KIMHUYECKU PA3BOP

Ciyvai nuctpo(dpuuecKkon
MHOTOHUU |-TO TUTIA C VTIKEJIEHUEM
KJIMHUKU 10 JTMHUU OTLA
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AY3 BO «Boporescckuii 06aacmuoll KAUHUMECKUT KOHCYAbMAMUGHO-OUACHOCUMECKUl YeHmpP»,
bY3 BO «Boponexcckas obnacmuas kaunuueckas 6oabHuya No I,
OI'BHY «Meduko-eenemuueckuii Hayunviii yenmp» (Mockea)

Hucmpogpuneckas muomonus 1 muna (IMI1) — aymocommo-domunanmmuoe 3a604e6arue, cs3anHoe ¢ dkcnarcueil mpurykseomuonsix CTG-nosmopos 6 eene
muomorunnpomeunxunazsl (DMPK). Knunuvecku JIM1 nposensemes couemanuem MUOMOHUL, NPoepeccupyroueli ampoguu ckeaemnoil Myckyaamypol u noau-
CUCMEMHBIM XAPAKMEPOM NOPANCEHUS, MsXcechb Komopbix koppeaupyem ¢ Oaunoii CTG-mpaxma. [as JIM1 Xapaxmepra anmuyunauus, nposeisiouascs yms-
JiceneHuem u bonee parnum debromom 00ae3HY 8 KaxrcOoM nocaedyiouem NoKOAeHUHU, 0COOeHHO NP HacAed08aHuU 0m KAUHUMecKU 00abHbIX Mamepeil. Ha npumepe
KAUHUYECK020 HAOAIO0eHUs cemMbu ¢ 08yMA cayuasmu passeprymuix gopm JIMI noxasana HeoGXo0umocmb nposedens KAUHUYECKO20, JAeKMPOMUOPAPUMECK020
U MOACKYASPHO-2eHEMUUECK020 UccAe008aHuUil 8ceM PoOCmBeHHUKAM Nepeot cmeneru podcmea (podument, cudcol, demu) 045 KOPPeKMHO20 NPOeHO3a 3a001e6d-
HUsL U NPOBEOeHUS MEOUKO-2eHEMUHECK020 KOHCYAbIMUPOBAHUS.

KimoueBbie cioBa: nuictpoduyeckas MuotoHust 1-ro tuna, reH DMPK, akcnancus CTG-1oBTOpoB, aHTULIMIIALMS,
MHOTOHMYECKHE Pa3psIbl, IEKPEMEHT aMILTMTYIbl M-0TBeTa.

uctpoduueckue MuotoHuu (JIM) —rpynmnaHacnen- ¢ yBenuueHueM yucia konuit CTG-noBTOpOB B HUCXOASLINX
CTBEHHBIX MBILIEYHBIX 3a00JI€BAHUI ¢ QyTOCOMHO- nokoneHusax [8, 9]. OmHako B pemKMX cCIydasx 3a0oJIeBaHUE
ITOMMHAHTHBIM TUIIOM HAacCleqOBaHMsI, KIUHH- MPOrPECCUPYET MPH Nepeaye Mo OTLHOBCKOM JIMHUMU; ONTMCAHBI
YeCKU TPOSBISIOIIMXCS COUETAHWEM MUOTOHUU clyyau BPOXIEHHON AUCTpO(UUECKOi MUOTOHUU 1-T0 TUMa
MU Tporpeccupylomieil atpouu CKeJIeTHOW My- TIPY HACJIEIOBAaHUY OT OTIIOB [14].

CKYJIaTyphI, TIONMUCUCTEMHBIM XapaKTepOM MOPaKEHUS U BbI-
pakeHHBIM KIMHMYECKAM TonuMopdu3mMoM. B Hacrosmiee

BpeMsl Ha OCHOBAaHUU KIIMHUYECKON KapTUHBI M MOJIEKYJISIPHO- Kninuseckoe nadmopenne

TeHETHYECKO TPUPOABI BBIAEISAIOT ABe (hopMbl JIM, 0003Ha-

yaemsle kak JIM 1-ro u 2-ro Tunos. B 2004 r. I. Le Ber et al. TpuBomim kmiHmdeckoe Habmonexue cembi ¢ IM1, obeneno-
TIPEUTOKIIN BBLIESTH Takke JIM 3-ro Trra [21], oHaKo rox BaHHOW B MEIMKO-TEHETMYECKOW KOHCYAbTauuu BopoHex-
CIIyCTS B OpI/IrI/IHaJIbHOfl ceMbe 6blﬂ BepI/ICbI/ILll/IpOBaH IUATHO3 CKOro 06JlaCTHOF0 KJIMHM‘{CCKOFOu KOHCYJIbTaTUBHO-1ar-
OonesHu Ilemxera ¢ ycTaHOBJIEHUEM XapaKTEpPHOU MyTaluu HOCTMYECKOTO IIeHTpa. BDnektpoHeipomuorpadus (DHMI)
Brene VSP (nokyc 9p13.3), mocine yero JIM3 Obina MCKITIOUEHA ¥ Mroyibyarast snekrpomuorpadust (SMI) nposeseHs! B anar-
3 Knaccudukarmn [29]. HOCTUYECKOM ILIeHTpe <«JlMarHocTvka IUTIOC» Ha Tpuoo-

