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AnHoTaumsi. B cratee paccmotrpenbl 17 ciiydaeB  Hacie€ACTBEHHBIX
MHUOTOHHUYECCKUX CUHAPOMOB, cpeau KOTOPBIX MMPCACTABJICHBI MHUOTOHUA
Tomcena/bekkepa u guctpoduueckas muotoHus | tuma. ITlpoananusupoBaHbl
JAHHBIC KIIMHUYCCKUX, na60paT OPHBIX nu HHCTPYMCHTAJIbHBIX METOA0B
HCCIICAOBAaHNAI. BrisiBnen MYJIBTUCHUCT €MHBIN XapaKTCp AJaHHBIX 3a00JIEBaHUIA.
JlokazaHa HeOOXOAMMOCTb paHHEW JAUArHOCTUKH, MPUMEHEHUS MOJIEKYJISIPHO-
T'€HCTUYCCKHUX METOAOB HUCCIICAOBAHUA, HCO6X0)II/IMBIX AJI ITPECAO0TBpaIICHUA paHHeﬁ
HMHBAJINAWU3allu1 OOJILHBIX # HpO(l)I/IJ'IaKTI/IKI/I JIaHHOfI IMaToJIOTUN IIPpHU IIPOTrHO3C
IIOTOMCTBA B CEMbBAX np06aHz[a.

Annotation. The article describes 17 cases of hereditary myotonic syndromes,
romelic among listed myotonia Thomsen/Becker and myotonic dystrophy | type.

Data analyzed clinical, laboratory and instrumental research methods. Multisystem
nature of these diseases has been identified. Proved the need for early diagnosis, the
use of molecular-genetic research methods, necessary to prevent early disability of
patients and the prevention of this pathology in predicting offspring in the family
proband.

KiarueBble cioBa: quctpoduueckas MUOTOHUS, MUOTOHUS ToMceHa/bekkepa.
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HacnencTtBeHHble MHUOTOHHYECKHE CHHIPOMBI OTHOCATCA K KaHAJIOMATHSM,
XapaKTEePU3YIOIIUXCS TTOBBIIIICHHON BO30YIUMOCTbIO MEMOPAHbBI MBIIIEYHBIX BOJIOKH,
MPOSIBIISIONIMECS MHOTOHUYECKUMHU (EHOMEHAMU U CJIa0OCThIO  CKENETHOU
MycKynaTypel. B coBpemeHHON KiaccuduKamMu — CYHIECTBYIOT — pa3lIdYHbIC
reHetuyeckue (Gopmbl HeauCTpopuueckux U auctpoduyeckux muotoHuit [2]. K
NEpBOM Tpymme OTHOCATCA TE€HEPAIM30BAHHBIE KOHTECHUTAIbHBIE MHOTOHUH
(muotronuss  Tomcena/bekkepa;  Kaqui3aBUCUMBIE  MHUOTOHHMM,  BPOKJEHHAs
NapaMUOTOHUS), OOYCIIOBJIEHHbIE MyTalliel T€HOB, KOJUPYIOMIMX OCIKU XJIOPHOTO
(CLCNI) na xpomocome 7035 umu HatpueBoro (SCN4A) kananoB [1]. Bropas
rpymnna 3a00JIeBaHUN OTHOCHUTCS K 0OJIE3HAM SKCIIAHCUU U BKJIIOYAET B ceOst 3 BUAa
TUCTpOUUECKMX ~ MHUOTOHHI: muotoHusi  Kypmmana-barrena-Ilteitnepra—
Pocconmmo, muctpoduyeckue muotonuu 2(6one3up Thornton — Griggs — Moxley)
u 3 tuna. i naHHbIX 3a00J€BaHUN XapaKTEPHbI MIMPOKUNA CIEKTP KIMHUYECKHX
¢dbeHoTunoB, BapuabenpHOCTh BO3pacTa Je00Ta, CTENEHU TSHKECTH W TeHETHUYECKHUN
nonmuMop(du3M, 4TO B JalbHEHIIEM NPUBOJUT K CHIDKCHHIO KadecTBa KU3HU U
WHBAIMAW3AIMH [3].

Hean HCCJIEeA0BAHUA - OLICHUTH KJIMHUKO-TTAa00paTOPHYIO 151
WHCTPYMEHTAJIbHYIO KapTHHY TMAIlMeHTOB C HACIEACTBEHHBIMH MHOTOHHYECKUMU
CHUH/IPOMAaMH.

