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Pe3tome

MpuBEaEHO KNHHUYeCKOE HabNIoAeHMe 33 60NbHbIM C AUCTPOMYECKOMMUOTOHMeR Pocconumo-LUiTennepra-Kypimana. Mo-
Ka3aHbl MHOrOOG6PA3Ne KNMHWAYECKOM CUMNTOMATHKM (HEBPONOTUIECKOM U COMATUYECKOM) M BAXXHOCTb €8 3HaHWA U YYeTa He
TONBKO HEBPONOTAMM, HO ¥ KADAKONOraMM, SHAOKPUHONOTAMM.

KnioyeBbie cnoBa: AUCTPODUYECKAAMAOTOHUA, KNMHUIECKVE CHMNTOMDI, NeyeHue

Summary

Itis presented clinical examination of the patient with myotoniadystrophica of Rossolimo-Steinert-Kurshman. It is showed the
variety of clinical symptoms (neurological and somatic) and importance of their value and recording by not only neurologists

but cardiologists and endocrinologists.
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Beenenne

Juctpoduyeckasmuoronns Pocconumo-Llteiinepra-
Kypwmana (IM) - 9To My/IbTHCHCTEMHOE HacneacTBEHHOE
HEpBHO-MbIlEYHOC 3aboneBalne, KOTOpOe Hapady ¢ fnopa-
*KEHHEM CKEIETHOH MYCKYNaTypbl NPOSBIAETCA HApYLIEHHEM
(YHKUHH H CTPYKTYPbl PalIH4HBIX OPIraHOB H CHCTEM: Cepi-
ua, rnas, rojoBHOIO MO3ra, OPraHoOB AbIXaHHA, KeNYAOYHO-
KHILEYHOro TPaKTa, MaTKH, LUHTOBHAHOH *ene3bl H ap. [1,
4). lNepBoe onHcaHHe AaHHOTO 3a00JEBAHHA MPHHALIEKHT
Pocconnumo (1901). B nocaenytowue roast noaobHeie ny-
6nnkaunn 06 >1oi Gonesuun ObiH caenansbt Steinert B 1909
H Kurschman B 1912 r. Yacrotra 3TOro Heayra cocTaBns-
et ot 2,5 no 5 Ha 100000 Hacenenus. Tun HacnemoBaHHA
AyTOCOMHO-TOMHHAHTHbIA, C BLICOKOH NMEHETPAHTHOCTHIO (B
100% y My»uHH H 64% y xeHwuH). [puunuxoi M caywur
MyTauus (IKCNAaHCHA TPHHYKICOTHAHbIX nosropoB CTG)
reHa AHCTPOPHHMHTOTOHHHNpPOTeHHKHHA3b ([MPK) Ha
xpomocose 19q13 [2, 3]. [laroreHes 3aboneBaHHa ocTaeT-
¢a HeacHbiM. [Tpeanonaraior Hannune daxTopa nepBHYHOIO
nedexta Mem6pan. 1o MeToaHKe CBETOBOH MHKPOCKOMHH
ynaeTcs OOHapyXHTb COMETaHHE THMEPTPOPHPOBAHHBIX H
aTpo(HPOBAHHLIX MbILIEYHBIX BOJIOKOH. (Nyyaercs paspac-
TaHHE COEJHHHTENLHONH TKaHH, MbllIEYHAs TKaHb 3aMmellia-
€TCA COeNHHHUTENBbHOH M XHPOBOH. B cnyuae anekTpoHHOH
MHKPOCKOTIHH ONPEACAAIOT H3MEHEHHE Pa3MEpPOB MHTOXOH-
APHH, ICCTPYKUHA MHTOOHOpHANApHOTO annapara [3].

[lepBbie cummToMBI 60n€3HH npospasiotcs B 10-20-neT-
HeM BOlpacTe. XapakTepHsiM ObiBaeT coYeTaHHe MHUOMATH-
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YeCKHX, MHOTOHHYECKHX, HEHPOJIHIOKPHHHBLIX, CEpaeqHO-
COCYIAHCTBIX HapyuleHHH [S].

Mpusonum HcropHio 601€3HH GOABHOrO ¢ THMHYHOH
kapTHHoOH M.

Bonsuoit I.. 42 1, 25.04.2012 . nocTynun B HeBpONO-
ruyeckoe oraenenue Y3 «[poaHeHckas o6macTHast KIHHH-
yeckas 6ONbHHLA» ¢ KanobaMH Ha «cNasMbi» H 3aTpyaHe-
HHS MEePBLIX ABHXEHHIT MPH PaLKHMAHHH CKAThIX B KyNak
nanbues, 3aTpyAHEHHe BO BPEMA ebl H3-33 HEBO3MOXHOCTH
ObICTPO OTKPBITH POT, TPYAHOCTH NPH pasrosope, c1abocTsb B
MBILILAX PYK H HOT, 3HAYHTENBLHO YCH/IHBAIOILYIOCA NPH PH-
3MYECKOH Harpy3ke.

