI HaOJTIOIAl0TCs y HEBpoJIora 1 AedeKTosora ¢ HeycTa-
HOBJICHHOM NPUYMHOI 3a00JI€BaHUsI 10 MOMEHTa, TTOKa
kimaccraeckyro opmy (KM 1) ycraHaRIMBAIOT y MaTepy WA
IO TIOSIBJICHUSI HAa 2-M IECSTIICTUH Y OOJTbHBIX KITIOUEBBIX
CHMIITOMOB, TTO3BOJISIONINX 3aII0I03PUTh U YCTAHOBUTH
BEpHLIN Auarnos [2, 5, 7, 8]. C mebiora nepBbIX CHUMITTOMOB
3a7epkKa B nuarHoctuke coctasisger 13,0 = 11,3 rona,
YTO HE TTO3BOJISIET TIPOBOINTH MPOMIIAKTUKY CePhEe3HBIX
CepACYHBIX HapyIIeHUU (CHHIpOMa BHE3aITHOM CMEpTH
¥ XKU3HEYTPOXKAIOIINX HAPYIICHW pUTMa), pa3BUBaIO-
muxcst B nepuoxn 10—18 jget mpu BAM1 u M1 [9—11].
OcHoBHoe neyeHue JIM1 3axkimodaeTcss B MEAUIIMHCKOM
HaOJIOIeHNY U TIPODUIAKTHUKE MYJIBTUCUCTEMHBIX Hapy-
IICHUIT; ONTUMHUCTUIECKHE YCIIEX HAMETUJIVICh 1 B T1aTO-
reHeTuyeckoM JeuyeHuu [IM1 [2, 5, 10].

B Poccuu onucanue ciayyaes BJIM1 u IJIM1 c oueH-
KOl CHUMIITOMOB B I¢OI0TE 1 B TIEPHOJI IIOSIBJICHUST KITIOUE-
BBIX CUMIITOMOB paHee He ITyoImKoBaiu. B ¢Bs3u ¢ aTuM
Ype3BBIYATHO BaXKHBIM SBJISIETCS MHGOPMUPOBaHNE Bpa-
Yeil 0 BO3MOXKXHOCTH ONTHUMU3ALIMU CBOSBPEMEHHOM M-
arHOCTUKY U MPOMPMIAKTUKH JICTATbHBIX OCTOXHEHUI
y 60sbHBIX JIM1.

Ienb uccnenoBanust — NMpeICTaBUTh KIMHUYECKWE TaH-
HBIE U pe3ynbTaThl UToJbuaToii DMI O0IBHBIX ¢ 1e0I0TOM
JAMI1 Ha 1-M mecSITWIETUU XU3HU, ONPEAe/IUTh IepBbie
CHMIITOMBI 3a00JICBaHMS ¥ BO3PACT ITOSBICHUS MIOTOHUN
¥ 3JICKTPUYECKON MUOTOHUH MIJIST ONTUMM3AIINU CBOEBPE-
MEHHOU IMarHOCTHUKH 3a00JIeBaHMS.

Matepuanbi n metofbl
ITammenTol. Pogutenu, wiu apyroit 3aKOHHBIA Mpea-
CTaBUTECJIb 6OJ'ILHOF0, Wi caM 00JIbHOI B BO3pacCTe CTaplic

14 et mosrydaay HeOoOXOAMMEIE Pa3bsICHEHUS U TTOMITH-
CHIBaJIM MHOOPMHUPOBAHHOE JOOPOBOJIBLHOE COTIache Ha
HCTIOJIb30BaHNE TaHHBIX OCMOTpa, 00caenoBaHmsI U (po-
Torpaduii B HAayYHBIX LEJISIX.

B ucciaenoBanue BkitoueHo 9 nmpobaHmnos ¢ BJIM1
n4—cJ1JAMI1, a takxke ux marepu ¢ KJIM1 u 1 maupeHTka
¢ 1oHomeckoi (opmoit AM1 (FOIAM1), HaxomuBIIecs
ron HabmoaeHneM B OO0 «3mopoBhIii pedbeHOK» (T. Bo-
poHex), ®T'BY «<HMMUII neTckoii TpaBMaTOJIOTUHN U Op-
tonenyu uM. I. . Typuepa» (. Cankr-IletepOypr) u TAY3
TiomeHckoit obnactu «Jderckuii 1euyeOHO-peaduaInTau-
oHHBIN 1IeHTp «Hamexma» (. Tromenp). KinmnHMKO-TeHE-
aJIOTMICCKUE OIMMCAHMS IIPEICTaBIICHBI IJIST BCEX IIPOOaH-
OB, pe3yJbTaThl urojbyatoii OMI — nng 10, maHHBIE
MarHMTHO-pe30HaHCHOit Tomorpacduu (MPT) Bcero Tena —
175 2 mpodannos ¢ BIAM1 u IJIM 1, KOpoTKHii TECT ¢ Ha-
rpy3koit (KTH) rposenen 1 6ompHOMY (Tabm. 1 u 2). Bos-
pacT Ha MOMEHT POJIOB MaTepeil ¢ MOATBEPKICHHBIMU
dopmamu [IM1, 1e610T MUOTOHUU Y BO3PACT IMTOCTAHOBKM
JIMarHo3a IpecTaBieHbl B Ta0. 1.

DnexkrpoMuorpadust MPOBOAMIACH HA AIEKTPOHENPO-
muorpade «MBII-mukpo» («Heiipocod1», PD) ¢ ncronnb-
30BaHMEM CTaHAAPTHOIO MPOTOKOJA KOJUYECTBEHHOTO
aHaJM3a MOTeHIMaaoB aBuratenpHbIx equHUL (ITHE).
Y kaxporo 00JbHOIO MCCJeAOBalach NMepeaHsst 00Jb-
medepiioBas MbIIINA U 1—3 MBIIIIIB TOTIOJTHUTEIHHO
(Tabm. 2). PaccunThIBAMIMCH CpeaHNE JUTUTEIHBHOCTD, aM-
mwatyaa u uynciio nomdasaeix [TIE. [Ipu oTkioneHNT
JUTUTETbHOCTY Ha > 16 % OoT cpeaHeil Bo3pacTHOI HOpMa-
JIN30BaHHOM JUTUTETBHOCTH (BCTPOSCHHBIE HOPMATUBHEBIC
Ta0JINIIBI) YPOBEHB ITOPAXKCHUS CUMTAIICS TICPBUIHO-MBI-
IIEYHBIM, VUTM MUOT€HHBIM.

I1poBenena purmuueckas ctumyiasiuuss — KTH npu
KOMHATHO# TeMIIepaType Mo CTaHAAPTHOMY ITPOTOKOJTY
(3 cepun CTUMYJIOB JIOKTEBOTO HEpBa, KaXKIOMY U3 KOTO-
pbIX npeatecTByeT 10-ceKyHaHOe MU30TOHUYECKOE COKpa-
IIeHWEe MBIIIIIBI, OTBOISINCH MU3MHEIL) C TTOCIeAYIOMIeH
oureHkoit matrepHa (I, II u I Tum mo ®yprbE) [12].

MounekyasipHO-reHeTHYeCKMii aHaam3. MoJeKyIsIpHO-
reHeTU4YecKast JMarHOCTUKA MUOTOHMYIECKOM TrCcTpodu
TIPOBOIMIIACH C UCITOJIB30BAHMEM METOA TPeXITpaitMepHOM
TIOJIMMEPa3HOM LIEITHOM peaKIIMK ¢ UCITOJIb30BaHEM (ITy-
OpEeCIICHTHO-MEUEHHOTO IIpaliMepa, CIieIM(UIHOTO K 00-
nactu CTG-moBTOPOB, JIOKAJTN30BaHHEIX B 3’-00/1acTH
reHa DM PK. [laHHBII MeTO, TTO3BOJISIET pa3indaTh HOp-
MaJIbHO€ YMCJIO TTOBTOPOB, COCTOSTHME IIpEeMyTalluu
¥ MyTallMM-3KCITAaHCUM CBEITIe 50 TOBTOPOB, OMHAKO HE
MO3BOJISIET MOACYNTATh TOYHOE YHUCIO MOHOMEPOB I10-
BTODA.

Busyanmn3zanust pe3yasraToB MOJUMEPa3HON IIeTTHOM
peaxIMy ITPOBOAMIIACH C MCITOIB30BaHMEM KaITMIIISIPHOTO
reHeTndeckoro aHanmiaTopa ABIPrism 3100 (Applied
Biosystems). J/In3ailH OJIMTOHYKJIEOTUAHBIX MpaiMepOB
ocymecTtnieH B taboparopuu JJHK-guarnoctnku ®I'BHY
«Menuko-reHeTIecKuii HaydHbI HeHTp uM. akan. H.IT. bou-
KoBa», cuHTe3 — B 3A0 «EBporen».
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Ta6maua 1. Kiunuko-napakaunuveckas xapaxmepucmuxa npobarndoe u ux mamepei ¢ IM1

Table 1. Clinical-paraclinical characteristics of the patients and their mothers with DM 1

~N
-—
=
o
=

50

A referral diagnosis Age of onset/ Language Psychiatric
myotonia delay/ptosis disorders/
and facial intellectual
examination, failure /dysphagia diplegia disability
years from birth to 1 year

Llepe6panbHas nmemud 111 crenmeny. CuHapoM
yraerenust LIHC. [IprxaTebHast HEIOCTATOY - -
HocTtb 11 cTenmenn 0/0,2/1 + (21)/+ }T{IE;— //:_ Ii{&;g{[
Cerebral ischemia of the 3™ degree. CNS depression
syndrome. Type 3 respiratory failure

™ X

LlepeopanbHas umemus 111 crenenu. JIprxatenb-
Has HepocTtatouHocTh I—II crenenu. BuyTpu-
JKEeTyI0IKOBOE KpoBou3usiaue | cremenun 4 a HI1/—/+ HIT/HIT
Cerebral ischemia of the 3™ degree. 0/0,3/0,3 (122)/ NA/—/+ NA/NA
Type 1-2 respiratory failure. Intraventricular
hemorrhage of the 3" degree

X

JLIIT (HO*, ranpaBieHa 1UIst OIepaTUBHOTO

JIeuyeHus TepopMaliuy CTOI) _
Cerebral palsy (ND*, directed for surgical 0/1,7/6 +(22)/+ Y/ -

treatment of deformities of the foot)

™ X

JIIIT (HI*, HarpaBieHa 1UIsl OepaTUBHOTO

JIeYeHUST NechopMaIiiy CTOIT) _
Cerebral palsy (ND*, directed for surgical treatment 0/2,5/9,5 +(30)/+ WAy I+

of deformities of the foot)

™ X

Oprannyeckoe nopaxxenue [IHC B cTtpykType
HeauddepeHIIMPOBaHHOTO F'eHETUYECKOro 3a00-
JieBaHUS (pacileTMHa TBEPIOTO M MSITKOTo HEDa,
Kpunropxusm ciesa). Cunapom LI, cnactu-
5 M Ueckas qmierus TSDKEJION CTereHn. DKBUHO- 0/12/17 +(14)/+ +/+/+ —/+
TJIAaHO-BaJIbrycHasi AecopMaiusi CTOI
Organic lesion of the CNS, undifferentiated genetic
disease (cleft hard and soft palate, cryptorchidism
on the left). Cerebral palsy, spastic diplegia of severe
severity. Equino-plano-valgus foot deformity

Opranunyeckoe mopaxkenue LIHC ¢ peueBsiMu
M ayTUCTUYECKUMU HapylIeHUsIMU. MUOTOHMS
6 M TomceHa? 2/17/22 —/— AR A =
Organic lesion of the CNS with speech and autistic
disorders, Thomsen’s disease?

