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AYTOCOMHO-AOMUHAHTHASA MUOTOHUYECKASA IUCTPODPUSA TUIIA 2,
HAIIOMUHAIOIIA AL KOHEYHOCTHO-ITOSACHOM TUII MBIIIIEYHOM
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Onucana cembsi, @ KOMOPOU HA NPOMSNICCHUU MPEX NOKOLCHULL BbISGIIAEMCSL HEPEHO-MbluleuHoe 3a00lesanue, HanoOMUHAIOWee KOHeUHOCIHO-
NOSCHYIO Mblieunyio oucmpodpuro. Y npobanoa 74 nem u ee cecmpvi 75 iem 0OHAPYHCEHO Msdicesoe NopadiceHue Moluly-ceubamenetl weu,
mazoe020 nosica u 6edep. Omcymemeosanu KiuHudeckue npusHaku muomonuu. Ipu snexkmpomuozpapuu nonyuenst oannvle, ykazvleaioujue
HA MUOLEHHBLU XapaKmep npoyecca maxaice 6e3 npusHakog Muomonuu. B duonmamax 0enomosuonol Mvluiybl u Ha MASHUMHO-PE3OHAHCHBIX
MOMOSPAMMAX MblUY HOZ GbIAGNEeHbl Muonamuyeckue usmenenus. OOHAKO Npu MOLEKVIAPHO-2CHEMUUECKOM UCCLeO08AHUL BbISGILCHA M-
mayusi — KCRAHCUS. MEMPAHYKICOMUOHBIX NOSMOPOs yumosun-yumosur-mumun-eyanun (CCTG) 6 cene muomonuueckot oucmpoguu 2 6
xpomocomHom nokyce 3g21.3.

KniogeBble C0Ba: KOHEYHOCTHO-TIOSICHAST MBIIIIEYHAS HPICTpOd)I/ISI; MHOTOHHUYCCKas ,I[I/ICTpO(I)I/IH 2; IIPOKCHUMaJIbHAasT MUOTOHHUYCCKAas
MUOIaTuA.

AUTOSOMAL DOMINANT MYOTONIC DYSTROPHY TYPE 2, SIMILAR TO LIMB GIRDLE
DYSTROPHY. A CASE REPORT
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The article presents a family, in which three generations suffered from some neuromuscular disease resembling limb girdle muscular dystrophy.
The proband of 74 years old and her sister of 75 years old had severe damage of neck flexors and muscles of hip girdle. The symptoms of
myotonia were absent. Electromyography revealed myogenic genesis without myotonia. Biopsy of deltoid muscle and magnetic resonance
tomography of leg muscles revealed myopathic symptoms. Molecular and genetic investigations educed mutation in the form of tetranucleotide

CCTG repeat in gene of myotonic dystrophy type 2 in 3q21.3 chromosome locus.

Key words: limb girdle muscular dystrophy, myotonic dystrophy type 2, proximal myotonic myopathy.

Muotonunueckast muctpodus tuma 2 (MI2) (wmm
MIPOKCUMaJIbHasi MHOTOHUYeckas MuornaTtusi — PROMM)
— 3TO HACJEJCTBEHHOE ayTOCOMHO-JIOMUHAHTHOE 3200-
JICBaHME, CBSI3aHHOE C DKCIIAHCUEH TETPAHYKICOTHIHBIX
ITOBTOPOB ITUTO3UH-IIMTO3MH-TUMUH-TyaHnH (CCTG) B
untpoHe 1 rena ZNF9 B xpomocoMHOM Jiokyce 3q21.3.
[1, 2]. Knunuyeckumu npuzHakamu MJI2 sBistoTcs
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cinabocTh U (B MEHBIICH CTeNeHU) aTpodus MpenmMy-
IIECTBEHHO MPOKCHMMAJIbHBIX MBIIII] HOT, MHOTOHHUS,
KaTapakTa, COYETAIoIINecs C HapyIIeHUSAMHU cepied-
HOTO PUTMa M TOJEPAHTHOCTU K yTJIEBOAAM, AMCIU-
NUJIEMHUEH, TUIOTOHAAU3MOM U HEUPOCEHCOPHOU Ty-
royxocteio [3—5]. Knunuueckue mnposiBaenus MJI2
HallOMHHAIOT KapTUHY MHOTOHMYECKOH JHCTpOPUU
turia 1 (Oone3ns Ilrerinepra, M/]1), kotopasi Tak-
K€ OTHOCHUTCSI K OOJIE3HSIM JKCIIAHCHHU, HO CBSI3aHA C
JIpyroil jokanu3alnueil ¥ UHbIM XapakTepoM MyTalluu
(3KCTIaHCHS TPUHYKIICOTHTHBIX TTIOBTOPOB IUTO3WH-TH-
MuH-ryanuH (CTG) B Hekonupyrolen nocienoBaresb-
HocTtu reHa DMPK ] Ha xpomocome 19q13.3) [1, 3, 6,
7]. Ognako B otnuune or MJI2 MJI1 MoXeT HauaThCA
B paHHEM JIETCTBE, POTEKaTh 0OJiee TSKENO C Ipe-
MMYIIECTBEHHBIM BOBJIEYEHUEM JUCTAJIBHBIX MBIIII]
PYK 1 HOT.