MaTtepunajbl M MeTObI HCCJIETOBAHUS

HacTtosmas paboTa ocHOBaHa Ha peTPOCHEKTUBHOM HCClIeIOBaHUU 17 ciyyaeB
OOJBHBIX C HACIEACTBEHHBIMH MHOTOHMYECKMMM cuHapoMamu (N=17). Hamu
NpoBeAeH aHaiau3 ucrtopuid OosiesHn 11 manMeHTOB, HAXOAMBIIMXCS Ha
CTallMOHApPHOM JedeHuu B HeBposormdeckoM otaenenun COKB  Nel r.
Exarepunbypra u 6 mnpobaHmoB, Habmomammmxcs Ha 0a3e  KIMHHKO-
AMArHOCTUYECKOTO IeHTpa «OXpaHa 3I0pOBbs MaTepu U pebeHKa» B BO3pacTe OT 2
no 57 ger. IlpoTokosl wucCClenoBaHMsS BKJIOYaN: cOOp aHaMHe3a, KIMHHUKO-
reHeaJlorMueckuii ~ MeToJl,  (u3uKanbHOe  oOciefoBaHWE,  JabOpaTOpHBIE
(OMoXMMUYEeCKU aHajau3 KpOBHU C OMpE/AesieHHEeM YPOBHS KpeaTuH(pOC(hHOKHHA3BI,
MEYCHOYHBIX TPAaHCAMHUHA3, TAPEOTPOITHOTO TOPMOHA) U MHCTPYMEHTAIBHBIE METOIbI
WCCIICTOBAHMSI (durompyatas dIIeKTpOHEpoMuoTpadus KOHEYHOCTEH,
aneKTpokapanorpadus, dXokapauorpadus, MarHUTHO-pE30HAHCHas ToMorpadus
rojoBHoro mosra), JIHK-nnarnoctuky, npooauBiiytocsi B MeauKO-reHETH4ECKOM
HayqnoM 1ieHTpe PAMH. Cratuctudeckas o00paboTka MpPOBOAMIACH METOIOM
BapHAlMOHHOM CTaTUCTHKH C MCIOJb30BaHKeM mporpamMmMbl Microsoft office Excel
2003 for Windows.

Pe3yabTaThl HCCIe0BAHUA M UX 00CYXK/IeHUE

Ho3zonornueckuii coektp B HCCIEAyeMOW TIpynmne Obul MpeACcTaBieH
cienyromuM odbpazom: 6 npobdannoB (35%) ¢ HeagucTpoduueckoit GopmMoit MUOTOHUU
Tomcena/bekkepa, 10 (59%) — ¢ auctpoduyeckoit muotonued 1 tuna Kyprimana —
barrena-llIteitnepra—Pocconmumo u 1 GonbHOU (6%) — ¢ HeyTouHeHHOU (opmoit
MHUOTOHUU B COYETAHUU C HACJIEICTBEHHOM MOTOPHO-CEHCOPHOM HeBponaTuei | Tuma
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[apko-Mapu-Tyca. 71 % coctaBuiu B3pocible manueHTsl, crapuie 17 get (n=12) u
29% netu (N=5). IIpakTHYECKN OAMHAKOBO OBLIN MPEICTABICHBI MAIIUCHTHI 0 MOJY:
8 mu1r xkeHckoro (47%) u 9 nui myxckoro nonua (53%).

Cpennuii Bo3pacT Havana Je0roTa 3a0oJieBaHUS MPUXOAMWICS Ha BO3PACT
18,7+14,3 ner. Y mnamueHToB ¢ HenucTpodudeckoi (HOpMONH MHOTOHMM CPEIHUMN
BO3pacT aebrora coctaBui 5,5+3,4met, a ¢ muctpodudaeckoir ¢opmoit - 26,7+12,1
net. [Tpuuem 53% (N=9) maumeHToOB cTaau OTMEYATh NEPBBIE MPOSBICHUS O0JIE3HU B
Bo3pacte 70 18 mer. Ha MoMeHT mocTyruieHus: O0JIbHbIE MPEABABISIIN CISAYIONINE
’KaJI0ObI: CKOBAaHHOCTH MbIIII- 35 % (N=6), cma3mbl Mbiml -29% (N=5), ciabocth B
BEPXHUX KOHEUHOCTsAX- 29% (N=5), cmabocTh B HWKHUX KOHEeUHOCTsX- 29% (n=5),
ObICTpast yTOMJISIEMOCTh Iipu (u3ndecKoi Harpyske- 65% (n=11), 3aTpyaHeHue mpu
noabeMe Ha jectHuiyy- 47% (n=8), 6omu B mbimax- 18% (n=3), monepxuBanue -
23% (n=4), THycaBOCTb M HEYETKOCTh Mpou3HOIIeHUus peun - 35% (n=6),
HEBO3MOXHOCTh pa3xarh pyKy- 47% (n=8), onemeHue B naybiiax pyk - 12% (n=2).
Knunuko-reneanornueckuii aHaan3 BBISIBIJI OTATOIIEHHOCTh IO MUOTOHUHM ToMceHa
y 2 (12%) GonbHBIX. B 0gHON poAOCIOBHON 00JIe3Hb MPOCIEKUBAIACH B YETHIPEX
nokoseHussx (cm. puc. 1): y mpobGanaa, ero orua, TPOIOPOJIHBIX OpaThEeB U CECTPHI,
TeTH, 0aOyIIKK MO OTIIOBCKOM JIMHUM U ee OpaTa u y npabadymku. B 1(6%) ciydae
y TaIeHTa MOMUMO MHOTOHHYECKOTO CHHApPOMA AUArHOCTUPOBAaHA HACIEICTBEHHAS
MOTOpHO-ceHcopHasi HeBponatusi | tuma I[llapko-Mapu-Tyca, yHacienoBaHHas OT
OTIla, W  TOATBEPXKIEHHAs  MOJICKYJISPHO-TEHETUYECKUM  HUCCJIEIOBAHUEM
(mynukanus B rene PMP22 na xpomocome 17p.2-p12).