AddexTrBHBIE pacCTpOKiCTBa, yMCTBEHHASI OT-
CTaJIOCTh JIeTKOM cTerneHu. MuoroHust TomceHa?
7 M Affective disorders, mild mental retardation. 4/17/21 —/= =i A
Thomsen’s disease?
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Congenital
hypotension/
deformity
of the foot

1 +/+
2 +/+
3 +/+
4 +/+
5 +/+
G
7 —/=

‘Weakness neck
flexor/distal/
proximal muscles,
MRC score

3/4/4

2/4/4

HI
ND

3/4/3,5

2/4/3

2/4/3

2/4/3

Tendon
reflexes/
Babinski sign

/=

T/+

1/+

1/ -

Additional examination

OKT, B3I N; MPT roioBHOTo Mo3ra: JJaKyHapHast
JetikoMansaius. MPT OpIolllHOM MOJI0CTH: aHTUOJIM-
noma neyeHu. Y3U cepaiia: cTeHO3 BETBEH JIETOYHOM

aprepun. PeHTreHOrpadus rpyqHOM KIETKU: pelakca-
114 IPaBOro KymoJia nuacdparMbl
ECG, EEG: N. Brain MRI: lacunar leucomalacia. Abdominal
MRI: liver angiolipoma. Ultrasound of the heart: stenosis
of the branches of the pulmonary artery. X-ray of the chest:
relaxation of the right dome of the diaphragm

VY3U cepmuia, OKT, B3I, MPT Bcero Tena:
0e3 maToJIoTun
Ultrasound of the heart, ECG, EEG, MRI of all body:
no pathology

Odranbmoror: OU coapyKecTBEHHOE CXOASIIEeCs
Kocoriasue. MPT Mbliiii] HOT: CUMMETpUYHAS XXUPOBast
nuctpodust m. extensor digitorum longus. MPT ronos-
HOro Mo3ra: 3amectuTtebHas ruapouedanus. DKI:
AB-61n0kana | crerern, HapyIieHre BHYTPYZKETYI0YKOBO-
IO MPOBEACHUS U PENOJISIPU3ALIMU JIEBOTO KETYA0UKa
Ophtalmologist: OU convergent strabismus. MRI of leg muscles:
symmetrical fatty dystrophy m. extensor digitorum longus.
MRI of the brain: substitutive hydrocephalus. ECG: AV block
of the 1* degree, violation of the intraventricular conduction
and repolarization of the left ventricle

DBI: aNIMaKTUBHOCTH B JICBOM 3aThI0OYHOM noje. DKI:
HapylIeHNe 2JIEKTPUUECKOM aKTUBHOCTU MPABOTO XKeJIy-
nouyka. MPT rosoBHoro Mo3sra: arpocuyeckre u3MeHe-

HUS JIOOHBIX, TEMEHHBIX JI0JIEN U MO30JIMCTOTO Tejla
EEG: epiactivity in the left occipital lobe. ECG: violation
of the electrical activity of the right ventricle. MRI of the brain:
atrophic changes of the frontal, parietal lobes and corpus callosum

VY3U: N. Odhranbmorior: pacxoasiineecst albTepHUpPY-
foniee kocornasue. MPT roigoBHoro mo3sra: nepu-
BEHTPUKYJISIPHAS JIEHKOMAJISILINST, 3AMECTUTEIbHAS
runpoiedanys, TUOTUIA3Ws TUTohu3a
Ultrasound: N. Ophthalmologist: divergent alternating
strabismus. MRI of the brain: periventricular leukomalacia,
substitutive hydrocephalus, hypoplasia of the pituitary gland

HA
ND

Okymuct: OU ToYeUHbIe IITPUXOBUIHBIC TTOMYTHEHUS
B XpycTajrKe (OCI0XXHEeHHasl KaTapaKTa, BIICPBbIE BbI-
spaeHHas). DKL ynnunenue QT (cunapom bpyrano?)
Ophthalmologist: OU dotted streak-like opacities in the lens
(complicated cataract detected for the first time).
ECG: QT prolongation (Brugado syndrome?)

Proband’s mother:
form DM 1 /onset of

myotonia/age at birth/

diagnosis, years

KAM1/30/33/33
BIM1/30/33/33

KIOM1/32/32/32
BIM1/32/32/32

KIM1/37/41/37
BIM1/37/41/37

KIM1/27/21/27
BIIM1,/27/21/27

HA/HO/25/H
ND/ND/25/ND

KIIM1/25/29/42
BIM1/25/29/42

KIM1/23/23/40
BIIM1/23/23/40

~N
-—
=
o
(=
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A referral diagnosis

Oprannyeckoe mopaxenune IIHC ¢ peueBbiMu
X HapyIIeHUSIMA, COITnohobnei,
8 F JCIMPECCUBHBIMU COCTOAHUAMU
Organic lesion of the CNS with speech disorders, social
phobia, depressive states

JIILIT, atToHnuecku-acTaTuaeckas popma.
JAu3apTpusi, aCTEHOHEBPOTUYECKUI CUHAPOM,
MHECTUKO-UHTEJUIEKTYAIbHOE CHUXKEHUE
Cerebral palsy, atonic-astatic form.
Dysarthria, astheno-neurotic syndrome, mnestic-
intellectual disorders

JIIIT, atonndeckas popma.
ACTEHOHEBPOTUYECKUIA CUHAPOM, YMCTBEHHAsI
OTCTaJIOCTh JIETKOI CTEIIeHU
Cerebral palsy, atonic form. Astheno-neurotic
syndrome, mild mental retardation

10 M

Juctpodudeckass MUOTOHHMS 1-T0 TUITA

11 M Myotonic dystrophy type 1

Opranuyeckoe mopaxkenue [ITHC.

JILITT ¢ BeIpaxkeHHBIM a(PeKTUBHBIM
PaccTpPOCTBOM, KOTHUTUBHBIM AE(OUIIATOM,
COLIMaJIbHOM e3afanTalen
Organic lesion of the CNS. Cerebral palsy
with severe affective disorders, cognitive deficit, social
maladaptation

12 M

JILIIT co crmacTuyecKoit AUIIerueit, peuyeBbIMU
HapYLICHUSIMUA, ayTUCTUIECKUMU YePTaMHU,
KOTHUTUBHBIM I[e(bI/IL[I/ITOM, MUoOIaTuein HEYTOY-
HEHHOM, XxPOMOCOMHBIM CUHIPOMOM
Cerebral palsy with spastic diplegia, speech and autistic
disorders, cognitive deficit, myopathy unspecified,
chromosomal syndrome

13 M

onset/age of last | Congenital respiratory

Age of onset/
myotonia

Language
delay/ptosis
and facial
diplegia

Psychiatric
disorders/
intellectual
examination, disability
years

failure /dysphagia
from birth to 1 year

2/21/23 —/= +/+/+ +/—
0/22/22 —/+ +/—/+ —/+
0,1/23/23 —/+ +/—/+ =/
8/24/24 —/— 4R/ —/=
0/34/34 —/+ SE = +/+
0/8,2/8,7 + (20)/+ +/+/+ +/+

Ilpumenanue. 2K — xncenckuii noa; M — myxcckoii noa; HIl — nem dannvix; HII — nenpumenumo; MPT — maenummuo-pe3onancHas
momoepagus; KT — komnvromepras momoepagpus; XMA — xpomocomuwiit muxkpomampuunwiii anasus; CHII — noanoe cexsenuposanue
ax3zoma; FISH — gayopecyenmuas eubpuduzauyus in situ; TMC — mandemnas macc-cnexkmpomempus; KJAIM 1 — kaaccuueckas ghopma
ducmpoguueckoii muomonuu 1-eo muna; FOJAM 1 — ronoweckas goopma ducmpopuueckoii muomornuu 1-eo muna; BIAM1 — e3pocaas
gopma ducmpoguueckoii muomornuu 1-eo muna; I[THC — yenmpanvnas nepenas cucmema,; AL — demckuii yepebpanvHulii napasut;
DI — anexkmpoanyepanoepaghus; IKI — anekmpoxapouoepagpus; Y3H — yavmpa3zeykoeoe uccaedosanue; N — Hopma.

*[IpedsapumenvHulii OuaeHo3 HeusgecmeH.

Bce cnyyau 6071e3HU MOATBEPKACHBI MOJIEKYJISIPHO-
TeHeTUYECKUMU MCCIeOBaHUSIMU B J1abopaTopusix
®OI'BHY «Meauko-reHeTUYeCKil HaydHbIiA LIEHTP M. aKafl.
H.TI. BoukoBa» (Mocksa) niu ®I'BOY BO «IlepBbrit
Cankr-IleTepOyprckuii rocymapCcTBEHHBIN MEIUITMTHCKII
yHusepcuteT uM. akan. U.T1. [Tasnosa» (Cankr-IleTep-

oypr).

Pesynbrathbl

Kinmanueckast xapakTeprcTrka 1 TOCTYITHBIE TTapaKIIv-
HUYECKWE Pe3yIbTaThl KpaTKO 00001IeHb B Ta0. 1. Y Bcex
13 mpobaHmoB 1 12 006CIeIOBaHHBIX MaTepell BBISIBJICHO
yBemmueHre CTG-noBropoB >50 B reHe DMPK. Ipeo6ia-
Ialy TpobaHIbl MYyXKCKOTO ITojla — 9 m3 13 maumeHTOB
(69,2 %). J1e610T B 1-ii TOJ XKU3HU C HAPYIICHUSI TBIXaHUS
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OpueuHnanvHble Uccaedo8anus

Additional examination

Congenital
hypotension/
deformity
of the foot

Weakness neck
flexor /distal/
proximal muscles,
MRC score

Tendon
reflexes/
Babinski sign

Oxynuct, B3I, Y3U cepaua: N. Opronen:
rpynomnosichnuHbii ckonmos 11 crenenn. DKI: 6mokama
nepeaHel BETBU JIeBOM HOXKY TydKa [uca
Ophthalmologist, EEG, Ultrasound of the heart:

N. Orthopedist: thoracolumbar scoliosis of the 2" degree. ECG:
blockade of the anterior branch of the left leg of the Gis bundle

2/4/3

Oprtoren: KiudhoCKOIMO3 TPYTHOTO OTaeIa
TIO3BOHOYHUKA
Orthopedist: kyphoscoliosis of the thoracic spine

9 +/+ 3/4/3,5

OKyJ'II/ICTI MUOIIHA cpeI[Heﬁ CTCIICHU

+/+
10 / Ophthalmologist: moderate myopia

2/4/3

HA

no -~ 3/4/3,5 = "

MPT rosioBHOro Mo3ra: MHOXXECTBEHHbIE OUaroBbie
W3MEHEHUsI OeJIOTO BeleCcTBa MOJyIIapuii
TOJIOBHOT'O MO3ra
MRI of the brain: multiple focal changes in the white matter
of the cerebral hemispheres

12 +/+ 2/4/3 /-

Oxynuct: OU runepmerponusi. MonutopuHr DKI:
ymmuaenue QT no 478 mc, TpansuTopHast AB-6okana
I crerern. Y3U cepama, KT, XMA, FISH, kapuorurm,

CHII, TMC: N
Ophthalmologist: OU hypermetropia. ECG monitoring:
QT prolongation up to 478 ms, transient AV block
of the 1 degree. Ultrasound of the heart, CT, aCGH, FISH,
karyotype, WES, MS: N

13 Ty 2/3,5/3 1/+

OkoHnuanue maén. 1
End of table 1

Proband’s mother:
form DM1/onset of

myotonia/age at birth/

diagnosis, years

KIM1/35/23/36
BIM1/35/23/36

KIM1,/20/26/48
BIIM1/20/26/48

KIM1/38/27/51
BIAM1/38/27/51

KJIM1/28/26/30
BIMI/8/26/30
KIM1/39/25/43
BIM1/39/25/43

I0JIM1/14/28/36

Note. F — female; M — male; ND — no data; NA — not applicable; MRI — magnetic resonance imaging; CT — computed tomography; aCGH — array
comparative genomic hybridization; WES — whole exome sequencing; FISH — fluorescence in situ hybridization; MS — mass spectrometry; KM 1 —
classic form of myotonic dystrophy type 1; FOJIM 1 — juvenile and adult form of myotonic dystrophy type 1; BIIM 1 — adult form of myotonic dystrophy

type 1; CNS — central nervous system; EEG — electroencephalography; ECG — electrocardiography; N — normal.
*A referral diagnosis unknown.