M1 aHaMHe3a H3BECTHO, YTO NepBbie MPH3HAKH 3abone-
BAaHHA y MalHEHTAa CTANH OTMEYaTbcA ¢ 32 ner, korna Bo Bpe-
M FHMHACTHYECKHX YNPaXXHEHHH He MOr OBICTpO padxaTh
cKatble B KyNaK Malblbl, 3aMETH €1a60CTh B HKPOHOXHbIX
MBILLILAX, B CTONAX, KOTOpas B MOCAENYIOLIEeM HapacTana.
Bo3HHKNA M CTana NOCTENeHHO YCHIHBATLCA c1abocTh B py-
Kax, NPeHMYILEeCTBEHHO B KHCTAX. ONIHOBpEMEHHO GONbHOM
JaMeTHN HapylleHHe pedH B pe3ynbTare 3aTpPydHEHHS MNpH
OTKpbIBaHHH pTa. [1alineHT OTMEUAeT NOAHOE BLIMANEHHE BO-
710¢ Ha Tene.

Poc 1 passuBaica HOpManbHO. JKeHar, HmeeT 3 neTeh:
csid 20 ner, csiv 14 net, nous — 4 mecaua. Co cnos 6onbHOro
AHAIOTHYHbIE CHMNTOMbI 3a00/1€BaHHA OTMEYATHCH Y npaba-
Oyuiky 1 6abylIKH NauMeHTa No MaTePHHCKOH THHMH. MaTh
H orey 6onbHOro 300poBst. CTaplinii chiH (20 eT) nauueH-
Ta cTpagaeT MoaoOHBIM 3ab0neBaHHEM, MEPBble NPH3HAKH
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OPWIWHANBHbIE UCCNEQOBAHUA

KOTOPOTO OTMEYEHbI C AETCTBA. Y mnaawero chisa (14 aer)
B HacTOALUEE BPEMS HMEIOT MecTo RHGdYIHas MbimedHas
cnabocTh B pyKax H HOTax H MHOTOHMYECKOE HamNpsXeHHE
crubareneii nanblUeB NPy CKATHH KHCTH B Kynak. Jods 60b-
HOro 310poBa.

OBbEKTUBHO. O6uiee cOCTOAHHE YAORIETBOPHTEb-
noe. Poct 176 oM, Bec 74 kr. KoxkHble mOKpoBbI CyxHe, b6ren-
Hble, BHANMbIE C/IH3HCTBIE YHCThIE, 61€aHO-pO30BOTO LBETA.
SI3bIK BII2XHBIA. B JIErKHX bIXaHHE BEIMKYIAPHOE Hal BCEH
TOBEPXHOCTBIO, XPHMNOB HeT. YacToTa abixaHHs 16 ynapos B
MHHYTY. TOHBI cepaua PUTMHYHBIE, NPHTYLIeHs!. [Tynsc 65
ynapos B | MuHyTy. ApTepHansHoe naanenue 110/70 mm pT.
cton6a. YXHBOT NpH natbnaluHH MArKHH, 6e360ne3HEHHBI.
Kpait neyenu e BbICTynaet 3-noa pebeproit ayru. Cumnro-
Mbl MOKONIAYHBAHHA OTpHLATeNbHbIE. CTyn, IMYpes B HOPMe.
Orekos Het. [lepHdeprueckne yuibl HE NATLAHPYIOTCS.