ITpu M/I2 oT™MeuaeTcsl 3HaUNTENbHBIN KIMHUYECKHH
MTOIMMOPPU3M — PA3IWIHBIA TATTEPH MBIMICUHOMN
c11aboCTH, pa3Hasi CTeNeHb BBIPAKEHHOCTH CIa00CTH U
aTpoduii MBI, COMAaTHYECKUX MPOSBICHUN U 0COOCH-
HO MHOTOHMH, KOTOPAsi MOXKET HE ONPENENIATHCS KIMHU-
YEeCKH U TPHU AIIEKTPOMHUOTPA(PUIECKOM HCCIIEIOBAaHUU
[8]. DTO siBNsIETCSA MPUUUHOMN YAaCThIX TUATHOCTUYECKHUX
ommOOK, Korja nanueraTam ¢ MJI2 cTaBaT AmarHo3 mpo-
TPECCUBHOI MBIIIEYHOH nmucTpoduu [9].
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Puc. 1. PogocnoBuas nanuenTku C.

Pumckue mugpper I—V o0o3HauatoT HOMepa MOKOJICHHI; apabckue —
HOPSIKOBBIA HOMEP CyObEKTa B IIOKOJICHHH.

O0bsicHeHHe cUMBOJIOB: 1. CBETIIBIC U IOJIHOCTHIO TEMHBIC KPYKKU
— 370poBbIe U OOJBHBIC JKeHIUHBI; 2. CBETIble KBaApaThl — 3710-
poOBEIe MyxK4YHMHEL, 3. HamomoBHHY TEeMHBIE KPYXKKH — BEpOSTHEIC
OonbHble (mpecumnToMaTukn); 4. [TOJTHOCTBIO TEMHBIH KPYKOK CO
crpenkoit — mpobang; 5. 1I-1, 11-2, 1II-3 — nu4HO OCMOTpEHHBIE
YJICHBI CEMbH.

[IpuBonumMm omnucanue cembu (puc. 1) ¢ reneruye-
CKH BepH(PUIIHPOBAHHON MUOTOHHYECKOHN TUCTpOdHe
Tumna 2 y npobania, KOTOpoe IeMOHCTPUPYET TUATHO-
CTUYECKHE TPYAHOCTH, CBSI3aHHBIE C TIOCTAHOBKOM JJaH-
HOTO JIarHosa.

[MTanmuenTtka C. (mpobdann) (I1I-2), 74 rona, mo-
CTYNHIIA ¢ )Kaj00aMu Ha cJ1aboCTh MBI HOT (HEBO3-
MOXXHO BCTaBaHHE CO CTyja 0e3 MOMOIIHN PYK, PE3KO
3aTPYHEH MOhEM I10 JISCTHHIIE U B TOPOJCKOM TpaHC-
IOPT), C1a00CTh MBI KUBOTA (HE MOXKET CECTh U3
MOJIOKCHUS JIe)Ka Ha CIUHE 0e3 MOMOINU PYK), clia-
00CTh MBI IeH (HE MOXKET MOAHATH TOJOBY B TIO-
JIOXKCHHH JIE)KA Ha CIIMHE) U OHEMCHUE MAaJIBIICB PYK
U HOT.