W/VJIM TJIOTaHUsI yCTaHOBJIEH y 9 (69,2 %) npobaHIoB,
y 4 Mpo6aHIOB NEOIOT COCTOSUT U3 PEUYEeBBIX HAPYIIEHUI
mocie 2 jet. Y 2 npodanmos ¢ BAM1 mposenena MPT Bce-
TO TeJia, Pe3y/IbTaThl MpeACTaBIeHbI B Ta0. 1 1 Ha puc. 1.
XapakTepuCcTUKN KIMHUYECKUX CUMIITOMOB MUO-
TOHUM U UTOJbYaTO DMI mpencraBieHbl B Tabm. 2.
Ha MomeHT ocMOTpa KITMHUYecKre TPU3HAKY MUOTOHUU

(KM) He BBISIBJIEHBI Y 5 Tp0o0aHIOB B Bo3pacte 10 9,5 ro-
na. dnekrpudeckass MuotoHust (DM) B BuIe MHOXECT-
BeHHbIX M P nipu uronpyaroit DM He peructpupoBanach
y 4 ipodanmoB 10 7,8 roga. ¥ 3 mpobaHIOB B IIPOKCH-
MaJIbHBIX 1 Yy | Tpo0GaH/ia B IUCTATbHBIX MBIIIIIAX BBISIBIEH
HOpMasibHbITT DMT -maTTepH, Yy OCTaTbHBIX YCTAHOBJIEHBI
nepBUYHO-MbIlieuHbie u3meHenus [1J1E (cMm. Tab6n. 2).
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HepsHo-Mblweynbie O JIE3HU
Opueunanvhble uccaedosanus

Tabmaua 2. Kiunuueckas u Hedpousuonoeuteckas xapaKkmepucmuka Muomonuu y npooandoe ¢ BIM 1 u JIJIM 1

Table 2. Clinical and neurophysiological characteristics of myotonia in probands with congenital and infantile DM 1

o
: I
= Myotonia Needle EMG
Bospacr
Pro- | Diagnosis Onset Bospact AKTHBHAS MexaHu- TnpoBexeHWs Mbimma, MpuoToHnYecKne
band myotonia, 0CMOTpA, JeT yeckas DMI, ner naTTepH pa3psabl
years
1 BIMI1 Hert (1) 1 Het Her 0.2 bb (H) bb (H)
CDMI No (1) No No 2 TA (N) TA (-)
2 BAMI1 Hert (0,3) 03 Her Her HJT HJ, HJT
CDMI1 No (0,3) > No No ND ND ND
Bb (Mr) BB (—/+)
M (Mr) UM (—/+)
3 BIMI1 Her (6) 6 Hert Her 4.1 b (Mr) b (-)
CDMI No (6) No No 2 TA (My) TA (=/+)
GM (My) GM (—/+)
Bic (My) Bic (—)
Bb (Mr) Bb (-)
WM (H) UM (—/+)
JIB (H) JIB (—)
4 BIMI1 Her (9,5) 95 Het Her 4.9 b (H) b (-)
CDMI No (9,5) 0 No No 0 TA (My) TA (-)
GM (N) GM (—/+)
VL (N) VL (-)
Bic (N) Bic (—)
Bbb (Mr) Bb (++)
5 BIAMI1  Kuctm (15) 17 HJ HJI 15 1M (Mr) UM (++)
CDM1 Hands (15) ND ND TA (My) TA (++)
GM (My) GM (++)
K++
O+++
6 JJAM1  Kuctu (10) 2 I1+ I+ 15 Bb (Mr) BB (++)
IDMI Hands (10) M++ D+ TA (My) TA (++)
D+++
P+
X )++ BB (Mr) Bb (+++)
A+++ JIB, (Mr) JIB (+)
7 AAM1 Kuctu (5) 21 I1+ I+ 17 I (H) I (+)
IDM1 Hands (5) M (L)++ D+ TA (My) TA (+++)
D+++ VL (My) VL (+)
P+ Del (N) Del (+)
X )++
JO+++
8 AIM1  Kuctm (13) 23 T- Her 19 BB (Mr) BB (+++)
IDM1 Hands (13) M (L)++ No TA (My) TA (+++)
D+++
P—
XK+
O++
9 BAMI1 Kuctu (8) 2 I1— Her 23 Bbb (Mr) Bb (+++)
CDMI1 Hands (8) M+ No TA (My) TA (+++)
D++
P—
X+
O++
10 BAMI1  Kucrtu (16) 23 I1— Her 23 Bbb (Mr) Bb (+++)
CDMI1 Hands (16) M+ No TA (My) TA (+++)
D++
P—
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Diagnosis

M1
1 IDM1
BIMI
12 CDM1
BIMI
13 CDM1

Onset Bospacr
myotonia, 0CMOTpA, JIET
years

Kuctu (14)
Hands (14) .
Kwctu (7)
Hands (7) 34
Her (8,7)
No (8,7) 57

A BHASK Mexann-

X+
J++
I1—
M+
D++
P—

qyeckas

Her
No

XK ()++

O+++
I1—

M (L)++
D+++
P—

Her
No

Her
No

Her
No

Bospacr
TIPOBeIeHNs
DMI, ner

HI
ND

HI
ND

7,8

Mbimma,
narTepH

HI
ND

HI
ND

BB (Mr)
IB (H)
TA (My)
RF (N)

OkoHuanue maba. 2
End of table 2

MuoToHnyecKne
paspsiapl

HI
ND

HI
ND

bb (—)
I1b (-)
RF (—)
TA (—)

Ilpumenanue. B/IM 1 — eposcdennas ducmpoguueckas muomonus I1-eo muna; JIJIM 1 — demckas ducmpoghuueckas Muomonus

1-e0 muna; IMT — snexmpomuoepaus; XK — sceeamenvhvie mvtuysl; ] — oucmanvhuvie moiuiypbt; 11 — npokcumanshvie Moiulybl;

A — motuypt s3vika; bb — nepednss boavuebepyosas moimya; UM — ukponoxcuas motuya; JIb — aamepanvras mvluiya 6edpa;

b — buyenc; /1 — deavmoguonas mvtwya; I1b — npamas moiuya 6edpa; Me — muoeennwiii; H — nopmansvuviiit IMT-nammepn;

«+++» — goipancento; «++» — ymepenHo; «+» — He3HAUUMENbHO BbIPadICeHA; «<—/+» — HeMUNUYHbIE; <—» — OMCYMCMEYIOM MUOMO-

HUs UAu MuomoHuueckue paspsaost; H/l — nem dannuix.

Note. CDM 1 — congenital myotonic dystrophy type 1; IDM 1 — infantile myotonic dystrophy type 1; EMG — electromyography; M — masseter muscles;
D — distal muscles; P — proximal muscles; L — m. lingulis muscles;, TA — m. tibialis anterior; GM — m. gastrocnemius; VL — m. vastus lateralis; Bic —
m. biceps brachii; Del — m. deltoideus; RF — m. rectus femoris; My — myogenic; N — normal EMG pattern; “+++” — pronounced; “++” — moderately;
“+” — slightly expressed; “—/+” — atypical; “— " — no myotonia or myotonic discharges; ND — no data.

Puc. 1. Maenumno-pe3onancnas momoepagus éceeo meaa @ AKCUANbHbIX U hpoHmanvHwvix naockocmsx, pescumax T1, T2, STIR, FLAIR: a — npo6and 1
6 803pacme 2 mec: ouaz080e 00pazosarue npasoii doau nevenu 6 ceemerme S4 (6enviil ykazamens cmpeaku), AaKyHAPHAS NePUBCHMPUKYAAPHAS NeUKOMA-
AAYUS 20108H020 MO32a (Oenble cmpeaku); 6 — npobarno 2  eospacme 3 mec: UsMeHeHUll MACHUMHO-PEe30HAHCHO20 CUSHAAA He BbIABNEHO

Fig. 1. Axial and frontal planes, T1, T2, STIR, FLAIR signals of all body magnetic resonance imaging: a — proband 1 at the age of 2 months: focal mass
of the right lobe of the liver in the S4 segment (white arrow pointer), lacunar periventricular leukomalacia of the brain (white arrows); 6 — proband 2 at the age
of 3 months: no changes in the magnetic resonance signal were detected

XapakrepHble cuMnToMbl [IM 1 y 8 mpo6aHmoB IIpH OC-
Motpe B 21,6 £ 6,0 rona BbIsIBJIeHbI B BUe MUOTOHUU
B SI3BIKE, JXeBATEIbHBIX MBIIIIIIAX, 1 HAN0OJIee BRIpaskKeH-
Has MUOTOHMS B KHCTSX, KOTOpas IeOI0TUpOBajia B BO3-
pacte 11,0 £ + 4,1 roga. Uronpuatags DMI mpoBemeHa
6 u3 8 nMpobaHaOB ¢ KJIIOYeBbIMU cuMmIToMamu M1

B Bo3pacte 20,9 + 6,7 rozna ¢ BeISIBJICHUEM BbIpaskeHHOIM
CTIOHTAaHHOM aKTMBHOCTU NIPEUMYILIECTBEHHO B TUCTAJTb-
HBIX MbITIax HOT B Buge MP (cm. tab. 2, puc 4e). ¥V 12
Matepei mpobaHmoB ycraHosieHa KIM1ny 1 — FOAM1
¢ 1e61ToM 3a00JIeBaHUSI ¢ MUOTOHUU B KUCTSIX B BO3-

pacre 28,8 = 8,1 roga (cM. Tabm. 2).
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Opueunanvhble uccaedosanus

U3 13 npobandoe ¢ BIAM 1 u I/IM I npedcmaesnsem kpam-
Koe onucanue 4 cayuaes, Haubosee NOAHO OMPANCAIOULUX
KAUHUKO-NAPAKAUHUYECKUe XAPaKmepUucmukuU 6celi epynnbl.