HEBPOJIOTMMECKUH CTATYC. BonbHoit B co3ua-
HHH, TIPaBHIbHO OPHEHTHPOBAH B MPOCTPAHCTBE, BPEMEHH H
cO6CTBEHHO! NHYHOCTH. XapaKTepeH BHELHHA BHI NaLHEH-
Ta: AByCTOPOHHAS AMHMHA, aTPOOHA NHLEBOA H KeBaTellb-
HOW MYCKYJaTypbl C ABYCTOPOHHHM 3anai€HHEM BHCOYHbIX
AMOK, BEKH M YIJIbl PTa MOAYONYilLeHbl, HHKHAA MONOBHHA
JMUA MPOBHCAET, YTO AENAET JHUO NeyanbHbiM, POT OTKpLI-
BAETCA C TPYZOM H3-3a TOHHUYECKOTO HANpAXKEHHA XKeBaTesb-
HBIX MbILUL, BOSHHKAIOLLETO MPH CHABLHOM C3KaTHH YeNIOCTeH.
[1pH NOBTOPHBIX ABHXEHHAX HAMPAKEHHE MBI yMEHbILa-
€TCcs ¥ POT OTKpbIBaeTcA cBoboaHo. Peub 1H3apTpHYHA C HO-
COBBIM OTTEHKOM. OTYET/IMBO BbIPaXKeHa aTpodHA rPYAHHO-
KJHOUHYHO-COCLIEBHAHBIX MbIWIL, H3-3a Yero ociabneHa
poTauHs ronoss! B 06e croposl. Onpenensercsa noxynaHHe
MbILUL TIEYEBOro Nosca, NPEanaeynil, KHCTeR Co CraaxeH-
HOCTBIO MbILIL BO3BLILIEHHA GONMBILONO Manbla H MHU3HHLA.
[IpH ckaTHH KHCTH B Kysnak HabnionaeTcd THNHYHOE MHO-
TOHHYECKOE HanpsxkeHHe crubarenedl nansues, pasrubanne
HX NIPOH3BORHTCH MeTEHHO H ¢ Gonbwnm Tpyaom. [pu no-
BTOPHBIX BHAKEHHAX MHOTOHHYECKHE CHMITTOMBI HCHE3AIOT.
Y nauueHTa BLIABAAETCA NOXyRaHHe MbluL Geapa, roneHen,
cron. [Toxoaka «cTenmax» ¢ KOMIOHEHTOM «yTHHOW». nd-
(y3HOE CHHKEHHE MbILLIEYHOH CHITBI H MbILLIEYHOTO TOHYCA B
pykax H Horax. CyxoxunbHble pednieKcs! € pyk paBHble, HH3-
KHe, S = D, ¢ Hor — koneHHbIe S = D, Hu3KHe, aXHNIOBBI OT-
CYTCTBYIOT C BYX cTopoH. [atonornueckux pednekcos Her.
UyscTauTenbHOCTs coxpaHeHa. KoopauHatopsie npobsi
BLITIONHAET YHORNETBOPHTENBHO. B nose PomGepra cnerka
NowWarbiBaeTcs. MeHHHreanbHbIX CHMNTOMOB HeT. DYHKUHIO
Ta30BbIX OPraHOB KOHTPOMHpYET.

BonsHoit o6cnenosan.

O6wmii ananu3 kpoeu (27.04.2012): sputpountsl 4,16
MIIH/MKI, remornobud 134 r/n, nedixountsl 6,3 ThIC./MKJ,
COD 24 mm/yac, useTHOH nokasarens 1,01, remarokput
0.4%, Tpom6ounTe! 205 Thic./MIU1, 303HHOGHABI 2%, HERTPO-
dubl nanoukoanepHsie 2%, HEHTPODHILI CerMeHTOAIEPHBIE
62%, numdounTts 29%, MonounTs 5%\ Cymma knetok: 100.

O6wmii aHanu3 Moun(27.04.2012): uBer conoMeHHO-
KenThlH, npo3payHas, pH — 6,5, oTHocHTensHaa nnoTHOCTL
1015, Benok 0, rmoko3a 0, 3putpounts! 0, nefikounts! 0.

Broxumuueckoe uccnenosanne kposu (27.04.2012):
obumit Genox 87 r/n, mouesuHa 4,3 MMONL/, KpeaTHHHH
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117 Mxmons/n (Hopma 53 — 115), obwmit Gunnpybun 13,8
MKMONB/NI, FI0Ko3a 4,3 MMOAB/A, acnapTaraMHHOTpaHCde-
pa3a 128 E[l/n (1opma — 5 — 37), ananunamMHHOTpaHCcdepasa
84 EJl/n (nopma 5 — 42), naktarruaporenasa 767 E[l/n (1op-
ma 174 — 516), tpononnn T 0 (Hopma 0-0,1), Tpononuuls 50
Hr/Mn (Hopma 0 — 1).

TopMOHbI WHTOBHAHOH *ene3b(27.04.2012): T4 cso-
6oanblit 9,2 HMonw/n (Hopma 10 — 25), THpeoTpONHBIH rop-
moH (TTT) 20 (Hopma 0103 - 4,0), anTHTeNa K THPEOHAHOM-
nepokcuaase (Anti-TPO) 266,8 ME/mn (Hopma 0 — 30).

DK (27.04.2012): ropH30HTANBLHOE NONOXKEHHE INEK-
TpHueckoil ocH cepaua. CuHycosas 6panukapaus. Yactora
cepRevHbIX cOKpalleHHi 56 ynapo 8 MuH. Jluddysubie
MeTabonnyeckHe HIMEHeHHs B MHoKapae. Hu3kui BonbTax
IKI B cTaHZapTHBIX OTBEACHHAX.

XonTepoBCKOEMOHHTOPHPOBAHHE 1EKTPOKAPAHOTPaM-
Mb1(29.04.2012): 3adpukcuposans! 8 ciyyaes AB-6nokann: 2
ct. Mobuu 2.