pe «MBII-mukpo» («Heiipocodt», P®). Uronbuaras DMI
MPOBONMJIACH KOHIEHTPUMICCKUM WIOJBYATHIM 3JIEKTPOIOM
¢ 001b1e6ep1I0BOi MBIIIIIEL. CIOHTAHHYIO aKTMBHOCTD PEeru-
CTPUPOBAIIU MPU MOJTHOM paccaabieHuy MbILIbL. [ Habo-
pa 20 moteHmmanoB aBurareapHoi eauHUIH (ITIIE) ncmons-
30Bajica craHgapTHeiii MultiMUP-ananu3. PaccuurtbiBanuch
cpenHue muTenbHocTd M ammautyga [TJIE, yucno mosu-
dazupix ITJIE. C uenbio BEISIBIEHHUS AeKpeMeHTa aMIUTUTYIbI
M-o1BeTa ObLia MmpoBeneHa puTMuueckas ctumyssiius (PC)
¢ n. ulnaris (m. abductor digiti minimi) o cTaHIapPTHOMY BCTpPO-
€HHOMY ITPOTOKOJIY MCCIICIOBaHUS HEPBHO-MBILIEYHON TIepe-
Ja4yu ¢ Mpoboit TeTaHu3auuu. [JeKpeMeHT aMILUTUTYIbl U TUIO0-
maau M-oTBeTa Mpu BbICOKOYACTOTHOM ctumysiuuu (50 i,
200 cTMMYJIOB) pacCUMTHIBAICS B IpoIeHTaXx. Bce pacuers
npu ODHMI -uccnenoBanuy NpoBOAMIUCH C UCTIOIb30BAHUEM
BCTPOCHHBIX B MPOTOKOJ HOPMATHBHBIX TaOMWII M (HOPMYIL.
MonekyIapHO-TeHeTHIeCKOe 00CIeIOBaHNe TIPOBEICHO B JIa-
ooparopuu JJHK-guarnoctuku MI'HIL PAMH ngtu unenam
ceMbu (MpobaHmy, ero ABOIPOIHOMY OpaTy ¢ BbIpaXXeHHBIMU
nposBnenussMu JIM1 u 3-M 4jeHaM ceMbU 63 KIMHUYECKUX
nposiBieHuit (puc. 1).

IOIM 1I-ro Tuma (atpoduueckass MuoToHusI Pocconmumo-
[Teiinepra-baTtTeHa-Kypinimana) — camas pacrnpocTpaHeH-
Hasg ¢opma M, cpenHsas dactorta coctasnser 1:8000 Hace-
nenus [25]. KiuHuyeckass KapTMHa 3TOH ayTOCOMHO-
JTOMUHAHTHOW 0OJIe3HW BKJTIOYAET: MUOTOHMYECKUI THIT Ha-
pYIICHWS ABWMXCHHI, MHOOUCTPO(MUIO C XapaKTePHBIM pac-
npeneaeHueM aMUOTPObuil (MBILIIT IMLIA, IIEH U TUCTATbHBIX
MBIIII] KOHEYHOCTEH) ¥ pa3HOOOPa3HYI0 BHEMBILIEYHYIO CHM-
NTOMATHKY (paHHSISI KaTapakTa, SHIOKPUHHBIC IIPOSIBICHMS,
BETeTaTHBHbIC PACCTPOMCTBA, HAPYILEHUS CEPAEYHOTO PUTMA
1 TIPOBOIMMOCTH, a TaKKe M3MeHEHWE JMYHOCTU — amaTus,
oesprHuaTBHOCTE) [10, 18]. IM1 o00OycioBieHa IuHa-
MHUYECKOil MyTaledl B 3’-HeTpaHCIMPYeMOM DPETMOHE TeHe
DMPK (nokyc 19q13) B BuIe 3KCIAHCUU TPUHYKJICOTUAHBIX
CTG-moBropoB [17]. Takoit THI MyTaIWii IO TUITy 3KCIaH-
CUM TPUHYKJICOTUIHBIX MTOBTOPOB TUIIMYEH IUIS psiia HEBPO-
Jornyeckux 3abonesaHuit [5, 19]. B GonbliMHCTBE ciyyaeB
TIpY HacJIeIOBAaHMM OONE3HM OT MaTepy MMEET MECTO aHTH-
LIUMaLus — yTsoKeleHue 1 0osee paHHUI ne0I0T 3a00/1eBaHuUs
B DSy MOKOJIEHWIA, MHOTIA JaXe C POXICHHUS, UTO CBS3aHO
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puc. 1: 0bcnenosaHHas cembs ¢ M1,