Ilpobanod 1, 2021 e. p., om I-ii bepemenrnocmu, xpoHuuec-
Kas gemonaayenmapHas He0OCMAamMo4HOCMb, poobl nymem
Kecapesa ceuenus Ha cpoke 37 Hed. Ilpu poxcoenuu dauna
mena — 52 cm, macca meaa — 2810 e, okpyyucHOCMb 2010861 —
36 cm, okpyxcHocmb epyou — 32 cM, OyeHKa no wkaane
Aneap — 4/5/7 6annos. IIpogodusace nepsuunas peanuma-
yus, 6 meuerue 21 Ons Haxoduscsa na annapamuoii UBJI,
UHQY3UOHHOU U aumubakmepuarvHoi mepanuu. 30H0080e
Kopmaerue 0o 5 mec 6 céa3u ¢ Hapyuienuem eromanus. Moe
YOepacusams 20108y HeCKOAbKO MUHYM ¢ 3 MecC, Y8ePeHHO —
¢ § mec, cudum 6e3 onopwi Heckoabko munym c 11 mec.
IIpu naxoxcoenuu 6 omoeneHuy peaHUMAayuy U UHMEHCUBHOIL
mepanuu bY3 BO «Boponesicckas obnacmuas 0emckas Kau-
Huueckas boavHuya No I» nposeden wupokuii cnekmp oocae-
008aHUIl U KOHCYAbMAYULL Y3KUMU CReUUANUCMAMU, NPU KO-
MOpbIX BblsGAEHDL CAedyloujue USMEHEeHUs: npUu NposedeHUl
MPT 6ceco mena — ouazogvie 0bpazosanus npasoi 0oau
neueHu U AAKYHAPHOU NelKOMANayUuU NepU8eHMPUKYASIPHbIX
omadenog 20108H020 Mo3ea (puc. la); npu nposedeHuu yno-
mpaseyK060e0 uccaedosanus cepoya — cmerno3 eemaell JIA;
OKYAUCM YCMAHOBUA HACMUYHYI) aMPOPDUIO 3PUMENbHO20
Hepea, opmoned — NAMo4HO-8apyCHYI0 dedpopMayuro npagoii
Ccmonbsl U JUCnAA3UI0 Ma300e0peHHbIX CYCMago8, OHK0A02 —
Hoeo0OpazoeaHue newenu, eenemux — BIAM 1. Ilpu ueonvua-
moit IMT evisenren Hopmanwvhbiii IMIT-nammepr, cnoHmaH-
Has1 aKMUBHOCMYb He eblsieaeHa (puc. 2).

IIpu ocmompe 6 2 mec uz manvix anomanuii — Mukpope-
mpocHamusi, 8blcOKoe HéOO, nonepeuras yavlbka, eunepme-
A0PU3M COCK08, IK8UHOBapycHas degpopmayusi cmon, 6onee
svipascennas cnpasa (cm. puc. 2). Ilpu nesponoeuueckom
ocmompe 8visneHbL 2pyoas Oup@y3ras MblueHAs 2UNOMOHUSL,
caabulii naa, eunompoghus GUCOUHBIX Mblidl,, HOCIMOSHHO
NPUOMKDBIMbBLIL POM, SUNOMUMUSL, HADYUleHUEe 2A0MAHUS.
Kaunuueckux npusHaKoe aKkmugHol U MexXaHu4ecKol Muo-
moHuu He 8biserero. Obsem aKkmueHbIX 0BUINICEHULI 8 KOHEUHO-
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CMAX CHUJICEH, 20108y NOBOPAYUBAEH, HO, A€JCA HA JCUBOME,
He npunoduumaem. CyxodcunbHbie pegaeKcol OMCcymcmeyom.

Ilpu ocmompe 6 1 200 macca meaa — 8,5 ke, Oauna me-
aa — 78 em. M3 manvix anomanuii 0onoaHumensHo ommeyeHol
«Kapnuil» pom u KOpomkue 21a3Hole ueau, 3amMemHo meHee
soipancena degpopmayus cmon. Hesposoeuuecku nossuauce
cnabocmsb Kpy2o8bix Mbluly 2143 (npu naaue 21a3a NoAHOCMbio
He 3aKpbl8arOmcs) U cxXo0auuiicss cmpadu3m, COXpaHsIOmcs
HOCMOSIHHO NPUOMKDbIMbLIL POM, 2UNOMPOUSL BUCOUHBIX
moiuy, eunomumus (puc. 2e). lunomonus cmana menee 8bi-
padicena. Knunuveckux npusHaKog aKkmueHoi U Mexanu4eckou
Muomonuu He ewisisaeno. Ilo-npescnemy odsem aKmueHsix
deuxcenuil 0bedHen, moxcem cudemn, yoepyucusaem 20408y,
HO npU MpaxKyuy pyK u3 nOA0NCEHUsL 1eXHca 20108Y He NOOHU-
maem. Cmanu 6bi3618aAMbCS CYXONCUNBHBIE PehAeKCbl: PAGHO-
MEpPHO CHUICEHHblE C PYK, HU3KUE U HeNOCMOSHHbIE KONEeHHble.

Mams npobanda pocaa u paseuganacs no 803pacmy,
6 WKo1e 02paHuteHull no QU3UYecKoll akmueHoCmu He 0bL10,
HOpMamuesl no usu4ecKoll no02omoske c0asana Ha «xopo-
wo» u «omauyHo». B cmapwux xaaccax ommeuana Hocosoi
ommeHok 2onoca, ¢ 30 1em — ckosaHHocmb 6 Kucmsx. Bo epe-
M5 bepemennocmu 6 33 200a MUOMOHUSL NOABUAACH B0 BCEX
MbIUYAX ¢ SIGHBIM Npeobaadanuem 8 OUCMANbHbIX 0MOenax,
sbipadcerHee 6 pykax. Bo epemsa naxomxcoenus douepu 6 na-
Aame UHmMeHcueHoli mepanuu y mamepu 3anodo3pena KJIAM 1,
8blAAB/IEHBL BCE KAIOUEBble CUMNIOMbL, OUACHO3 NOOMBEPIHCOeH
MONEKYAAPHO-2eHeMU1eCKUM MemoooM.

Ilpoband 8, 1992 e. p., dannvie aKyuwepckoeo aHamuesa
u podos Heuzsecmuol. [lo 2 nem pazeueanacs @ cOomeemcm-
euu ¢ 6o3pacmom, dasee HabAOOANACH C CUCIMEMHbIM He-
dopazeumuem peuu, duzapmpueii. C 6 rem HapyuieHue no-
6edeHuUs U coyuaruzayuu, y0o8iemeopumensHo OKOHUUAA
9 kaaccos 6 cpedueil wikone, nocae 00y4anracs 6 MeOUUUHCKOM
Kxoanedxuce. Hukoeda ne pabomana. C 13 nem ommeuaem
CK0B8AHHOCMb 8 Kucmsx, ¢ 16 niem — ckoeaHHoCmb 8 dcesa-
MeAbHbIX MbLIULAX, A3bIKe (NpU PaA32080pe) U GbIPANCEHHYIO
CKOBAHHOCMb 8 KUCMSAX, NOSAGUAUCH OHEGHASL COHAUBOCHIb
(Moena 3acHyms Ha YpoKe) U He3HA4UMeAbHOe ONYUEeHUE GEK.
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Puc. 2. Daexmpomuoepaghus u pomo npobanoa 1: epaghurku (a) u eucmoepammol (6) pacnpedenenus nomenyuanos dsueamenvhvix eduruy (I11E) no oau-
meavHOCMU U amMnaumyoe 6 gozpacme 2 mec: Hopmanvhvle no amniumyoe u daumensrocmu IIE ¢ aesoii 6oavuebepyosoi moiuyst. Penomun 6 eozpacme
2 mec (8): 2unonaasus 6UCOMHbIX MblULY, bICIMYNArOUjUe N00HbIE Oy2pbl, HENOAHOE CMbIKAHUE 8eK, <KAPNUI> POM, MUKPOPempocHamus,; (heHOmun 6 603pa-
cme 12 mec (2): omHocumenbHo cocCmosHusA 8 so3pacme 2 mec 006a8UAUCy MACK00OpasHoe Auyo (auyeeas ouniecus) u cxXo0auuics cmpabusm

Fig. 2. Needle electromyography and clinical data of proband 1: graphs (a) and histograms (6) of normal MUPs distribution from the m. tibialis anterior
at the age 2 months. Phenotype (8) at the age of 2 months: hypoplasia of the temporal muscles, prominent frontal bones, incomplete closing of the eyelids, carp’s
mouth, microretrognathia; phenotype () at the age of 12 months: relatively 6) a masked face (facial diplegia) and converging strabismus were added
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HepBHo-mbiweyHbie 5OJIE3HH

Ilpu neeponoeuueckom ocmompe 6 21 200: eumanymoe
AUYO, nMOo3 00 8epXHe20 Kpasi 3pavka, eunompoghus jceea-
MeAbHbIX MblilY, OUCMANbHBIX MblUY DYK U ulel, caabocme
Kkpyeosvix moiuy eaas u pma. Ilo MRC caabocmov moiuiy
ceubameneil ueu 0o 2 6annoe (He mModxcem NOOHAMb 20108Y
8 NOA0JCeHUU Nedca HA ChUHe), OUCMANbHBIX Mblul, PYK 00
3 6aanos, ceubameneti cmon do 3,5 6anna (e cmoum Ha nam-
Kax, ¢ onopoii cmoum Ha naavyax), 8 OCMAanbHbIX PYRnax —
0o 4 6annos. CyxoxucunbHsle pegaekcol ¢ pyK dcugvle, Ko-
JAeHHble — 0XCUBNeHbl, axXun08bl — ¢ Kaonycoudom, D = S.
AKmueHas MUOmMoHUsL 8 JHCe8amenbHblX MblUYAX, sA3bIKe,
BbIPANCEHHASL MUOMOHUS 8 KUCMAX 0e3 gheHoMeHa epaba-
mbl8anusi. B npokcumanbHbix Moluyax MUOMOHUU He Bbls6-
aeno. Tlpu nposedenuu pummuueckoll crmumyasyul 8bisa61eH
111 nammepn no @ypuve, npu ueorvuamoit IMI — oypuas
CHOHMAaHHAs aKkmusHocms 6 eude MP ¢ boavuebepyosoii
motuyst. Knunuveckue u IMI-pesyaomamot npedcmasnetvi
e mabn. 1u 2.

Y mamepu 6 35 nem nossusace MuomoHusi 6 KUCMIX,
8 36 nrem ycmanosuau KJIM 1 ¢ noomeepicoenuem monexy-
ASAPHO-2eHemuueckum memodom. leneanocuueckuii anamue3
C YMOYHeHueM CUMNIMOMO8 Y pOOCIBEHHUKO08 N0380AUN Nped-
noaoxcums duaenosz KIIM 1y cecmpot mamepu u 2 ee douepelil,
Y 00HOU U3 KOmopsix ymep pebeHoK npeononolcUmenbHo
¢ BAIM 1, naxoduswuiicsi ¢ poxucdenus 6oasee 3 mec na UBJI.
Ha momenm debroma u nocmarnoexu mamepu duaenoza KM 1
npobarndy ucnoanunoce 12 u 13 nem coomeemcemeernto. Baxc-
HO ommemumab, 4¥mo npobaro npodoaxcana 0o 24 sem Habao-
dambcs y ncuxomepaneema ¢ coyuoghobueil u y Heeponoea
¢ opeanuueckum nopaxcenuem ITHC — duzapmpueil.