CuutaeT cebst OonpHOI ¢ 40 neT, Korma cranaa OT-
Meuarh ¢JIabOCTh MBIIII] IIEH — 3aTPYAHCHHS HPH
MoAbeMEe TOJIOBBI C TMOAYWIKH. JIMTEeNbHOE BpeMs
K Bpauy He oOpamanack. B Bo3pacte okomno 50 met
cTajla 3amMe4yaTh TPYIHOCTU IIPH MOABEME B TOPKY,
3aTeM — TP NOJbEME 0 JIECTHUIE, HO 3aTpyaHe-
HHUH TIpU XOAh0E MO POBHOMW MOBEPXHOCTH HE OTME-
yana, majgeHuil He ObuT0. B Bo3pacte okomo 70 ser
OTMETHIIa 3HAYMMOE HapacTaHHue cllaboCTH B HOTaX:
HE MOTJIa BCTAaTh CO CTyJda 0e3 MOMOINM PYK, cTala
gacto nmanarte. B 2010 r. manmueHTKa oOparmiack K
HeBposiory. O6cnenoBaiacs amOynaropHo. [Ipu npo-
BEJICHUHU CTUMYISIIIUOHHOW dIIeKTpoHeWporpaduu
(OHT") (nn. suralis, peroneus, medianus, ulnaris)
(05.04.11) naHHBIX, CBUAETEIbCTBYIONNX O HAITMIHHI
[IOJIMHEBPONATHHU, He MoJjiydeHo. [lpu wuronpuatoit
anekrpomuorpadguu (OMI') (25.04.11) — mpuszHaKu
nu(hy3HOr0O XPOHUYECKOTO MHUOTEHHOrO Mpollec-
ca, HanOozee rpybo BbIpakeHHOTo B m. quadriceps
femoris, ¥ NCeBAOMHUOTOHHYECKHE H MHOTOHHYE-
ckue GeHoMensl B m.tibialis anterior. [Ipu amOyma-
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TabGunuma 1.
HccaenoBanue cuiibl MbIII (0aJ11b1)

Mplia | CripaBa |CneBa
deltoideus 3 3

3

biceps brachii

brachioradialis

w
+

triceps brachii

extensores mani

flexores mani

extensor digitorum communis

extensor pollicis longus

[ N L T S T S N SN

flexor digitorum profundus
interossei palmares et lumbricales 3+
flexor pollicis longus 3
interossei dorsales 3
iliopsoas 3-
gluteus maximus

gluteus medius

BN O W W W W R R R B

adductores

W
[

biceps femoris, semitendinosus, semimembranosus 3-
quadriceps femoris 3-/3 3-/3
tibialis anterior

gastrocnemius, soleus

~ B~ 0 W

3
5
extensor hallucis longus 3
extensor digitorum longus 3
flexores cervici, sternocleidomastoideus 2
extensores cervici

rectus et obliques abdominis 2

TOPHOHM KOHCYJIBTAIlMM BO3HUKJIO MPEANOI0KEHUE O
HaJU4YUU y OOJBbHONH KOHEYHOCTHO-TIOSACHOH (OpPMBI
MBIIIEYHOH qUCTPOPUHU, PEKOMEHI0BaHA TOCTTUTAIHU-
3alMsl 111 yTOUHEHUs AUarHosa.

Taxoke U3 aHaMHe3a U3BECTHO, YTO MaIlMeHTKa JJIU-
TENbHOE BpeMs CTpafaeT HEHPOCEHCOPHOW TYroyxo-
CThIO, KaTapakToi, B CBsI3U ¢ KoTopod B 1989 r. BhI-
noyiHeHa 3aMmeHa xpycrtamuka OD, B 1990 . — OS.
B 1957 r. 6onpHas onepupoBaHa Mo MOBOAY yBEIHMYCHHUS
LIMTOBUIHOM XkeJe3bl (0o1ee TOUHbIE CBEIEHHS O BbISB-
JIECHHOW NaToJIOTUU IIMTOBUJHOM KEJIE€3bl U XapaKTepe
OIepaLK HE IPEJOCTaBIICHBI).