A - ponocnosHas cembu K. 0603HaueHws
POZOCNOBHO; + — KIMHUYECKM OCMOTPEHHBIE W
FEHOTUNMPOBAHHbIE YNEHbI CEMbY C YCTAHOBNEHHOIA
AKCTIaHCHed TPMHyKeOTHbIX oBTopos (CTG) >50
B reHe DMPK; 3awwtpuxoBaHHble durypbl — 60bHbIe
YEHbl CEMbY; HE3alUTPUXOBAHHbIE UTYphl —
3710POBbIE 4NeHbl CeMbi; N — KIMHUYECKM 310P0BbIE
HOCMTENM MyTALWW; NEPEYEpKHYTHE dUryphl —
YMEPLLVE YeHbI CEMbM;

b — nauventka M., 33 roga (Ill:5), acumnTomHbiil
HOCUTENb MYTAHTHOMO reHa;

B, I' — naument E., 33 ner (IIl:3), xopowo BuaHbI
nmos, runotpoduu m. temporalis, m. masseter,
m. sternocleidomastoideus, MbILL, Npenneyni,
noBHoe 00MbICEHKE;

I - npobanp 1., 21 rop (IIl7).

boavnoii 1., 21 ron (I11:7 Ha pomocioBHOI Ha puc. 1A), pa-
00TaeT YCTAaHOBLIMKOM HapyXHOW pekiaaMmbl. HampasineH
B MEIMKO-TEHETUYECKYI0 KOHCYIBTAIMIO HEBPOJIOTOM C TIPEJi-
TOJIOXUTEIbHBIM I1arHo3oM «MuoToHust Tomcenar. [IpeabsB-
JIST Xaj100bl Ha HEMPOIOJIKUTEbHBIE CMa3Mbl U 3aTPYIHEHMS
TIPU TIEPBHIX ABMXCHUSX TP Pa3KMMAHUU CKATBIX IMAIbLICB
B KYJIaK ¥ JIETKYIO CKOBAaHHOCTD B SI3BIKE B HavajIe pedr (PpoTo
npobanga Ha puc. 1T).

Anamnes. Poc v pa3BUBAJICs B COOTBETCTBUM ¢ Bo3pacToM. [lep-
Bbl€ TIPU3HAKY 3a00JIeBaHMs OTMETWI ¢ 17 JieT, Korma o0paTii
BHUMAaHUE Ha 3aTpyIHEHWE TP Pa3XMMAaHUKM KUCTEW MOCie
MoKosi. MUOTOHUSI B KUCTSIX MEIJIEHHO HapacTtania, ¢ 20 jer
TOSIBUITNCH CMA3aHHOCTh M HEYETKOCTh PEYM B Hauaje pasro-
BOpa, ¢ 21 roga — HEMOCTOSIHHbIE MUOTOHUYECKHE 3aIEPXKKU
B MBIIIILIAX TOJICHEN.
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Hesponoeuueckuii cmamyc. KoHTakTeH, SMOLMOHATIBHO COXpa-
HeH. Jlerkast runoTpoduy XeBaTelbHBIX MBI, YMEPEHHAs
TUIOTPOGMS TPYAMHO-KITIOUMIHO-COCLIEBUIHBIX MBIIIII, BbI-
paxeHHble MUOTOHUYECKIE (PEHOMEHBI B XeBaTeIbHBIX MBITII-
1ax. Kpyroseie MblIIiib! 171a3 HHTAKTHBL. JlocTaTouHO pa3BuTa
cKkeseTHast MyckyaaTypa. Cua He CHUXeHa (KUCTeBasi AMHa-
MomeTpus — 48 Kkr). CyxoxuibHble pedIeKChl ¢ PYK XKUBBIE,
PaBHOMEpHBIE, KOJIEHHBIE U aXUJLIOBbI — HE BBI3bIBAIOTCS. BbI-
paxXeHHast aKTUBHASI MUOTOHUSI B KUCTSIX, KOTOPast IOJTHOCTBIO
MPOXOAUT Tocje 3—5 MOBTOPHBIX (hOPCUPOBAHHBIX CXUMAHUIA
KHUCTH B KyJakK ((peHoMeH «BpabaTbiBaHMs»). [1epKycCHOHHBIX
MHUOTOHMYECKUX (DEHOMEHOB C MBIIIL KOHEYHOCTEH HeT. YyB-
CTBUTEJIbHBIX 1 KOOPAUHATOPHBIX HAPYLIIEHUI HE BBISIBIIEHO.

Buoxumuueckuii anaus xposu: KpeaTMHKWHa3a — 121 em/n
(Hopma — 30—180 en/m).

HHMT: Cxopoctb nipoBeneHust ummyiabcos (CITHU) mo aura-
TEJBHBIM ¥ CEHCOPHBIM BOJIOKHAM IepU(pEePUIECKIX HEPBOB
PYK 1 HOr He HapyiueHa. [1pu PC BbIsIBIEH IeKPEMEHT aMILIN-
tyasl M-otBeTa (30,0%), miomanu M-otseta (57,1%).