Ilpo6ano 12, 1954 2. p., OanHbie aKywepckoeo aHamue3a
u podos Heussecmusl. Om 2-x po0dos, ¢ poxcoenus duggysuas
2UNOMOHKUSL, HA UCKYCCMBEHHOM GCKAPMAUBAHUU, He MO2
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cocams u3 Oymoino4Ku, 00 200a NONEPXUBANCS edoil 1000
KOHCUCMEHUUU, 80 8PEMS CHA He CMbIKAAUCH NOAHOCHbIO 8¢~
KU, 6cee0a npuomKpuim pom, comuyeckoe Hébo. Habawoodan-
¢ ¢ pe3udyanvHoll IHyeparonamuell u BHympenHeli Kocora-
noCcmbi0, pecyaspHO nPoXooUs Kypcol aMOYAAmMOPHOR0 NeYeHUs.
€ NOA0NHCUMENbHOU OUHAMUKOLL, ONepamugHoll KoppeKyuu
depopmayuu cmon He npogoduau. loaogy ydepiucusaem
¢ 3 mec, ysepeHno depycum c 7 mec, xo0um 6e3 0nopbl
¢ 14 mec, nocae 3 nem monyc moiuy, U MOMOPHbIE HABBIKU
coomeemcmeoganu éozpacmy. Habawdaacsa c demckum ye-
pebpanvrvim napanuqom (A1), cucmemnvim Hedopazeumu-
em peuu, duzapmpueil, yMCMEeHHOU OMCMANocmoio (cmeneHs
He ymouHeHa). OKOHYUA CReyUalu3uposanHyro (6cnomoaa-
MeAbHYI0) WKoAy 045 demeil ¢ NO2PAHUMHBIM UHMEANEKIMOM.
Hneanud c demcmea, ¢ 16 aem — II epynna. Ckogannocms
dsudicerull Kucmeli pyK pooumeny Omme4arom ¢ nepewix Kaac-
€08 WKO0AbL, 8 Nepuod nybepmama UHMEHCUBHOCHb MUOMOHUL
Hapocaa u Nos8UAACh 6 JCeBaAMeNbHbIX MblUYAX, s3blKe,
YUMo 8bI3b16AA0 3aMPYOHEHUe NPU PA32080Pe U NEPeINCesblea-
Huu meepooui nuwu. C 20 rem 3amemHbl 100HbIE 3ANbICUHDL.
B 30 1em nabarodancs ¢ uepebposackyisaproil 601e3Hbi0 6 cési-
3U C BblAGAeHUEM MHONCECMBEEHHbIX 04A208bIX U3MEHEeHUll
ben0eo seujecmea 201061020 Mosea no dauHvim MPT. U moab-
K0 6 34 e00a ycmanoenen duaenosz BIMI.

Ha momenm nocmanoeku 0uazHo3a 8 KAUHUYecKoil Kapmu-
He 100H0e 00AbICeHUe, <Kapnuil» pom, 8bICOKoe HEDO, pempomii-
Kpoenamusi, KagycHas deghopmayust cmon, 0oee 8bipajNceHHas
cnpasa (puc. 3). Ymcmeernas omcmanocms, OU3apmpust, ampo-
hus HcesamenvHbIX Mblidl, AMPOPUs OUCMANbHBIX MbLULY PYK,
€1abocms Kpy208bixX Mblliy, 2143 (CUMNIMOM <pecHUYy npU 3a-
AHCMYPUBAHUU) U pMaA (NOCMOSIHHO NPUOMKPbIMbLIL).

Ilo MRC caabocmo muiuiy, ceubameneii uieu 0o 2 61108
(He modicem NOOHAMb 20108Y 8 NONONCEHUU AeHCA HA CRUHE),

Puc. 3. Kopomxkuii mecm ¢ naepyskoii (KTH) u gpomo npobarda 12: a — epapuxu npu pummu4eckoil cCmumyasyuu ¢ 10Kmeeoeo Hepea, 6 — UCmopamma
KTH 6 34 200a: 11 nammepr no @ypuve. Denomun 6 so3pacme 6 mec (8): 2unonaa3usi GUCOUHbIX MblUUY, 8bICIYRAlOujUe 100Hble OYepbl, PeMPOMUKPOSHAMUSL,

NpUOMKPbIMbLiL <Kapnui» pom; heHomun 6 6o3pacme 34 nem (2): OMHOCUMENbHO COCMOAHUSL 8 803pacme 6 Mec 000a8UAUCH MACK000Pa3HOe MU0 (AUUesas

dunneaus), 100Hble 3AAbICUHL U CXOOAWULICA cmpabusm, KagycHas degopmauus cmon (0)

Fig. 3. Short exercise test (SET) and photo proband 12: a — repetitive nerve stimulations train from sin n. ulnaris; 6 — diagram of the SET at the age 34:
Fournier’s 11 pattern. Phenotype at the age of 1 year (8): temporal muscle hypoplasia, frontal bossing, carp mouth, microretrognathia. Phenotype at the age

of 34 years (2): relatively of 1 year masked face (facial diplegia) and frontal baldness and converging strabismus were added, feet cavus deformity (0)
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ducmanvHuix Moty pyk do 3 baana, ceubameneii cmon 0o
3,5 6anna (He cmoum Ha NAMKAX, ¢ ONOPOLL CMOUM HA NAAb-
yax), 6 ocmanvHovlx epynnax 0o 4 6aanos. CyxoxcunvHole
pedhnexcul ¢ pyk u Hoe oxcuénernwvt, D =S, cundpom Pocconu-
MO «+t». AKMUBHAS MUOMOHUSL 8 JHCeBAMENbHBIX MbIULAX,
A3blKe, BbIPANCEHHAS. MUOMOKUS 8 KUcmsAX 06e3 ghenomena
eépabamviganus. Mexanuueckas MUoOmoHus 8 eude AMKU
npu NOCMYKUBAHUU HEEDOA0LUMECKUM MOAOMOUKOM HO Oenb-
mogudHnoil motuye. Ilpu nposedenuu KTH evisaenen 11 nam-
mepu no yprve (puc. 36), npu ueorvuamoit IMI evisierena
OypHas CNOHMAHHAs aKMueHocmo 8 eude MP c 6oavuiebep-
UO0BOLL MbIUUUBL.

Y mamepu 6 39 nem nossunacs ymepernas MUOMOHUSA 8 KU-
cmsix, 8 43 2o0a onepuposana Kamapakma Ha 0ba enasa, ¢ pas-
BUBLUETICS NOCACONEPAUUOHHOLL 2AAYKOMOLL U SHYKAeauuell cnpa-
6a. B 43 2o0a y mamepu npobanda ycmarnosuru KIMI
¢ nodmeepicoeHuem MOAeKYAAPHO-2eHeMUYeCKUM MemoOoM.
Ha momenm debroma u nocmaroexku mamepu ouaecvoza KJAM1
npobandy ucnoanunoce 14 u 18 rem coomeemcemeenro. Bascro
ommemumas, 4mo npobaud 0o 34 sem npodondican HabaOamucs
U nPoxodumo (¢ poxcoenus) exceco00Hoe CIMAauUOHAPHOe AeveHle
¢ duaenozom LT u nocredyroweil conymemeyrouieli namonoeu-
ell 6 8Ude OpPeaHUMecK020 paccmpolicmea AUMHOCIU, BbIPaJCEH-
H0e0 aghpexmusHoeo paccmpoiicmea, couuanbHol dezadanma-
yuu (couuoghobuu), duzapmpuu, KOCHUMUBHO0 Deghuyuma.

Ilpo6ano 13, 2013 2. p. Om 1-ii bepemenrHocmu, npome-
Kaeueil c MHoeosoduem. [lpexcdespementbie podsl Ha cpoke
30—31 ned. Ilpu poxcoenuu macca meaa 1487 e, onuna mena
43 cm, okpyucHocms eono6bi 21 cm, okpyscHocms epyou 26 cm.
Ouenka no wikane Aneap — 3/5/6 6annos. Ilocae poycoenus
ébinoaHena unmyoayus mpaxeu, Havama HUBJI. Cocmosnue
pebeHKa pacyeHusanrocs Kak Kpaiine msicenoe gciredcmaue
WOKA CMEeWaHHoeo 2eHe3d, OblXamenvHoll, uepeObpanbHoll
nedocmamounocmu. Ha 49-e cymku @vinoanena nonsimka

nepesoda Ha camocmosmenvHoe dbixaHue, 0OHAKO 8 853U
¢ HapacmaHuem 0bIXameAnbHbIX HApYUuleHUull 80300H061eHA
pecnupamopHas noddepxcka. Haxoouncs cymmapro na HBJI
4684, NCPAP 777 u (cm. maba. 1). Ilpu naxoxncdenuu 6 om-
deneHuu peaHuUMayuy U UHMEHCUBHOU mepanuu nposedeH
WUpoKuil chekmp 06cAe008anUll U KOHCYAbMAUUN Y3KUMU
cheyuaaucmami. Boisigaensl usmeHerus npu peHmeeHoepagpuu
0p2aH08 epyOHOIL KAemKU — peaakcayus npagoeo Kynoaa ou-
agpaemst. C poxcdenus Habar00aaUcs KOCOAANOCMb, NPUOM -
Kpbimblii pom, 8bicokoe Hébo, epybas ouggysnas eunomonus,
8bimsAHymoe auuo, caronomeyerue (puc. 4). Cocmostue ¢ meo-
JAEeHHbIM NpUoOpemeHuem 0eueamenvHulx Hagwvikog: ¢ 1 eoda
yoepoicusaem 20108y, ¢ 2 1em Xo0um ¢ no00epIuCKOll, ¢ 5 nrem
camocmosimenvHas xodv0a. B 7.1em npu moHumopumee snek-
mpokapduoepammol ycmaroenensl yorunenue QT do 478 mc,
mpanzumoprnas AB-6nokada I cmenenu. Ilpu nabaroodenuu
npeononazarucy duaenoswi: cundpom AL co cnacmuueckol
dunnezueil, XpOMOCOMHbIL MUKPOCMPYKMYPHBII CUHOPOM,
paccmpoiicmeo aymucmu4eckKo2o cnekmpa ¢ Heoopazeumuem
peuu, ymcmeennas omcmanocms. Heoonoxkpammno npoxooun
KOHCYAbMUPOBaHUe 2eHemuKa ¢ no0o3penuem Ha Hacaeocm-
BeHHble 3a001e8aHUsL C NPOBEOeHUEeM MHOMCECIMBEHHbIX LcCae-
doganuil: Kapuomun, MaHoemMHas Macc-cneKmpomempus,
FISH c IHK-30ndom Ha xpomocomy 22, III[P-anarus me-
muauposarus eena FMR 1, XxpomocomHbLil MUKPOMAMPUUHbLIL
AHANU3 IK30HHOR0 YPOBHSL, CEKBEHUPOBAHIUE HOB020 NOKOAEHUS
Ha NOAHbLIL IK30M — NAMOEHHbIX 8aPUAHMOG blsIBAEHO He Obl-
510. luaernos 3anodosper u noomeepicoer 6 8 aem 3 mec. Heonw-
uamas IMT nposodunace 6 6 arem 11 mec u 71em 9 mec, 8vi516-
JNeHa meHOeHYUsl K YKOPOUEHU) OAUMENbHOCMU ¢ HOPMAAbHOLL
amnaumyooil IIIE ¢ npsamoii moiuye 6edpa u 3HavumenvHoe
YKopoueHue oaumenvHocmu u amnaumyost ILIE 6 6oavuebep-
yosoti moiutye, IMI-nammepn pacuenen kax muoeerHbiil. CHOH-
MAHHOU AKMUBHOCMU He 8blsAeAeHO (cM. maba. 2).
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Puc. 4. ©enomun npooanoa 13: a — 6 eozpacme 2 nem; 6 — 6 so3pacme 2 nem 10 mec: nosyomrpuimotit pom (<Kapnuit> pom), <umamposas» eepxmsas 2yoa,
2UNONAA3US BUCOYHBIX MbLULY, bIMAHYMOE AULO, 8bICHIYNAIOuUe N00HbIE OYepbl, HUBKONOCANCCHHbIE YUlll, ONUHHbIE PECHULbL, IKEUHO8APYCHAS dedhopmaius
cmon; 6 — 6 gozpacme 8 1em: OONOAHUMENbHO NOABUAUCH AUUEBaAs OUNAeUsl, 08YCIOPOHHULL NOAYRMO3