Y3H BHyTpeHHHX opraHos(29.04.2012): neweHp ¢
POBHbLIM KOHTYpPOM, cierka ysennueHa + 1 cm. CTpykTypa ¢
yMepeHHbIMH (HOPO3HBIMH H3MEHEHHAMH, 3XOT€HHOCTh MO-
BbileHa. XKenuHblii my3sipb 69 — 29 mm, cneperubom B Tene,
CTEHKH POBHble, YMUIOTHEHB!, B MPOCBETE CONCPKHMOE 3a-
CTORHOE.

Y3 wutoBnaHoR xene3ni(29.04.2012): wHTOBHAHAA
Xesie3a pacnosnoXxeHa HH3KO, KOHTYpb! POBHBIE, Kancyna 6e3
ocobexHocTeR. [TpaBas nons — 47-19-15 MM, 06vem 6,6 cM3,
nesas gons — 40-18-18 mm, o6vem 6 cm3. Tlepelneek 5 MM,
CTPYKTYpa cpellHe-3epHHCTaA, Ge3 MaToNoruH, 3XoreHHOCTh
HOpManbHas.

na3noe aHo (28.04.2012): aucku 3pHTENBHOTO HepBa
6/1eAHO-pO30BbLIE, TPAHHIBI YETKHE. APTEPHH H BEHbBI He H3-
MEHEHBI.

PentreHorpagua Typeukoro cemna N 6444: kocTHO-
DNeCTPYKTHBHBIX H3IMEHEHHH He onpenenserca. Typeukoe
ceno 06b14HOH opMBI H pa3MepOB, OCHOBHAs Nasyxa C pac-
NPOCTPaHEHHOH THEBMOTH3ALHEH.

3nexrpoHeHpoMHOTpadHa crubarenei pyK
(28.04.2012): npx HccnenoBaHHH 3eTPOBO3GYAHMOCTH CTH-
Garenefi pyx BbIsABIEHa MHOTOHHYECKas peakuus (Ha 10 pa3-
IpaXeHHH TOKa ¢ MbILIN Heyedna $a3a paccnabnenus)

KoncynbTauus 3HIOKPHHONOra: ayTOMMMYHHBIHTH-
PEOHINT C THNOoTHPeo3oM. KIHHHKO-TOPMOHANbHAA REKOM-
NeHCcaLHa.

Koncynbrauus xapaxosnora: AprepHanbHas runepreH-
3ua I, puck 4. Muokapanoauctpodus H1.

KoHcynbTauus reHeTHKa: (peaBapHTENbHOE 3aKiioue-
uue) ducrpoduyeckas Muoronns Pocconumo-Ilrelinepra-
Kypiumana. Basta kposs ¢ IIMA mns IHK auarnoctuky.

BonbHOMy npoBeneHO CHMNTOMATHYECKOE JieYEHHE
B BHIE HazHaueHus AHdeHnna no 0,1 — 0,2 r 3 paza B
aeHsb (Kypc 3 - 4 Henenu), neBoTHpokcHna 100Mkr/cyT 3a
40 MuH 1o 3aBTpaka, puGokcuHa no | Tabnerxe 3 pasza B
neHb, dHananpuna 0,005 2 pasa B geHb, nupauerama 0,4
no 2 tabnetku 3 pasza B 1eHb, NONHBUTAMHHOB (Heypobek-
cheo | TabneTka B neHb), PU3HOTEpaNEeBTHUECKHX MpOlle-
ayp (Mg — snexrpodopes no BepmenioN 10), neyebHoit
OH3IKYALTYpBI.
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YPANBCKAW
MEQULMHCKNIA XKYPHAN

ORIGINAL STUDIES

Ha ¢oHe neuenns ynyuwmnoch obuiee cocTosHHe
601bHOTO, yMEHBILINNACH MHOTOHHYECKAS KOHTPAKTYPa.

Takum 06pa3om, npuBeneHHbiH clydai KIHHHYECKOTO
Habao1eHHs 6OMLHONO MYXUHHbI TPY0CIOCOGHOrO BO3pac-
Ta ¢ aucTpoduyeckoii MHOTOHHEH NPEACTaBNneT HHTEepeC
B NJaHe peaKoi BCTpeyaeMocTH 3aboneBanus U MHOMoo6-
pa3sns KIMHHYECKOH CHMITOMATHKH, KaK HEBPOJOIHYECKOH,

TaK W COMarHYyecKO#, YTO BAXHO A1 CNEUHATHCTOB HEBpPO-
JI0r0B, KapaAHO0JIOroB, 3HAOKPHHOJIONOB. @

Aedei I'M., Kynew C 4., Lllymckac M.C., Asdei C.A.,
YO «I'podnenckuti zocydapcmeenniii Meduyunckuii ynueep-
cumem», Y3 «[podnenckan obaracmuas Kiunuseckas 601s-
nuyan, 2. [podno, berapyce
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