OMT: BbIsSBIEHA CIIOHTaHHAs aKTMBHOCTb B BUIE EIUHUY-
HBIX MMOTOHMYECKUX Pa3psioB, CPEIHSS TPOROJIKUTEIb-
HOCTb TpeX THIMYHBIX MHOTOHMYECKHX Pa3psIoOB COCTaBUIIA
3870 mc. Cpennsia ammutyaa u aaureabHoctsb ITJIE Haxomu-
Jlach B Mpeenax HOpMaJbHBIX 3HayeHui (puc. 2A), omHaKo
YCTaHOBJICHAa TEHIEHIMS K YMEHBIIEHUIO CPEIHEH IINTENb-
Hoctu IIJIE no 9,5 mc (Hopma 10,3 Mc) ¥ yBeIMYEHUIO YKCIa
nonudasHbix [IE 0o 25 %.

Mamb npobanoda, 59 net (11:5 Ha puc. 1A), cuurtaet cedst 300po-
BOI1, IIPOXOAUT AUCHIAHCEPU3ALIMIO II0 MECTY KUTEJIbCTBA.

Omey npobanda, 66 net (11:3), oTcIyXui cpouHyIo CIyx0y B ap-
MUH, 10 28 JIET 3aHUMAJICS TUPEBBIM CIIOPTOM, MONYYMIT CIIOP-
TUBHbII paspsa. KiuHudecku 310poB, aTIeTHYECKU CIOXEH,
P HEBPOJOTMYECKOM OCMOTpe aTpoduii U MUOTOHUM B CKe-
JIETHOM MYCKYJIAaType He BbISIBIEHO, KUCTEBBIM TMHAMOMETPOM
BBIKUMAET 44 KT.

esowpodnas cecmpa no aunuu omya, 33 roma (I11:5), pa3su-
BaJach B COOTBETCTBMHU C BO3pacToM. MMeeT mBYX 310pOBBIX
nouepeil. Ilpu HeBposorMyeckom o0CIeIOBAHUUM MUOTOHUU
1 IPYTOI CUMITTOMATUKHY HE BBISIBJICHO (KMCTEBast TMHAMOME-
Tpus — 28 Kr). UMeeT Xopolo pa3BUTYIO CKEJIETHYIO MyCKYyJa-
Typy (puc. 1B).

soropoonsiii 6pam no aunuu omua, 33 net (111:3), ¢ TMIITYHOIA
KIMHAYecKoi KaptuHoit [JIM1. B HacTosiiee BpeMsl YaCcTHBINM
npeanpuHuMaresb. O0paTuics ¢ x)anodaMu Ha c1aboCTh B KU-
CTSIX ¥ CTOTIaX, 3aTPYAHEHUs TP XOb0E 13-3a CBUCAHMS JICBOI
CTOITBI; BBIpaXKECHHBIC UTUTEIBHBIC CIIa3MBI TP TIEPBHIX IBU-
KEHUSIX B KUCTSAX. Poc 1 pa3BMBaJICs B COOTBETCTBUHU C BO3pac-
TOM, OTCJTYKUJI CPOUHYIO CITYX0y B apMuu. [le01oT 3a001eBaHUs
¢ 24 neT co CKOBAaHHOCTH IIEPBBIX ABIKCHUI B MAIbIIaX PyK
nociie okost. C 26 jeT mosiBUIach ¢1aboCcTh B KUCTAX — TPH
TOIbEME «ITPUBBIYHBIX> TSDKETBIX IPEIMETOB Pa3kKUMAaNCh
MajbIel, Yyepe3 4 Toma MosBUIach CTa00CTh B HOTaxX — JieBas
CTOMA MpH XoAb0e LIETUISAIACh 3a MoJl. 3aboneBaHKue MPOTeKa-
€T C TIPOTPEeCCUPOBAHMEM, CTaJl CIIOTHIKAThCS M TIepUOINYE-
CKM TIaiaTh TIpH X0Op0e; HA KOHCYJIBTALMIO K TeHETHUKY OBLT
HampaBleH ¢ MpeanoJOXUTeIbHbIM TUarHO30M «00Je3Hb
[Mapko-Mapu-Tyca» (puc. 1B, I'). [Ipu ocMoTpe: TUITMYHbBIE
nposieieHuss JJM1 B Buzme J100HO-BUCOYHOTO TUIA OOJbICE-
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Juctpodmyeckas MUOTOHMS 1-ro Tvina
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puc. 2: TUCTOrpaMMbl pacnpeseneHus AnuTenbHocT u amnautyasl MIAE npu vronbyatoit IMI ¢ npasoit m. tibialis anterior y npo6anpa 1., 21 roga (A), 1 ero ABOIOPOZHOO

bpara E., 33 ner (b).

A - HopmanbHas cpepHsst aavTensHocTb MAE 1 yeenudenve yncna nonvdasuix MAE o 25%; otaenshbie MJE uMeloT aByxdasHoe pacnpefenenue: OfHa rpynna ¢ TEHAEHLMeR K
YKOPOYEHUIO [/MTENLHOCTY 1 CHIXEHIIO amnauTyzbl NIE, Apyraq rpynna ¢ HopManbHOI LIMTENLHOCTBIO M YBeNuyeHnem amninTyg MIE;

b — 3HaumTenbHoe yMeHblueHue cpeHeit autensHocTi TIE v yBenuyermue ucna nonugasnbix MIE 1o 70%; ructorpaMma CMeLLigHa BIEBO OT HOPMANbHOMO PacpeneneHus,
oraensHbie ME umeroT aByxdasHoe pacnpezeneHie no ammamuTyze, HO BCE C YKOPOUYEHUEM ANMUTENLHOCTH.