Fig. 4. Phenotype of the proband 13: a — 2 years old; 6 — 2 years 10 months old: semi-open mouth (“carp mouth”), “hipped” upper lip, hypoplasia of the temporal
muscles, elongated face, prominent forehead, low-set ears, long eyelashes, bilateral equinovarus feet deformation; ¢ — in addition to previous symptoms a facial

diplegia and bilateral hemiptosis have appeared at § years old
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Ilpu ocmompe 6 8 nem 8 mec: obyuaemcs 6o 2 Kaacce
KOPPeKUUOHHOU wKoavl. M3 manvix aHomaiuti — Mukpope-
MpocHamus, 20mu4ecKoe Héoo, «Kapnuip» u ce2o0a OmKpbl-
molil pom, K0coAanocmo (cm. puc. 4) c pempaxyueii axuino-
sovix cyxoxcuauil. Cebs He obcayycueaem, He odesaemcs,
6 myanem ne npocumcs. Heeponoeuwecku — duzapmpus,
NEMEHMbL AYMUCMUYECK020 NOBe0eHUs: KOMMYHUKAUUS Ha-
pyuieHa, He nposeasem UHmMepeca K 00ujeHur, 00paujeHHy0
peusb u npocmole 3a0aHusi NOHUMAEM, 8bINOAHAEmM U30Upa-
meavro. Tlpu 3axcmypuganuu — cumnmom «pecuuiyy. Jleu-
JHCeHUsL 2NAa3HbIX 010K 6 noaHom obseme. [unomumus, caa-
b6ocmov mumuyeckux muiuy. 10108y He modxcem nodusme
u3 noaodcenus nexca Ha cnute. Iloxodka c snemenmamu
«ymunoit». Ilpeumyuwecmeenno oucmansHolii, 81vlii mempa-
napes co cHudceHuem mouluieunoll cuavt do 3,0—3,5 barna
no MRC. Bcmasarue u3 noaoxceHus aexca ¢ onopoiil Ha Ko-
neHu. CyxoxcunvHble pegpaekcobl ¢ pyK cpeoneil wcusocmi,
KoneHHble sbicokue, D = S. Knunuueckux npuzHakos aKxmue-
HOUl U MeXAHUYECKOU MUOMOHUU He 8blsI8EHO.

Mamb npobanda pocaa u pazeusanacs ho o3pacmy, 00-
HaKo Hukozoa He moeaa npvieams. C 12 nem nomepsiaa cno-
COOHOCMb HAdy8ams 6030y uiHble Wapbl U NOOHUMAMb 20108Y
be3 nomowiu pyKu u3 noaodcerus aexca va cnure. C 14 nem
MeHapxe, moeoa Jce NOAGUAUCH CKOBGAHHOCMb 8 KUCMAX U Obl-
cmpas ymomasiemocms. C 18 aem ckosannocms Hapacmaina,
noseuaucey 6oau u crabocms 6 motuyax. B 28 nem npu 6epe-
MEHHOCMU MUOMOHUSI NOSBUAACH 80 BCEX MbLUUAX, BKAIOYAS
JcegamensHole, ¢ A8HLIM npeodnadanuem 6 kucmsx. Ilocae
bepemeHHOCMU OMMeYana HOCMOSIHHYI OHEGHYH0 COHAUBOCIb.
O0naxicobl 8blpadiceHHas cKO8aHHOCMb Mbliiy, ObL1a pacyere-
Ha KAK UHCYAbM, YO He HAUuA0 no0meepicoeHls npu oocie-
dosanuu. Heobxooumo ommemums, umo debrom mMuomonuu
y mamepu ommeuen 3a 14 nem 0o poycdenus coina ¢ BIIM 1.
Y mamepu ouaenos FOJAM1 ycmanoeénen ¢ 36 nem, cnycms
22 200a nocae debroma KAr4egulx CUMNMOMO8 3a001e8aHUS.

06cyxpeHue

Juctpoduueckass MUOTOHMS 1-TO TUMA — camasl ya-
crast popma (0,5—18,1 Ha 100 ThIC. HAaCeIICHMST) M3 HACIIE -
CTBEHHBIX MBIIIEYHBIX TUCTPODPUIA M M3 BCEX HACIEACT-
BEHHBIX HEPBHO-MBIIIIEYHBIX 3a00JIeBaHNI Y B3POCIBIX |5,
13]. KM, atpodusa qucTaabHBIX MBI 1 DM — TUCKpU-
MUHUPYIOIINE IMPU3HAKU, TTO3BOJISIIONINAE 3aIT0T03PUTh
JIM1 [2]. de6roT 3a001eBaHUS OITMCAH B JII0O0# BO3pacT-
Hoii rpyrme, mpyu 3ToM KM 1 DM nposBisioTes Ha pa3HbIX
aTamnax 3abojieBaHus npu Bcex ¢opmax M1 u Tonbko
mpu KJIM1 xak 1-it cumriroMm [7]. He6rot (mpu BJIAMI1 —
C HapylleHus AbixaHus U rotanus; ipu M1 — c peue-
BBIX/TICUXMYECKIX HAPYIIEHWIT 1 yMCTBEHHOM OTCTAJIOCTH;
IIpH TTO3MHEH (DOpMe — ¢ KaTapaKThl M HAPYIIIEHUS PUTMA
cepliia) CXOX C IIMPOKHAM CIIEKTPOM HAaCEACTBEHHBIX
¥ TIpHOOPETEHHBIX 3a00JIeBaHUIA, YTO OTIAJISIECT CBOEBPE-
MeHHYI0 fuarHocTuky JIM1 [9]. B mpencraBineHHOI HaMU
rpynme BAMI1 /M1 3amep:xka IMIOCTAaHOBKM OWAarHO3a
cocrasmia ot 2 mec 10 34 ser (13,2 = 10,6 roga), 4ro co-
IMOCTaBUMO C TaHHBIMM JuTepaTypsl (13,0 = 11,3 roma)

B rpyIIne 00JIbHBIX ¢ AebioToM 10 18 jeT. Y maTepeii mpo-
0aHOOB BpeMeHHOI nHTepBa oT nedora KM mo mocra-
HOBKM MarHo3a cocrasmi 7,3 £ 7,6 rona, 4Tto COIMOCTaBUMO
¢ 3amepxkoit 7,3 £ 8,2 roga, mpeacTaBiIeHHOM B 0030pe
J.E. Hilbert u coaBr., BKiTI0YaBIIeM JaHHbIE 679 OOJIBHBIX
[9]. IToBcemecTHaAsT HU3KAsT HACTOPOXEHHOCTh Bpadeit
1 OTCPOYCHHAs IIOCTAaHOBKA IMArH03a BO BCEX BO3PACTHBIX
TPYIIIAX 3aTPYIHSIIOT MPOGUIAKTUKY OCHOBHBIX JIETAJTGHBIX
OCJIOKHEHUI B BUAE AbIXaTeJbHbIX HapyieHuin (40 %)
1 HapylieHust putMa cepana (4—18 %) y 6onbpHbIX ¢ IM1
[6, 11, 14].

Bspocnas ¢dopma JIM1 cocrasnsiter 10—15 % Bcex
dopm IM 1, HO BNISIETCS OCHOBHOM ITPUYUHOM JIETAJTEHO-
CTU, 0COOEeHHO Ha 1-M romy xu3uu [15, 16]. HeoHaranbHas
CMepPTHOCTH y 6obHBIX ¢ BIM1 cocrasnster 16 %, nipu
3ToM 67 % neTanbHbBIX Cy4aeB 0OYCIIOBJIEHBI IbIXaTe b~
HbIMUM HapylueHusiMu. Ecniu 6onbHbIe HaxonsTes Ha MBJT
6onee 30 gHei, cMepTHOCTD nocturaer 38 % [16, 17]. B Ha-
wei rpynne Ha UBJI ot 14 no 122 aneii (40,2 * 40,6) Ha-
xoauiock 6 (66,7 %) 3 9 6onbHBIX ¢ BJAMI (cM. Tabm. 1).
Bce 6ompHBIE ¢ BIM 1 /1M1 XUBBI 1 HAXOIATCS IO Ha-
OromeHrMeM Ha MOMEHT HaImMcaHMs cTath. Heobxommmo
OTMETHUTD, UTO cecTpa MpobaHaa 13 Habmomanach, Hando-
Jiee BepOsITHO, C OITMOOYHBIM auarHo3om I LI (He BKiTiO-
YeHa B BRIOOPKY; B KIIMHUIECKON KapTUHE OTMEUCHBI T -
IMOTOHMSI, Aucdarus), ¢ poxaeHus: Haxommiack Ha VBJI
1 yMepiia Ha 1-if Hemelle OT ABIXaTeJIbHBIX HApYIICHMIA.
Ha moMeHT ee cMepTn y Tipobanaa 13 1 ero Matepu ObIITI
Bce xapakTepHbie mpu3Haky BAM1 u FOJIM1 cooTBeTcT-
BEHHO, HO BEPHbII T1MarHo3 He ObLI 3aI10J03PEH.

B rpynmre BAM1/4JIM1 TsDKenble cepaedHbIe HAPY-
LIeHUsT Ae6IoTUPYIoT B Bo3pacTte oT 10 g0 18 jet B Buae
cuHIpoMa BHe3arHoi cMeptu (18,2 %) u rpyObIx Hapyliie-
Huii put™Ma cepaua (81,8 %), TpeOyIoLMX yCTAaHOBKY Kapay-
OCTUMYJISITOpPa M APYTUX HEOTIOXKHBIX MeporpusTuii [11].
Y 5(45,5 %) u3 11 npo6GaHI0B BbIsSIBJIEHBI HAPYILIEHUS] PUTMa
cepaia B Bo3pacte 11,7 £ 8,7 rona, u ronbko y 1 (9,1 %) u3
HMX (B Bo3pacre 21 roma, mpodaHz 7) paccMaTpUBaeTCsI BO-
IIPOC TTIOCTAHOBKY KapAMOCTUMYJISITOPA B CBSI3U C YIUIMHE-
HueM uHTepBana QT.