[Ipu ocMoTpe BbIsIBIEHA Jerkas ci1abOCTh BepX-
HEW W HIDKHEH MHUMHYECKONH MYCKYyJIaTyphl, CI1a00CTh
Pa3IMYHON CTENeHW MBI — crubaTeneil meu, mie-
YEeBOTO M Ta30BOTO IMOsiCAa, MPOKCHMAIBHBIX H JHC-
TaJbHBIX OT/EI0B KOHeUHOCTeH (Tadi.1). OTMeyanuch
BBIp@XXECHHbIE aTpo(Uu SATOAMYHBIX MBbIIL, Oenep,
TPEXMIABbIX IJI€Y, MBILII] TEHAPa, MEKKOCTHBIX U TPy-
JTUHOKITIOUNYHO-COCIIEBUIHBIX MBIIII] C JIBYX CTOPOH.
MBIIIIEYHO-CYXOXKMIBHBIX PETPAKIIMA HE BBISBICHO.
Kimanueckas v mepKyccHoHHAs MUOTOHHS OTCYTCTBO-
Baja. [mybokue pedrexcsl Ha HOrax He BBI3BIBAIHCD,
Ha pykax — Obutn Beicokue, D>S. KucteBbie pedexk-
cel Poccomumo — Benpeposuua, XKykosckoro, lod-
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Puc. 2. MPT wmbi 6eaep («) u roneneii (6) B T1-B3BemeHHoM n300paxenun y nmpodanaa (11-2).

a — MPT wmbim 6enep: ToTanbHOE/TsDKEI0E mopaxeHne m.quadriceps (vastus lateralis et medialis, u B MeHbIIel creneHu vastus intermedius)
U yMEPEHHOE — 3aJ{Heil TPYIIbI MBILII] Oe/iep ¢ OTHOCUTENIbHOM COXpaHHOCThIO M. rectus femoris, m. sartorius et m. gracilis ¢ 06eux cTOpoH;
6 — MPT MpImn roseHeil: ToTaabHOE/TSKETIOE HOpaXkeHNne m. gastrocnemius (caput mediale) n ymMepeHHOE — m. soleus K JIeTKOe BOBJICUCHHE

MBIIII] TIEPEHETr0 JIoXkKa IroJIeHeH ¢ 00enX CTOPOH.

MaHa, SIkoocona — Jlacka OLUTH TOIOKHUTEILHBIMU C
o0enx cTopoH. J[pyrux HM3MEHEHHWiIl B HEBpOJIOTHYE-
CKOM CTaTyce HE BEISIBICHO.

Jlabopamopnvie Oanuvie. B KIMHHYECKHX aHAIU-
3aX KPOBU — TMAHIUTOINEHUS: JeHkouuTsl 1,91 — 2,58
- 10°/m, sputporuter 2,83 — 2,95 - 10'/71, TpOMOOITUTEI
784 — 115 - 10°/11, remornooun 103—109 r/n; usme-
HEHUS B JCUKOIUTapHOH (hopMmyne: HeHTpoduimsr 28—
36%, mumdountst 45—56%, MmonouuThl 4—11%, 303u-
Hodmiiel 1—8%, 6azoduisr 1—4%, COD 20—30 mm/u.
B Onoxumuueckom aHam3e KpOBU: JUATHOCTUICCKH He-
3Ha4YnMoe ToBbliieHue yposust JIJII" no 272 — 274 En/n
(mopma 250 En/n ) u KOK no 234 En/n (Hopma 29—200
En/n), nerkast rumnepxojeCTepUHEMHs, B OCTaJbHOM
— 0e3 ocobennoctel. Ypopuu Buramuna B, u TTT
B KPOBU — B TIpeieNiax HOpManbHBIX 3HaueHu. DKI'
— cuHycoBbld put™M ¢ YCC 62 B MMH, HapylIeHUsS
BHYTPHKEITYI0YKOBOTO mpoBenenus. IxoKI — mpu-
3HAKW KOHIEHTPUYECKOW THIepTpoduu MHUOKapja
JIEBOTO JKemymouka (y MArUeHTKH THUIIePTOHHYECKAs
OoJie3Hb B aHAMHE3€), MUTPAJIbHAS HEJIOCTAaTOYHOCTh
I cT., KanpUMHO3 AOPTAJIBHOTO KJIAlaHa, JErKUi aop-
TaNbHBIA CTEHO3, a0pTajbHasi HEAOCTaTOUHOCTh [—II
CT., JieroyHas runeprensus | ct. Pernrrenorpadus op-
TaHOB TPYAHOW KJIETKH M (UOPOracTpoayo/IeHOCKO-
nusi — 0e3 3HAYMMBIX 0COOCHHOCTEH.