e

Pt 2 3 4

Puc.1 PonocnoBHas naruenta ¢ muotonuet Tomcena, cemeitnast popma.

V1 - mpoGang (I 15 13 14, 15,1V 1,1V, IV3IV,- 6onbabIe, MuOTOHUS TOoMCeHa)

DKcTpaMblilieyHass mMaTojorus Oblia oOHapyxkeHa 58% OompHBIX (N=10),
BBISIBJICHBI JIOOHOE OOJIBICEHHE, CTEaTOrernaro3, TacTPOAYOACHHUT, BETCTaTHBHBIC
paccTpoiicTBa B BHJE AWCTAIBHOTO THHepruaposa. Ilpm sTtom mpeobiramanu
opranbmonornueckue Hapymenus y 41% mnpoOGangoB (N=7), Takue, Kak
3aJIHCKANCYJIIpHas KaTapaKkTa, aHTHOTaTHs CETYaTKH 00OMX TJ1a3, MUOITHS.

[Ipu ocMoTpe oOparan Ha ce0si BHUMAHUE aTJICTUUECKUN TUTT TEJIOCTOXKEHUS Y
00JBHBIX ¢ HeAuCTpoduueckor Gpopmoit Muotonuu 23% (N=4), ncegoruneptpodus
MKPOHOXHBIX MbIIII B 41% (N=7) ciyuaeB, «ppuaperixoBckas» cromna - 12% (n=2).
[Ipu uccnenoBaHUM HEBPOJIOTHYECKOTO CTATyca BBHISBICHO: CHIDKCHHE MBIMICYHOM
cuibl y 53% (N=9), yaiie B IUCTAIBHBIX OTJEJIaX BEPXHUX U HIHKHUX KOHEUHOCTEH -
23% (n=4), camxkeHne MpledyHoro Tonyca y 18 % (n=3). CyxoxunbHble pediaerco
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CUMMETPUYHO CHIDKEHBI C BEpXHUX KoHeuHocTed y 59% (n=10), ¢ HUXKHUX
koHewuHoCcTeH y 47% (n=8), y 12 % (n=2) - yrpata axuiuioBa pediekca. Hapymenue
noxoaku Habmomanoch y 41% OompHBIX (N=7). ['mmotpoduu MBI dYarre
OTMEUAIUCh y OOJBHBIX ¢ MUOTOHMYecKoW auctpoduerr Kypmmana- barrena -
Hreitnepra—PocconumMo, xapakTepHa paHHAS aTpo(us TUCTATBHBIX OT/IEIOB MBIIII
KOHEYHOCTEW, JINLEBOM, KEBATEIIBHOW M MUMMYECKOM MYCKYJIATYphl; y ITOJIOBUHBI
MAaUMEHTOB PETUCTPUPOBAIICA JBYCTOPOHHUM NTO3 (CM. puc. 2).

[n I'IOTDOCIJVIH M/MJ’I n cnabocTb MYCRYNATYpPbl:
OBYCTOPOH.NITO3 A AL IS SIS L LSS LSS LSS A
ONCTaN. 0T e s I | ] %,
MUNMNYUCCKAR A o o o o o .. (| ] %,
M. NN1eYER.MOACa I 18%
rp-KNY-coclee I 18%

53%

0 1 2 3 4 5 6 7 8 9 10
2 HAM m/V

Puc.2 Pacnipenenenue runoTpopuu 1 ciabOCTH MBIIII] Y OOJIbHBIX

Hannmume OynnOapHOTO CHHApPOMA, HAPYMICHUS PEUU IO IU3APTPUICCKOMY
Tuny BbIsIBICHBI B 35% (N=6) ciydaeB. Y Bcex OOJIBHBIX ObLT BEepUPHUIIMPOBAH
MHOTOHUYECKUH CHHIPOM, ONPENEIICHHBIA C TIOMOIIBIO CIEAYIOIMIMX TECTOB:
CHUMIITOM MbIlIedHoro Bamuka- 88% (n=15), perHomen «BpadaTeiBanus» - 29% (nN=5),
CUMIITOM BO3BBIIICHUs OoJibiioro nanbia- 18% (N=3), ¢eHOMEH MHOTOHHUYECKOIrO
cnia3Ma pasrudateneii kuctu - 23% (n=4).