B ne6rote 3ab6oneBaHus aucdarusi BeISIBJIEHA Y BCEX ITPO-
6angoB ¢ BJIM1; nuuesast nuruierusi, C1ad0CTb MBILIIL] —
crubateneit men g0 2—3 6auioB mo MRC u mpenpede-
BBIC/peUeBbic HapYIICHUS BEISIBICHBI ¥ BCeX MPOOAHIOB
¢ BAM1/AJM]1. YMcTBeHHASI OTCTAJIOCTD M/ VTN TICUXH-
yeckue HapyiueHus ycranosineHbl y 10 (90,1 %) u3 11 mpo-
6aamoB ¢ BIAMI1/AJIM1, uTto moTpebOBaIO OOyUCHUS
B CIIEIIMATU3UPOBAHHBIX IITKOJIAX (CM. TaOI. 1).

Ilepsbie cumnTomsel ipu BAAM1 B Buae rpyooit qud-
¢y3HOI TUTIOTOHNH, MOTOPHOTO AeHUIIMTa, HAPYIIICHMS
IBIXaHUsI, Tcharuu ¢ OOpaTHBIM Pa3BUTHEM MOTOPHBIX
CUMITOMOB MeXay 3 ¥ 6 rogaMu B COUYETAaHUM C HebJia-
TOIIPUSATHBIM TeYeHHEM OepeMeHHOCTH (MHOTOBOIHUE,
yIpo3a IpephIBaHMST) CMEIIAIOT TUATHOCTUICCKUMA TTONCK
B CTOPOHY T'PYMITLI TpHUOOpeTeHHBIX 3aboneBannii LIHC
[7, 18]. [IpuumHa TIEpBBIX CUMIITOMOB M OOpPaTHOTO
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CnoHTasHan axKTheg

8. Tibialis anterior. Peroneus. L4 L5 51 Tibialis antericr, Peroneus, L4 LS s1
" 1ah 10F, s, 1

e

0 CrOMTANNER SCTHERCCTS

L.,M.‘N .

CiooiTaniais 3K THEHTb

___.-T
nep., Gastracnemius, Tibialis, $1-52

Puc. 5. Cnonmannas axmugHocms npu u2oAb4amou I1eKmpomuoepapui: a—e — eOuHUYHble MUOMOHUYECKUe Pa3psaobl; a — é m. tibialis anterior y npoban-
da 1 6 so3pacme 2 mec; 6 — y npobanoda 3 6 ozpacme 4 nem 1 mec; 6 — 6 meduanvHoll 2on06ke m. gastrocnemius (wacmomoii 35 [y) y npodbanoa 4 é éozpacme
4 nem 11 mec; e — MHOYNCECMBEHHbIe MUOMOHUYECKUE Pa3psobl 8 MeOUdNbHOl 20108Ke M. gastrocnemius y npobanoa 5 6 éozpacme 15 nem (pasgepmia 250
u 25 mc). Kpacnvimu cmpenxamu ykaszanvl MUOmoHuueckue paspsovl

Fig. 5. Spontaneous activity on needle electromyography: a—e — single myotonic discharges; a — in m. tibialis anterior in proband 1 at the age of 2 months;
6 — proband 3 at the age of 4 years 1 month; 6 — in the medial head m. gastrocnemius (rate 35 Hz) in proband 4 at the age of 4 years 11 months; e — multiple
myotonic discharges in the medial head m. gastrocnemius in proband 5 at the age of 15 years (scale: 250 ms and 25 ms). Red arrows indicate myotonic

discharges

WX pa3BUTHUS CBsI3aHAa C HE3PEIOCThIO MBIIIIEYHOM CHUCTE-
MBI, MpeobaagaHrueM MUOPUOPUIT MalblX pa3MepoB
n HennpdepeHITMPOBaHHBIX BOJIOKOH C-THIIa, KOTOPEIE
HOCSIT TPaH3UTOPHBII XxapakTep U K 3—6 rogam rpuoope-
TaOT HOPMAaJIbHYIO CTPYKTYpY [18, 22]. Havano 3a6omneBa-
HUSA TT0cIe 1 Toma ¢ HapyIIeHUsI IICMXOPEeYeBOrO Pa3BUTHS
C TIOCJICAYIONIMM MCXOIOM B YMCTBEHHYIO OTCTaIOCTh
(IQ mmxe 70), 3aTpymHEHUS] OCBOCHMS IITKOJIBHOM TIPO-
rpaMMBbl 1/WIN ICUXWIEeCKUX HapymeHuit mpu 1M1
1 TIOSIBJICHUE 3TUX CUMIITOMOB IO Mepe B3POCICHUS TIPU
BJAMI1 mMackupyoT MaLMeHTOB Mo 00JIbHBIX C ICUXUAT-
pudecknuMu 3aboaeBanusaMu [2, 7, 22]. Bee Hamm npobaH-
ITBI HAOJTIOMAJINCh C TICUXUATPUICCKUMMU U/ IITH HEBPOJIO-
TMYeCKMMU AMaTHO3aMM, IBUTATeJIbHBIE paccTpoiicTBa
paclieHMBAINCH KaK CIIEACTBUE OPTaHMIECKOTO TTopaXKe-
Hug LHHC. ITpu aToM maxe nmocie MocTaHOBKU JaUTHO3a
KJMI1 maTtepsim npoOaHI0B MJIM MOSIBASHUS KJIIOUEBbIX
CUMIITOMOB MUOTOHUM ¥ OOJTBHBIX OITMOOYHBINA Arar-
HO3 IJINTEBbHO He TepecMarpuBaics (13,3 = 7,7 roma)
(cMm. Tadm. 1, 2).

MElIIeYHbIe CHMITTOMBI B BUZIE TUCTAJTBHBIX aTpOoduii
u cnabocTu, Bkmoyasg KM, DM u npusHaku nmopaxkeHUs
MBI IPY UTOoIb4YaToi DMI, MO3BONISIOT 0€30IIMO0YHO

3armogo3puth BAM1 /M1 [5]. Teuenne 3a00eBaHMS
npu BJIM1 nByxda3Hoe: ¢ yMEHbIIIEHUEM TSKECTU CUM-
MITOMOB 3a00JIEBAHUS MOCJIE POXICHUS IO IOSBICHUS
CHMIITOMOB MUOTOHUWH C TTOCIICAYIOIINM OBICTPBIM U 00JIce
TSDKEJTBIM TTPOSIBJICHEM KITMHUIECKUX ITPU3HAKOB, XapaK-
TepHbIX 111 KJAM1 [7]. JaHHble auTepaTypbl O BO3pacTe
nebioTa TpoPUISCKUX U3MEHEHNI CO CIA00CTHIO MBITIIT
u Mmuotonnu ipu BAM1 /M1 BapbupyIOT B IINPOKUX
npenenax (1—20 ymet), HO, KaK IpaBuiio, mmocie 10 mer
y BceX OObHBIX BRIBISIIOT KM 1 OM ¢ OBICTpBIM Hapa-
CTaHWEM TSKECTU CUMITTOMOB [2, 19—21]. B Hameii BbI-
0opKe Ha MOMEHT ITOCJIEIHET0 OCMOTpa Yy 5 IMallueHTOB
B Bo3pacTte oT 3 Mec 10 8 et 8 mec KM He BhIsiBIeHO. Y 8
60JibHBbIX Bo3pacT KM aHaMHeCTMYECKM YCTAaHOBJIEH OT 5
10 16 ner (11,0 £ 4,1 roga), DM BbISIBJIeHA Y BCEX 3TUX
060bHBIX. MHTEpeCHO, UYTO He BBISBICHO TUMMYHOU DM
npu oTcyTcTBUU KM y 4 60JTBHBIX HA MOMEHT ITPOBEICHUS
urojpyatoit OMI B Bo3pacte ot 2 mec 1o 7 net 11 mec,
HO YCTaHOBJIEHbI eAMHUYHbIE M Py Bcex 60bHbBIX XOTS Obl
B | MBIIIIIIE ¥ YBETMYSHHE ITUTEILHOCTH aKTUBHOCTH T10-
TeHnmana BKoJja (I1B) urisr mpu uroasuatoit ODMI Bo Bcex
MbIIax (puc. Sa—e). YBenudeHne aktusHocTy [1B orma-
CBIBAIOT IPHU BCex (popMax MHOTOHHI, a TaKXKe MpHU
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COCTOSTHUSIX, CONPOBOXIAIOIINXCS TeHEePBAIIMOHHBIMU
WJIY BOCTTAJIMTETBHBIMM ITPOLIECCAMU MBIIIIII IIPY IIITPOKOM
crieKTpe 3a001eBaHUI, TO3TOMY IIPH OTCYTCTBUU TUTTNY-
Hoit KM 1 ®M MP Moryt OBITh He pactio3HaHsbl [22, 23].
Ouenka [1B — HempocTas 3agaya, B OOJIBITMHCTBE CITyda-
€B CUTHAJI aHAJIM3NPYeTCsI KaK MHTep(hepEeHITMOHHBIN 1 Xa-
paKTepu3yeTcs II00ATbHBIM ONMCaHMeM 0e3 aHaim3a
C Pa3JIOKEHWEM Ha COCTABJISIOLIME KOMITOHEHTHBIE aKTUB-
HOCTH, 9TO MOXeT CKpbIiBaTh MP [23—25]. OueBUIHO, YTO
npu orcyrcTBun KM n DM yBenmueHue aktuBHocTu [1B
u penkre MP MOryT ocTaBaThCsI 32 paMKaM# 3aKJIFOUCHUI
Helpodn310I0T0B, CHIKasi HACTOPOXKEHHOCTD Bpaya B OT-
HomeHnuu BAM1/JAMI.

IIpy OTCYTCTBUM KITIOUEBBIX CUMIITOMOB Y OOJBHBIX
¢ BAM1/0M1 ripu obcyxknernu DM n MP mipaktiaecku
He TIpeICTaBIeHBI pe3yabraTtel aHanm3a [T E n matrepHa
npu urosibyaroit OMI [2, 5, 10, 20, 21-24, 26]. Bosmox-
HO, TIpUYMHA B TPAaH3UTOPHOI HE3PETOCTU MBIIICYHBIX
BOJIOKOH W OTCYTCTBUU MHOIUCTPO(GUUIESCKHUX ITATOMOP-
domormueckux W3MEHEHUII B paHHEM BO3pacTe
mpu BAM1/1/IM1, a Tak:xe HEBBICOKOI TUATHOCTHUYECKOM
LIeHHOCTH uronbuatoir DMI y meTeit paHHero Bo3pacTa,
MOATBEPKAAIOLIEH MUOreHHbIM naTTepH B 10—91 % Gouib-
HBIX ¢ MUonIaTUsAMU [26, 27]. Y Halmx O0JIbHBIX PH TTPO-
BelleHNU uroyipuyatoit DMI mepBUIHO-MBIIIIEYHEBINA YPO-
BEHb MOPAXEHUS B OOJIbIIEOEPLIOBON MBIIILIE BBHISBICH
y Bcex, KpoMe npobarma 1 (cm. puc. 2a), mapametpsl [TE
HaXOIWJINCh B ped)epeHTHBIX 3HAYCHMAX Y 3 MPOOAHIOB
TOJIBKO B IIPOKCHUMAJIBHBIX MBIIIIIaX (CM. Ta01. 2). Y 60J1b-
HbIX ipu oTcyTcTBUM KM 1 DM HopManbHBI DMI-m1at-
TepH BbIsIBJIeH B 4 (50 %) u3 8 mbimn (cM. Taba. 2). [pu
PUTMUIECKON CTUMYJISIIIMHA y ipodaHma 12 BersieieH 11 mar-
TepH 1o ®ypHbe ipu KTH, KoTOpHIit olleHBaeTCs Kak mna-
TOTHOMOHWYHBIHN IJI BPOXKICHHON MuoTOHNM ToMmceHa,/
bexkepa [12]. Beigsnenne DM u Il marrepna npu KTH
y 6ompHBIX ¢ BAM1 /1M1 B coueTaHNM C HCOUCBUIHOM
BHEMBIIIICYHOI CMITTOMATUKO WJIN €€ OTCYTCTBUEM MO-
JXKET CMEIATh AMAarHOCTUYECKUH IIOMCK B TIOJTb3Y BPOXKICH-
HOM MUOTOHUU, KaK y IpobaHaoB 6 u 7 (cM. Tabi. 1), uto
nobasiseT duHaHcoBoe 6pemMs Ha JIHK-nccnengoBanus
¥ OTHAISIET TTOCTAHOBKY 3abosieBaHus. Bce 3T0 mMKTYyeT
HEOOXOIMMOCTh pacCMaTPUBaTh KIMHUKO-3JIEKTPOMMIO-
rpauaeckyie pe3yIbTaThl B IMarHOCTUKE HACTICICTBCHHBIX
MHOTOHUYECKNX CHHIPOMOB B KoMILIeKce [8, 28].