HUS, TTOJTYIITO3a BEK, TUITOMUMHUHU. OTMEYaoTCsI THITOTPOGUHN
JIMLICBOM M XKEBATEJBHOWM MYCKYJIATypbl, THYCABBIA OTTEHOK
rojioca, cabocTh KPYTOBBIX MBIIIIL TJIa3 U PTa, XeBaTebHOI
MYCKYJIATyphl, TPYIMHO-KIIOUMYHO-COCHUEBAMIHBIX  MBIIIIII,
JieTKasi TUMOTPOMHUS MBIIIL KUCTeH M TIEPOHEATbHON TPYIIITBI
MBI, YMEpeHHO BHIpaKeHHas! aKTUBHAs MUOTOHMS B KeBa-
TeJIBHBIX MBIIIIIAX. BEIpaXkeHHAs aKTHBHAS MUOTOHHS B KUCTSIX
C He3HAUUTENIbHBIM (heHOMEHOM «BpabaThiBaHus». [Ipu ymape
MOJIOTOYKOM T10 JIeJIETOBUAHBIM MBIIIIIAM 00pa3yeTcss MUOTO-
HUYECKast «IMKa», coXpaHsmomascsa B TedeHue 1-2 c¢. CHu-
JKeHa cuja 10 2 6aioB B KUCTSIX (KUCTEBask JMHAMOMETPUS —
5 KT), MOJOIIBEHHBIX U ThUIbHBIX CTUOATENSAX CTOM 10 2 6asioB
cneBa 1 3 0aJUToB cripaBa (TIOXOAKA TIO TUTTY «CTEMITAXHOI»),
B IMPOKCHMAJTbHBIX OTJeaX KOHEUHOCTEel cua 10 4—5 0annos.
CyxoxusbHble pedhieKChl ¢ OMILIENICOB paBHOMEPHbBIE, HU3KUE;
apedIeKcus KaprnoparrualbHbIX, KOJCHHBIX M aXWJIIOBBIX ped-
JIEKCOB.

Yacrora, 'y 50,0
KonnuecTso cTumynos 200
AmnnuTyna 6assl, MB 11,9
[JekpeMeHT amnautyabl, % 479
[ekpeMeHT nnotamu, % 50,8
Crumynbl, MA 30

Cumynbl, MC 0,2

puc. 3: Tpadwik v TabnmLa napaMeTpoB fiekpemeHTa M-0TBeTa MpH BbICOKOYACTOTHOI
PUTMUYECKOIA CTUMYNALMK Y BonbHoro E., 33 ner.
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bBuoxumuueckuii anasu3 kposu: MOBBILIEHIE KPEATMHKUHA3BI 10
324 E/n (30—150), mpu HopManbHbIX mokasatensx ACT, AJIT
1 KpeaTUHIHA.

HOHMT: CITN no ABUraTebHbIM U CEHCOPHBIM BOJIOKHAM Tie-
puceprueckux HepBOB PyK M HOT He HapyiieHa. CHuxeHue
amruiuTyn M-otBeta ¢ m. extensor digitorum brevis Tipu CTU-
MyJSIIAM ManobeploBbIX HepBoB a0 1,5 MB cnpasa u 0,6 MB
cneBa. [Ipu PC BHIABIEH HEeKpeMeHT aMIDIATYymbl M-oTBeTa
(47,9%), mnoanm 50,8 % (puc. 3).

IMT (puc. 2b, 4): BoIsBIeHA OypHas CIIOHTAHHAsSI AKTUBHOCTD
B BHIE MHOXECTBEHHBIX MUOTOHMIECKUX Pa3psIOB, CPSIHSS
HPOIOJLKUTENbHOCT TPEX TUIMYHBIX Da3psiioB COCTABMJIA
1530 mc. Cpennsist mutenbHocTh [1JIE 3HaumTensHO yKopo-
yeHa 10 7,3 Mc (Hopma 11,0 Mc) ¢ yBeMueHUeM 4Kca MoJu-
¢asubix [TIE mo 70%. Cpennsist ammmatyna IIIE — 400 MmxB
(Hopma 475 MkB).

KT moiuy Hoe (puc. 5): ¢ IBYX CTOPOH YCTaHOBJIEHBI IUCTPODU-
YECKUE U3MEHEHUS C 3aMELICHAEM MBILIEYHOU TKAHU XXKMPOBOIA
B HIDKHEH mopuuu m. gluteus maximus, m. vastus intermedius,
3a[lHel TPyIIe MBI ToJieHel u m.extensor digitorum longus,
0oJiee BhIpaKEHHbBIE CIIEBA.