Uronpuaras OMI" m.extensor digitorum communis,
m.biceps brachii, m.vastus lateralis, m.tibialis
anterior, m.paraspinatus Ha ypoBae Th8 — Th9 BrI-
SBUJIa MUOTCHHBIC M3MECHCHHS B BUJE YMCHBIICHUS
CpelHel JINTEeNbHOCTH MOTEHIINAIOB JIBUTATeIbHBIX
enunant] (ITJJE) na 40—70%, yckopeHHOE pEKpyTH-
poBanue IIJIE, 3a uckirodeHrEM MBI HUXKHUX KO-
HEYHOCTEH, TJie PEKPYTHPOBAHHUE ObUIO CHUKEHHBIM
(3a cuer arpoduUecKkHX W3MEHEHWH B MbIIIax). B
MBIIIIAX HWKHUX KOHEYHOCTEH 3aperucTpupOBaHBI
IICEeBAOMUOTOHMYECKHE Pa3psabl, B MBIIIIaX BEPXHUX
KOHEYHOCTEH MOBBLIIIEHA AKTUBHOCTH BBEACHMUS, 3a-
TPYAHEHO pacciablIeHre MBIl TTOCIe MPOU3BOIb-
HOTO COKpaileHus. MUOTOHUUYECKUX Pa3psioB HE 00-
HapyKeHO.

[Ipu marauTHO-pe3oHaHcHO# Tomorpaduu (MPT)
MBI Oeep M TojieHel BBISBICHO MOYTH MOJHOE 3a-
MEUIEHUE KUPOBON TKAHBIO YETHIPEXITIABBIX U HMKPO-
HOXHBIX MBI (MEIUANbHbBIC TOJIOBKH) ¢ 00EUX CTO-
poH (mopaxkenue 3—4-it crenenn o Lamminen [10] B
momudukarnmu Jungbluth [11]), B ocTalbHBIX MBIIIIIAX
Oenep u rojaeHel oTMevyanoch nopaxenue 1—3-ii cre-
nenu (puc. 2).

buoricus neBoi AeNbTOBHIHONW MBIMIIEI (OKpacka
reMaToOKCUJIMHOM-303MHOM, 110 Ban ['m3ony, Tpuxpo-
MoM ['omopu, IIINK-peaknusi) BeIsiBIIIa HecTeupHU-
YeCKHe MHUOMATHYeCKHUe W3MEHEHHUs B BHUJE Bapua-
OenmpbHOCTH nuameTpa BOJOKOH (oT 37 mo 107 Mkm),
O04aroB HEKpPO3a U KIETOK-PEreHeparoB, MHUOIUTOB
C BHYTPHUKIETOYHBIMH SIIpPAMH W TEPUHYKIICAPHBI-
MU BaKyoOJSIMH, €AMHUYHBIX MHOIUTOB C KPYITHBIMHU
IHMK-neraTuBHBIMA BakyonsiMu. OTMedeHO Tpeod-
najanue ceeTbix BosiokoH npu HINK-peaknuu.

W3 pomocioBHO# (cM. puc. 1) BHAHO, 9TO CEeMEW-
HBI aHaMHe3 y npoOaHaa OBl OTATOLICH MO HEpB-
HO-MBIIIEYHBIM 3a0oaeBanusiM. Co cJIOB OOJILHOM,
CXOKHe U3MeHeHus1 HaOmopanuck y ee matepu (I-2),
KOTOpas mociie 52 jeT OblIa TSHKEII0 WHBATUIU3UPO-
BaHa M3-3a HApYyIIEHUH X0Ab0bI, yacThIX nageHuii. Ce-
ctpa npobanma (II-1), 75 met, Takke UMEET CXOTHBIE
npu3Haku Oone3Hu. [Ipu ocMoTpe BhIsIBICHA TsDKEIas
crmabocTh crubarenei men, yMepeHHas ciaboCTb OT-
JIETbHBIX MBILII TAa30BOTO MOsica U MPOKCHMAJIBHBIX
OTAEIOB KOHEYHOCTEeH. MHOTOHHYECKUX (PEHOMEHOB
He oO0HapyxeHo. [Ipu oOcnenoBannu goyepu mpodaH-
na (III-3), 40 met, koTOpasi cYUTAET CeOs 3MOPOBOM,
BBIsIBIICHA cnabocTh (3 Oaimna) crubareneid men. Mu-
oToHHMYecKuX (eHoMeHOB He Haimeno. [lpu DMI'-
uccnenosanuu y I1-1 u I11-3 oOHapy)eHbBl MUOTCHHBIE
n3MeHeHns. MUOTOHHYECKHUX Pa3psA0B TakkKe He 3a-
peructpupoBano. [Ipu onpoce 1I-1 BbIsiICHUIIOCH, UTO
c1ab0CTh B KOHEYHOCTAX OCCIIOKOUT U ee gouepen —
mnemssaauI mpodanga (I111-1, 111-2) 43 u 50 net, HO Ux
HE OCMAaTpPUBAJIH.