Jlo TToSIRIIeHST KITFOUeBBIX cMITTOMOB ripy BIIM 1/[1/IM 1
OCHOBHOM OIITMOOYHBIN TUAarHO3 — IOCIEACTBIE THITOK-
cuyeckoro nopaxenus LIIHC [2, 7,9, 16, 20, 29]. B Hawieit
rpymnite nuddysHas runmotoHuu (9/9) ¢ nByxda3HBIM Te-
yenueM mpu BJAMI1 (9/9), pedeBsie HapymeHnus (11/11),
MTOBBIIIICHUE CYXOXWIBHBIX pediiekcoB (7/12) 1 matojo-
ruJeckuie CTomHble 3Haku (3/12) MmackupoBaim 3a001eBa-
nue nox AL vy mocnencTBue rTMIIOKCUYECKOTO Mopa-
xenus IITHC. bomsusie BAM1 /M1 ¢ cuMnToMamMu
HapyIIeHNSI YMCTBEHHOTO, KOMMYHUKATUBHOTO U pede-
BOT'O Pa3BUTHS TOTIANAIOT IO HAOMIOIeHIE Ae(hEeKTOIOTOB,
NIETCKUX TICMXUATPOB M HeBpoJoros [2, 7, 9, 20, 29]. B Ha-

IIeii TpyTIIe moa HabmoaeHneM 1e(heKTOJIOTOB 1 TETCKIX
TCUXOJIOTOB Haxonuioch 7 (63,6 %) u3z 11 mpobGaHmOB.
[Inpokmii CIIeKTp HEPBHO-MBIIIEYHBIX 3a00JIeBaHUI
BKITIO9aeT TrGy3HYIO THITOTOHUIO M MUOT€HHBIN TTaTTepH
npu uroyibdaToit DMI y meTeit paHHETro Bo3pacTa, 4acThIo
KOTOPHIX s1BNIsTioTcs TauueHThl ¢ BAM1 [30]. TTpakTtnyeckun
y Bcex Hammx 60iabHBIX BJIM1 B ne6iote oTMeueHbI Tud-
by3nas runoronus (9/9) u MUOTEHHBIN TATTEPH B OOJTb-
11e6ePLIOBOI MbILLILIE ITPU Urojibyatoit DMI (6/7), npu sToM
MMOTIATUIO U CUHAPOMAJIbHYIO HACIEACTBEHHYIO ITaTOI0-
THIO MCKITIOYAJIN TOJIbKO y TIpobaHaa 13 (cMm. Tadm. 1, 2).

Hnst puarnoctuku BJAM1 u I/IM1 B nebtote 3aboJie-
BaHMS 0 TTOSBJICHUS KITIOUEBBIX CUMIITOMOB MOXHO pe-
KOMEHIOBATh UCITOIb30BaTh OITIOPHBIC TIPU3HAKH B TPYIIIIE
OOJIBHBIX JIO M TIOCJIE TTOSIBJICHUS (hpa3oBOM peun. Y meTeit
paHHEeTOo Bo3pacTa ¢ JINIeBoit nuruierneit (9/9), medopma-
uwmeii cron (9/9) B coueTaHNM ¢ BOCCTAHOBJIEHUEM JI0 HOP-
MblI niocJie 2 jiet aud@y3Hoii runotonuu ¢ aucdarveii (9/9)
W/ WJIN AbIXaTeIbHBIMU HapylieHusMu (6,/9) Heo6Xo1uMo
nckmouath BJIM1. Bo 2-ii rpyrmime y 60JbHBIX C TULIEBOM
mrmierueii (13/13), cmabocTbio MBI crudarestei meu (12/12),
3aJepKKOi U/Win HapylieHneM pedn (13/13), muarHo-
30M/TI0O3PEHNEM Ha ITOCICICTBIEC OPTaHNIECKOTO ITopa-
xenus LIHC (9/11) B coueTannu ¢ yMCTBEHHOM OTCTaJIO-
CTBIO M/WAW HabmomeHUWeM y mcuxoTeparieBra (7/11)
pekomeHnmoBaH JIHK-anamm3 mrst uckimouenust BAM1/
OJIMI.

Knwouessie cumntomsl M1 ocratorcss Hauboiee
3¢ (GEeKTUBHBIMY B TMarHOCTUKE BceX (DOopM 3a00JIeBaHN,
Ho 1ipu BIM1/AJIM 1 oSIBISIIOTCST 3HAYUTETBHO TT03Ke
nedrora [9]. MHTepecHo otMeTuTh, yTo BAMI1/1AM1
HACJICAYIOTCS IMPAKTUIECKN NCKITIOUNTETHLHO 10 MaTepUH-
ckoit mHanu, 1 Bepudukarus KJIM1/HJIM1 y marepeit
HacTopaxXuBaeT Bpaueli misg noucka BJAMI1/AMI y ux
neTeit, Ho 3aaepkka quarHoctTuku KJAM1/KOAM1 u/wnmm
OTCPOYCHHEIN Ie0I0T 3a00IeBaHUS Y MaTeped OTHOCH-
TETBHO WX JeTel 3HAUNTEILHO OTHAJISTIOT CBOEBPEMEHHYIO
IMoCTaHOBKY nuarHo3a BAMI1 /M1 [2, 5, 9]. B nameit
BeIOOpKe K/JIM1/KOJIM1 ycraHoBeHa ¢ 3aAepXKOM Ha
7,3 £ 7,6 rona, 6oaee Toro, y 5 (41,7 %) u3 12 marepeii
3a00s1eBaHe IeOIOTUPOBAIO Ha 2— 14 JIeT 1To3:Ke, YeM Iep-
Bele cumiroMmsl BJAM1/1IM1 y ux geteit. Bce 3To cBU-
JIETETBCTBYET O TOM, YTO OTCYTCTBHE KITFOUEBBIX CUMIITO-
MOB HE JIOJDKHO CHIDKATh HACTOPOXXEHHOCTH Bpadeit Ipu
BBISIBJICHUH OTIOPHBIX Mpu3HakoB BAM1/0JIM]1.

PanHsg nuarHOCTHKA HEOOX0aMMa IIJIsl CHMIITOMA-
THYECKOM TMTPOMUIAKTUKH MYJIBTUCUCTEMHBIX HapyIIIe-
HU (B YaCTHOCTH, BCITOMOTATEIbHON BEeHTUJISIINU JIET-
KHX IIpUA POXICHUU, paHHEH (M3M0oTepanun, JedeOHOi
(busKynBETYpHI, OpTONEAMYECcKOM Koppekiuun) [16]. Kor-
HUTHBHBIE U TICUXNYCCKHE HAPYIIIEHUS TPEOYIOT CUCTe-
MaTHIeCKUX 3aHATUH C 1e(PEKTOIOrOM, OOYUEHMS B KO-
PEKIIMOHHBIX KJIaccaX ¥ IIKOJIe, HAOIOACHUS TICUXHMATPA.
MornekymsipHast TMC(YHKIVS, BEI3BaHHAsI SKCITAHCHEH TpH-
HYKJIEOTUIHBIX TTOBTOPOB, Ipu JIM1 gomyckaeT mmpokoe
OKHO MOTeHIMATBHBIX [TATOTCHETUICCKIX TePATIeBTUIECKIX
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MMUIIIeHeH, BO3IeCTBIE Ha KOTOPHIE aKTUBHO M3yJaeTCs
[7]. Manbie MoJIeKyIbl, ajuielibcIieiupUuIecKue OaUro-
HYKJICOTUIBI, TeHHAS TepaIys — 3 OCHOBHBIC TPYIIITHI JIJIST
pa3pabOTKM IMaTOTEHETUYECKUX JIEKApCTBEHHBIX IIpeITa-
patoB nipu [AM1. Ha cerogHsiliHu# AeHb MPOBOAST aK-
TUBHBIC WCCICOOBAHUS MEPCIEKTUBHBIX KaHIMUIATOB
BO BceX 3 TpymIiax, HAaUMHAs ¢ JOKJIMHUYCCKUX CTaIuid
1 3aKaHYMBasl KIMHUICCKIMU UCTIBITAHUSIMUI Ha JTIOIX,
YTO yOSOAUTETBbHO MO3BOJISIET OKUIATH B OJIMKANIINE He-
CKOJIBKO JIET TIOSIBJICHUSI TTAaTOTeHETUISCKOTO JICUCHUS
mpu [IM1 [31]. Bce 310 IUKTYyeT HEOOXOAMMOCTh paHHEH
nuarHoctuku JIM1. Kpome Toro, mocraHOBKa KOPpPeKT-
HOTO JIMAarHo3a II03BOJISIeT IIpoBecTH mouck JIM1 y wre-
HOB POJOCJIOBHOI C BBHICOKMM PHUCKOM, OCYIIECTBHUTH
MPOMIIAKTUKY BO3MOXKHBIX OCJIOXHEHUN U MpemocTa-
BUTH BO3MOXHOCTh MPOMUIAKTUKHI 3a00JIEBaHUS B ce-
MBbSIX C OTSATOIIEHHON HACIeICTBEHHOCTBIO.

3aknoueHue

IlepBbie cumnTombl ipu BAM1 u M1 Hecrieun-
(bUYHBI ¥ BCTPEYAroTCsI TP IIMPOKOM CITEKTpe 3a00J1eBaHMIA,
a IMCKpUMUHUpYIOLIMe npu3Haky JIM 1 B Buae KIMHUYECKOM
M 3JIEKTPUIECKOI MUOTOHUM, aTPOUM AUCTATHHBIX MBIIIIL]
MOSIBJISIIOTCST MHOTO mo3Xe aediora. B rpymnmne 0onbHBIX
10 1 TTocy1e (popMHpOoBaHIST (Ppa30BOit peun IIPeICTaBICHHbIC
KOMOWHALIMU CUMITTOMOB (JIMLIEBO TUTLIIETUU, eDOpMALIU
cror, Augdy3HOM MBILLIEYHOI TUTIOTOHUHA, Tucdaruu, cia-
0OCTHM MBI crudaTesieil 1en; peueBbIX, KOTHUTUBHBIX,
KOMMYHHMKATHUBHBIX HAPYIIICHII ) TIO3BOJISIIOT TUATHOCTHPO-
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