Jla0s no omyy (otewr 60JbHOTO ABOIOPOIHOro Oparta), 63 roma
(II:1), ycnemHo 3aHuMancs pexroBaHueM B MojogocTu. Kiu-

puc. 4; Tpadmkin MUOTOHUYECKUX PA3PSA0B NPK UCCNEAO0BAHUN CTIOHTAHHOI
aKTVBHOCTY y 6071bHOrO E., 33 NIET: MHOXECTBEHHBIE MOTOHUMYECKHE PA3Psbl
[IMTENbHOCTbI0 Gonee 1 .
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puc. 5; Pentrerorckast KT Ml 6eniep ¢ 3axeatom ronexelt y 6onbHoro E., 33 ner.
Cnpaga Ha pvCyHKe NPENCTaBNEH MPORObHLIA Cpe3, CNIeBa — MonepeyHble Cpesbl,
KOTOpbIE COOTBETCTBYIOT NOPU3OHTANbHBIM LUTDUXOBLIM MHMSIM HA MDABOM PUCYHKE.
Crpenkamy 0603Ha4eHbl CENEKTUBHbIE AMCTPOPUYECKVIE UIMEHEHNS C 3aMELLIEHUEM
MBILLIEYHOM TKAHW XUPOBOI.

HUYeCKM 3M0poB. IIpy HEBPOIOTMUECKOM OCMOTpe aTpoduii
U MUOTOHHMM B CKEJIETHOM MYCKYJIaType He BBISIBICHO, MMEET
XOPOIIIO Pa3BUTYIO CKEJIETHYIO MYCKYIaTypy, KACTeBasl AUHA-
MoMmeTpust — 42 KT. Habmromaetcs y Kapamosiora ¢ HeIOMHOI
0J10Kaz0ii IeBoi HOXKM ImyuKa [ica.

KnuHuko-reHeanornyeckue  TaHHBIE, BO3pacT  7e0oTa,
AyTOCOMHO-JIOMUHAHTHBIA THUIT HACJENOBAHUS C HEMOJHOIA
neHeTpaHTHOCThIO, pe3ynbratel DHMIT u KT-uccnenoBanus
MBI TTOCTYXUIM OCHOBAHMEM [UISI TPOBEACHMS B TaHHOM
cembe JIHK-ananusa ¢ uccnenosanuem rene DMPK, otsevato-
mrero 3a pasputue IMI. Y msitu wieHoB ceMbu (cM. puc. 1J1)
YCTAHOBJIEHO HOCUTEJIBCTBO MYTALIMU B BUE YBEJIMYEHUS YUC-
Ja konuii TpuHykiaeotuaHbx CTG-noBTopoB 6oee 50 (HopMa
<30) Brene DMPK.

O0cyxneHue

HuarHoctrka IM1 B pa3BepHyTO# cTaguu 3ab0neBaHusl, KOTAA
KJIMHWYECKAasl KAPTUHA TPE/ICTABIEHA MOJTHBIM HA0OPOM CHM-
NTOMOB, HE NPENCTaBIAET 3aTPyAHEHMIA 11 Heppoora. Oxn-
HaKo B Jie010Te 3a00/eBaHNs, KOT/Ja €IIe OTCYTCTBYIOT SIBHBIE
aTpo(UU MBIIII ¥ BHEMBIIICYHBIE CUMITTOMBI, & KITMHUIECKast
KapTHHA OrpaHUYMBAETCS TOJbKO MUOTOHMYECKUMMU 3adepxK-
KaMU, HO30JIOTUYECKAs TUaTHOCTUKA BBI3bIBAET OMPEICICHHbIE
3aTpyIHEeHUs1. B «1Or€eHOMHBIV MEpUoa» AIUTEbHOE BpEMS
JTMCKYTUpPOBaJICS Bompoc, sBisiercsa au IMI1 Ho3onoruyecku
CaMOCTOSITEIbHOM (HOpMON MM BCe KIMHMYECKHME BapHaH-
Thl MMOTOHUI (MuTOHUST ToMceHa, muotoHust bekkepa, IM1
U JIp.) IPeACTaBISAIOT COOO0I MPOSIBIEHUS Pa3HbIX CTAIUI OIHO-
T0 ¥ TOro xe 3aboneBanus [1, 4]. JocTrxeHreM MOJEKYIISpP-
HOIi TeHETUKHM TIOCTEIHUX ABYX ACCATHICTUI CTaI0 KApTUPOBA-
HUE HECKOJIbKUX JIOKYCOB MUOTOHMI 1 YCTAaHOBJIEHUE MyTaLlUi
B HUX, YeM ObLIa OATBEPKEHA TEHETUYECKAS TETEPOTEHHOCTh
1 OIPOBEPTHYTO IPEITIONOKEHNE O HO30JIOTMUSCKOM KOHTH-
HyyMe MUOTOHUI [23].