C ydYeToM KIMHMYECKOW KapTHHBI 3a00JeBaHWS,
JNAHHBIX AekTpoHelpomuorpapun (GHMI) u MPT
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MBIIIII, HAJTUYUSA CXOAHOTO MaTTepHa MBIIIEYHOHN cla-
0ocTH y poACTBEHHUI] TpoOaHa OblJ1 yCTaHOBJICH JH-
arHo3 KOHEYHOCTHO-MIOSICHON MBIIICYHON TUCTPOPUH
C MTO3JHUM BO3pacTOM Haudajia 0OJE3HHU U ayTOCOMHO-
JIOMUHAHTHBIM THIIOM HacleqoBaHud. OJHOKpaTHO
BBISIBIICHHBIE TTpH amOynaTopHoM DMI -uccienoBanuu
MHUOTOHUYECKHE ()eHOMEHBI OBUIH paciieHeHbl KaK He-
crierupUISCKUA TTPU3HAK, OTPAKAIONIAN BTOPUIHBIS
W3MEHEHHs BO30YJUMOCTH MPHU JAJICKO3aleAIIeM a-
TOJIOTMYECKOM NPOLIECCE B MBIIILIE.

[To3anee »To HabmOAEHUE OBUIO MPEACTABICHO HA
MEXAYHApOAHONW KOH(EepeHIUU 1O HEpBHO-MBILICU-
HbIM 3a00sieBaHusIM «1V BeceHHsIs IKoIa MUOJIOTHH»
B Canxkr-IletepOypre (mait 2013 1.). B xome o6cyxae-
Husl ObUTO TpeptokeHo npod. Bjarne Udd (Ounnsn-
IIUsl) UCKIIFOUUTH y OOJIbHOM HaJIM4ne NPOKCUMAIbHON
MUOTOHHYECKOW AucTpoduu. KpoBb manueHTku Oblia
oTmpaBiicHa B YHuUBepcuteT I. Tammepe (OuHIsHIMA)
B 1a00paTopui0 MO HM3YYCHHIO HEPBHO-MBILICUYHBIX
3a00J€BaHUH JJISI MOJIEKYISIPHO-T€HETHYECKOTO aHa-
mu3a JJHK, KoTopblil BBIABWIJI THAarHOCTHYECKH 3HA-
gumoe yBenudeHne CCTG-moBropoB B rene ZNF9 B
XPOMOCOMHOM JIoKyce 3q21, 4yTo sABJISIETCS MOATBEPK-
JIEHUEM MUOTOHUYECKOU JucTpodun Thmna 2.

O6cy:xxnenune

VY obcnenoBanHOrO MpoOaHaa Ha MEPBHIN IIaH B
KJIMHUYECKOW KapTHHE BBICTyNAIH c1adOCTh U aTpo-
(MU MBI TPEUMYIIECTBEHHO TA30BOTO MOsICa, MPOK-
CHUMAaJbHBIX OT/AEJIOB HOT, YTO MPOSIBISUIOCH 3aTPyIHE-
HUEM MO beMa 110 JECTHHUIIe, B TOPOJICKON TPAHCIIOPT
W 4YacThIMM NageHusMH. OTCYTCTBOBaJIN KIMHHYE-
CKHE MPU3HAKUA MUOTOHHH, a TAKKE KaI00bl HA TPYI-
HOCTH pacciiaOIeHHs] MBILIL [10CJIE€ UX COKpPAIECHUS.
CxopHbIe TPU3HAKK OOJIE3HH OTMEYAIUCh Y MaTepH M
cecTpsl npobdanaa. [Ipu OMI, koTopas sBnseTcs Hau-
0oJjiee YyBCTBUTEIBHBIM METOIOM JJIsI BBISIBICHUS MU-
OTOHHUH, y POACTBEHHMI NPOOAHIA MHOTOHHYECKHX
(heHOMEHOB HE 3apeTUCTPUPOBAHO, B TO BpeMs KakK y
npobanga oHU ObLTH OOHAPYKEHBI OAHOKPATHO TOJb-
Ko B m.tibialis anterior u paciieHUBaJIKCh KaKk HE1OCTa-
TOYHO creuu-puuHele. B nenom, no pacnpexneneHuo
MOPa)KEHUSI MBIIII U OCOOCHHOCTSM JBUTATEIbHBIX
HapyIIeHH MOXHO OBLIO 3aMomo3puTh y IpobaHia
HaJln4ynue KOHEYHOCTHO-TOSCHOW MBIIIEYHOW JTUCTPO-
¢un. OgHAKO CileayeT OTMETHUTh, uTo MJI2 MokeT
npoTekaTh 0e3 OTYETIMBON KIMHUYECKOH, MepKyc-
CUOHHOM M AJIEKTPUUECKON MUOTOHUU, U OTCYTCTBUE
MUOTOHHYECKUX (DEHOMEHOB IPHU HEBPOJIOTHYECKOM
ocMoTpe W DMI -nccrnenoBaHnyu HE SBISETCS OCHO-
BaHHWEM [UIsl MCKJIIOUEHHUs JAHHOTO BHJA IMaTOJOTHUHU
[8, 12, 15]. Kpome ToOrO, 3aperucTpupOBaHHBIE MPHU
OMI' MuOTOHHMYECKHE pPa3psiAbl He sBIsOTCA abco-
JOTHO CHENU(UYHBIMU I TPy MUOTOHHYECKHUX
3a00JIeBaHMi, TaK KaK OHM MOTYT HAOIIOAAThCS MpU
MOJIMMHUO3UTE, HEKOTOPBIX IJTMKOTEHO3aX, KaHaJlo-
NaTUSX, SHIOKPUHHBIX MHONATHSIX U HEBPOTEHHBIX
arpodusx [13]. Ml HaOMIOANN MAIIMEHTOB C A0CTO-
BEPHOM OOJIE3HBIO JABUTATEIBHOTO HEHPOHA, Y KOTO-
peix ipu OMI Hapsany ¢ neHepBalMOHHBIMHU H3MEHe-
HUSIMU BBISIBISUINCH SIPKUE MHUOTOHMUYECKHE Pa3psibl.
Bce 310 cBUIETENBCTBYET O TOM, YTO MHOTOHUYECKHUE
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SBJICHUS MOTYT HaOJIOAAThCS MPHU JaJEKO3aIIeIInX
W3MEHEHHUAX B MBIIIIE, ¥ MO3TOMY MOTYT OIIUOOYHO
pacueHuBaThCAd BpadoM KaK HW3MEHEHHUs, XapaKTepu-
sytomue M/I2. IloctaHOBKY nuarHos3a 3aTpynHsieT U
TO, YTO TUCTOJIOTMYECKOE MCCIET0BAHNE MBIIIIIBI TPU
M/I2, BkitO4ask 3NEKTPOHHYI0 MUKPOCKOIHIO, HE BbI-
SIBJISIET KaKUX-THOO CHenU(pUUYeCKUX H3MEHEHHH B
ouomrare 8, 14, 15].