B mpencraBneHHOM KIMHWYECKOM HaOmomeHNM ceMbu K.
mpobaHA ObLT HampaBJIeH HEBPOJIOrOM Ha KOHCYJIBTAIIHIO
K TEHETHUKY ¢ MOA03PEHUEM Ha MUOTHOHMIO ToMceHa, OMHaKO
TIPY aHAJIM3e POIOCIOBHOIM, OCMOTpPe U Heiipodusnonornye-
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CKOM 00CJIeIOBAaHUM YIEHOB CeMbH IUArHO3 MUOTOHUHN ToM-
ceHa ObUI MOABEPTrHYT coOMHeHMI0. Ha ocHOBaHMM IO3IHETO
neboTa, 0COOEHHOCTEH KIMHUYECKON KapTHUHBI (OTCYTCTBHE
KaK TUIEPTPOGUM CKEJICTHOU MYCKYIATYpHl, TAK U MEXaHMU-
YeCKOM M aKTUBHOM MHOTOHMM B IMPOKCHMAIBHBIX OTHEIAX
MBI KOHeyHocTe#) u naHHeix OMI/OHMI (MuoToHMYe-
CKUe pa3psiabl 6onee 1 ¢ M yMepeHHHI JeKpeMeHT M-0TBeTa
npu BeIcoKoyacToTHO# PC) ObLI mpenmonoxeH auarHos IMI.
IeHeanornyeckuii aHaaM3 MO3BOIMI 3alOIO3PUTh MUOTOHUIO
y JBOIOPOTHOTO OpaTa Mpo0aHaa, MOCTe OCMOTpa KOTOPO-
ro BbISIBIEHH Kiaccudyeckue cumnrombl JIMI1. IlposemeH-
HOE MOJIEKYISIpHO-TeHeTHYecKoe uccaenoBanue reHa DMPK
y 5 WICHOB CEMbU MO3BOJWIO TIOATBEPIUTD MPEATIONOXEHUE
o IM1 u BepuduIMpoBaTh HAJTMYME MYTAaHTHOTO aJUIesIsl TeHa
y 3-X KITMHAYECKM 3M0POBBIX POJCTBEHHUKOB IPOOAHIA.

Ncnonb3oBanue mpemioxeHHoro Hamu B 2012 1. aaroputma
1 muddepeHIMATbHO-IMaTHOCTUYECKAX KPUTEPHEB THATHO-
CTUKU MUOTOHMUYECKUX CUHAPOMOB [9] mokazaio cBoro adex-
TMBHOCTb Y B IAaHHOM KJIMHWYeCKoM rpumepe. [1pu uronpya-
toit ODMI (MHOTOHMYECKIE pa3psimbl > 1 ¢) M BEICOKOYACTOTHOM
PC (mexpemenT M-otBeta <60%) ObLIM YCTAaHOBJICHBI THITAY-
Hele mpusHaku [IM1 kak y npobGanna I1. B nebiote 6oe3HHU,
TaK M y eT0 IBOIOPOAHOTO Opata E. B pa3BepHyTOI cTamuu 3a-
ooneBanusa. DHMI ocraercs oqHUM U3 BeAyIIMX METOIOB IS
i bepeHInaTbHO IMarHOCTUKY MUOTOHMI, OTHAKO B JIUTE-
paTtype BCTPEYAIOTCS OIpele/eHHbIC Pa3IMIns B aJTOpUTMAaxX
00cIeJOBaHMs M MHTEPIIPETALIMY MONYJeHHBIX JaHHBIX [ 10, 16,
23, 26].

B mocnennue roapl B quddepeHIMATIbHON IMarHOCTUKE Ha-
CIICICTBCHHBIX MBIIIEYHBIX 3200JICBaHMIA BCE IMUPE UCIIOIb3Y-
1otcst KT u MPT, aktuBHO pa3pabaTbIBaoTCs MATTEPHbI IS pa3-
JIMYHBIX Ho3ooruyeckux dopm [11, 12]. Hennocts KT u MPT
B TOM, UTO OHM SIBIISTIOTCS HEMHBA3WMBHBIMH METOIAMH, TI03BO-
JIIOUIMMH O0BEKTUBHO OLIEHUBATh COCTOSIHUE MBILIIEYHON CU-
CTeMbl B IMHAMUKe. /1Sl OUEHKM MOPaXeHUsl MBIIIEYHON CU-
crembl MbI ipoBenu KT mbimin 6enep u roneHeit 6oasHoMY E.
1 BepU(GULIUPOBAIN U3MEHEHUSI, aHAJIOTMYHbIE TAKOBBIM TIPU
JIPYTMX OMMCAHHBIX B JUTepatype ciydasx AMI1 (arpoduu
MPOMEXYTOUHOW LIMPOKOW MBI Oelpa, 3aAHEN TPYIIIbI
TOJIEHU, aCCUMETPUYHOM aTpouu 60JbIIeOePLIOBOIM MBIIILIBI
C JUIMHHBIM pa3rubatenem naiables) [20, 24]. OgHako Toro-
rpadus 1 cTeneHb aTpoduii Ha pa3HBIX CTAAMSIX 3a00JICBaHIS
MOTYT UIMETh 3HaUUTENIbHbIC TIEpeKpbITHs B rpyrmne IM, uTo 3a-
TpynHseT nuddepeHInaIbHYI0 IMarHOCTUKY. B kauecTse npu-
Mepa MOXXHO OTMETHUTD Y HaIlleTo MaIMeHTa aTpohHo OOJIBIION
SITOMMYHOM MBIIILIBI, KOTOpasi onuchiBaeTca mpu M2 [20].
[TosTomy B muddepeHimManbHoil nuarHocTuke M pesynbra-
Tl KT/MPT-uccnenoBaHyst MBI JOJDKHEI OLICHUBATBCS CO-
BMECTHO ¢ KIMHMYecKoi KaptuHoii 1 DHMI -naHHbIMMU.