OnucaHHBIN ciydail J€MOHCTPHUPYET CIOXKHOCTH
ITOCTAaHOBKHM JMarHo3a y OONbHONW MHOTOHHYECKOH
nuctpodueii tTuna 2. KiimHHYeCKUMU TIpU3HAKAMU, KO-
TOpbIE TTOMOTAIOT B MOCTAHOBKE JMAarHO3a, SBIISIOTCS
caenyromue [4, 8, 12, 15]: 1. Pano pa3BuBaromasicsi u
TsDKeTass C1a00CTh MBIIIII-CTHOATEICH Ien U MTPOKCH-
MaJbHBIX OTIEIOB HOT, 0€3 MPU3HAKOB BBIPAKEHHOU
arpoduu. Y Hamero npobanna (I1-2), kak u y obciemno-
BaHHbIX poacTBeHHUI] (1I-1, 111-3), 3a0oneBanue nedro-
THPOBAJIO CO claboctu crubareneid mewn. Ha momeHT
00ciieJoBaHusl ST MBIMIIBI ObUTM HAauOOJee TKEIO
mopakeHs! (y mpodaHga U €€ CeCTPhl CHJIa MBIIII —
2 Oama, y nouepu npobanna — 3 Gamna). Cnabocthb
crubarerneil men COMpOBOXKIATach JIETKOW arpodueit
m. sternocleidomastoideus n Hambosiee BbIpaKEHHBI-
MU MHUOTEHHBIC m3MeHeHUS pu DMI B 3T0#l MbImIIIE;
2. XapaxTtepHbIM npusHakoM MJI2 sBisercs Takke
paHHEe pa3BUTHE KaTapakThl (B Bo3pacte mo 50 yer),
KOTOpasi coueTaliach ¢ HEMPOCEHCOPHON TYTOyXOCTHIO
(y nHamrero nmpo0aHJia 3TH MPU3HAKU [TPUCYTCTBOBAJIH).
Kpowme Toro, MoryT BcTpedarbcs HapyieHUs: GyHKITUU
HIMTOBHUIHOM >kene3bl (y mpobaHaa B aHAaMHE3€ Pe3eK-
[Usl IMATOBUIAHOW JKeINe3bl), HAPYUIEHUS CEepIeUHOTO
pUTMa M TMPOBOAMMOCTH, KaK MPAaBHIIO, SKCTPACUCTO-
musi, OIIOKaabl HOXKEK mmydka ['mca, pexke — HeTskenas
aTPUOBCHTPHUKYISIpHAs OJloKaa; BHE3aHast cepeuHas
cMepth nipu M/JI2 peako Bcrpewaercs; 3. TUNUYHBIM
nmpu3HaKkoM s mamueHToB ¢ MJI1 cuurtaercs rurmo-
TpoQusT BHCOYHBIX MBIIII] U CIa00CTh >KEeBATEIHHBIX
MBIIIL, YTO MOMOTaeT B IOCTaHOBKE AMAarHo3a IpHU
OTCYTCTBUU SIBHOM MUOTOHMHU. OJIHAKO 3TOT MPU3HAK
onpezensercs peaxo npu MZI2. JIpyrumu nposiBieHu-
aMu M2 sBASIIOTCST QUCTUIIAAEMHUS], TUITIOTOHAU3M Y
MYKUUH, JOOHOE OONIbICEHNE, YMEpEHHbIE KOTHHUTHUB-
HbIe HApYIICHHS B TMTO3HEM BO3PACTE U THIIEPCOMHHUSI.
Crnenyet 3aMeTuTh, 4To Iipu MJI2 omnucaHbl pa3iandHoO-
TO poja U3MeHeHHUs 1ab0opaTOPHBIX TIOKa3aTeNe: Jer-
KO€ TOBBIIICHUE YPOBHS acmapTraTaMHHOTpaHChepasbl
1 PyTUHHOTO KIIMHUYECKOTO aHATH3a KPOBH. Y HAIIIErO
npobaHa B aHaJIN3€ KPOBU BBISIBICHBI NAaHIIUTOICHUS
u snerkoe noBeienue ypoBus JIJII' u KOK. Hemnbzs uc-
KJIFOUHTb, 4YTO 3TH U3MEHEHMSI CBA3aHbI C OCHOBHBIM 3a-
OoneBaHuEM.

Takum oOpazom, mocTaHOBKa quar€o3a MJ[2 gacro
SIBIIIETCS HEMPOCTOM 3ajiaueil, B pEelIeHuU KOTOpOu
MOTYT MOMOYb HaJW4YUE y OOJNBHBIX CIIA0OCTH Mpe-
MMYIIECTBEHHO MPOKCUMAJIBHBIX MBIIII HOT, TPU3Ha-
KOB MHOTOHUHM W KaTapaKThl, a TAK)KE BHUMATEIbHAS
OIIEHKAa KJIMHUYECKUX MYJIBTHCHUCTEMHBIX IpOsBIe-
HUU, XapaKTepHBIX 715 3TON Ooxe3Hu. OHAKO OKOH-
yaTeNbHBIM Auar€o3 MJI2 ycraHaBnuBaeTcst TOJBKO
MOCJIe MOJEKYISIPHO-T€HETUYECKOTO UCCISA0OBaHUS U
oOHapyxeHus: MyTanuu B reHe MJ12.
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