XapakTepHbIMU 0cOOEHHOCTIMU cemeli ¢ JIM1 saBnsiioTcs BbI-
PaXEeHHBI KIMHUYECKUIA TOIUMOpU3M, OOYCIOBIEHHBII
HETIOJTHOM TeHETPaHTHOCTHI0O MYTAHTHOTO T€HA W Pa3IMIHOM
SKCIPECCUBHOCTBIO Y OTHAENbHBIX OOJBHBIX B 3THX CEMBIX,
a Takxe (PEeHOMEH aHTMLMIALWM, MPOSBISIOIIEHCS YTsKe-
JIeHWeM U OoJjiee paHHUM A€O0TOM 0O0JIE3HU B KaXAOM IO-
CIIeAYIONIEM TOKOJEHWU, OCOOCHHO IIPM HacJeNOBaHUU IO
MaTepuHCKOl TuHUM [6—8]. OIHAKO N3BECTHBI IPUMEDHI YTS-
JXeJIeHUs 3a001eBaHys ¥ CITyday BpOXIeHHBIX popM IM 1 pn
OTILIOBCKOI nepenaye Mytaimu [30]. IIprurHa aHTULIMTALAM —
BTeHeTHYeCKOoi HecTabuibHOCTH M 3KcraHcu CTG-1oBTOpOB
B HeTpaHCaupyeMoit obnactu reHa DMPK, Korja 4ncio KOmuid
TIOBTOPOB Y MOTOMCTBA MOXKET AOCTUTaTh HECKONbKUX ThICSY
(mpu HopMe <30) [28]. [TokazaHa B3aMMOCBSI3b MEXY YMCIOM
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konuit CTG-noBTopoB U TsixecThblo heHotuna IM1: 6osbHbIE
C HeOOJIBIION CTEMEHBIO SKCITaHCHK TTOBTOPOB (50—99 Kommit)
O0BIYHO SBJSIOTCS ACUMITOMHBIMKA HOCHUTENSIMU WM €I1H-
CTBCHHBIM TIPOSIBICHHAEM 3a00JI€BAHUS Y HAX MOXET OBITh Ka-
TapakTa. DKcraHcus moBTopos oT 100 1o 200 Konuii mpuBOINUT
K pa3BepPHYTOI KIMHUUYECKOI KapTUHE C pa3BUTHEM IOBEHWIb-
HBIX ¥ B3POCIBIX ()OPM U JIMHEWHOM 3aBUCMMOCTBIO BO3pacTa
nebrota ot yncia kornuit CTG-moBTopoB [27]. YoenureapHoi
Koppesiuuu Mexay cumnroMamu JIMI1 (MuoTOHMEH, mape-
30M, arpodueii, monMHeiponaTiet U Ap.) U YUCIOM KOMMUii
CTG-noBTOpOB Ha JAaHHBII MOMEHT He YCTaHOBIIEHO [22].

Bnusanue nmona npu nepenaye MytaHTHoro reHa JAMI1 u mpo-
SIBJIEHMS] aHTULMIMALMKA B PsIIy MOKOJEHUN 3aBUCUT OT YUC-
na xormit CTG-moBTOpOB y pomuteneii. bonbHble Matepu ¢
(CTG),>100 obbiyHO mepeaioT 3a00NeBaHNE ¢ HAPACTAHUEM
Yuca TPMHYKJIEOTUIHBIX TIOBTOPOB U YTSIKEJIEHUEM KIMHUYe-
CKOVl CUMIITOMATUKM B HUCXOMSLIMX MOKONEHUsIX. BpoxneH-
Hble opMbl JIM | TOUTH NCKITIOUUTETBHO MepeaaloTcs OT 60JIb-
Hbix Matepeit [13]. OnHako npu 00caeN0BaHUM ACUMITOMHBIX
ponuteneit, umerommx (CTG) <100 1 nepenarommx 1eTam pas-
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A case of myotonic dystrophy type 1 with paternal history of clinical worsening
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Keywords: myotonic dystrophy type 1, DMPK gene, CTG repeat expansion, anticipation, myotonic discharges,
decrement of M-response amplitude.

Myotonic dystrophy type 1 (DM1) is an autosomal dominant in each succeeding generation, especially when inherited from
disease associated with the expansion of trinucleotide CTG re- clinically affected mothers. Using clinical observation of a fam-
peats in the dystrophia myotonica protein kinase (DMPK) gene. ily with two cases of advansed DM forms as an example, it was
DM1 is clinically manifested by a combination of myotonia, demonstrated that clinical, electromyographic, and molecular
progressive atrophy of skeletal muscles, and the multisystemic genetic examinations of all first-degree relatives (parents, sib-
character of the disorder, severity of which correlates with the lings, children) are required for the correct prognosis and genetic
CTG tract length. DM is characterized by anticipation that is counseling.

manifested in the worsening and more early onset of the disease
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