B OGuoxumMuyeckoM aHaliu3e KpOBU Y OOJBHBIX C MUOTOHUYECKOU AUCTpOduei
BBISIBJICHO yMepeHHoe noBbiiieHne ypoBHs KOK (cpennee 3Hauenue - 294,8+233,4);
TpaHCaMWHa3bl HA BEPXHUX TpaHuIlax HOpMbI (cpeanee 3HaueHue: AJIT - 37,2424 .4
E/n, ACT -39,4+ 24 E/n). Yenuuenue nokazarens TTT (4,98 MME/n) obHapyx)eHO
Ob110 y 1 GONBHOTO.

[lo maHHBIM  BieKTpoMHOTpaduU Yy  OOJIBIIMHCTBA  OOJIBHBIX  ObLia
3auKCHpOBaHa TMATOJOTUYECKAsT BO3OYIUMOCTh MEMOpaHbI MBIIIICYHBIX BOJOKOH B
BHJIC MUOTOHHYECKHX Pa3psI0B M H3MEHEHHE aMITTUTY/T TOTCHITHAIOB JIBUTATEIHHON
CAVHUIIBI, WU3MCHCHHS I10 IEPBHYHO-MBIIICYHOMY THIY, JaHHBIC 3a MHOTOHHIO
3apeructpupoBansl y 59% (n=10).

Ha snektpokapauorpaMmax HapyIIeHHs 3apETUCTPUPOBAHbI y 47% TaIMeHTOB
(n=8): cuHycoBas apuUTMHus, OpaaMKapAus, TaXWKaApAWs, OJIOKaaa JICBOW/TIPaBOM
HOXKKHW TIydka ['mca, HapyIeHUe perospu3aliiy 3aJHeld CTEHKH JICBOTO JKETyI09Ka
U aTpUOBEHTPUKYIsIpHas Onokana. Ilpu mpoBenennn sxokapauorpaduu cepiana y
12% (n=2) OoapHbIX ¢ MuoTtoHMeld TomceHa/bekkepa Oblta OOHapyKeHa
JIOTIOJTHUTENIbHAS XOpJia JIEBOTO JKENMyJo4ka. MarHUTHO-pE30HAHCHAsT ToMOTpadus
Obima mpoBeneHa y 4 (23%) OONBHBIX, BBISIBJICHBI MPU3HAKH MHOXKECTBEHHOU
MEPUBEHTPUKYISIPHON JIEHKOMAJISIIIANA Y OJHOTO OOJBHOTO, JCHKOIHIE(hATONMATHH Y
JBYX M COYETaHUE JIEUKOoIHIehaTonaTUi U JIeHKoapeosa y OJHOTO MalleHTa.

JHK-nuarnoctuka mpoBeaeHa y 18% (n=3) wuyenoBek. Y OoJbHOrO ¢
MUOTOHUEW bekkepa mpu MOJEKYISIPHO-TEHETUYECKOM AaHAJIM3€ B I'€HE XJIOPHOIO
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ka"Hanma CLCNI1 o6napyxensl: myrtamuss Thr550Met/N B sk30oHe 15 y camoro
npobaHnga u ero orma, myranus Arg894Stop/N B sk3oHe 23 - y mpobaHIa U €ro
Matepu. Y TmamueHTa ¢ aucTpoduueckoil MuotoHuedl | Tuma B reHe
MHUOTOHUHNIpOTeHnHKMHA3sl DMPK  BbisiBieHo B 3'-HeTpaHciaupyemoil o0jacTu
yBenmnuenue CTG-moBTopoB. VY Tperbero mpoOaHaa IUArHOCTUPOBAHO JIBa
HACJIEJICTBEHHBIX 3a00J€BaHUs C ayTOCOMHO-JOMUHAHTHBIM THIIOM HAacJI€I0OBaHUSA:
HACJEACTBEHHAss MOTOPHO-CEHCOpHas mnojuHedpornarus |A  Tuna (0ose3Hb
[ITapko-Mapu-Tyca) u muoronus. IlepBoe 3aboneBanue mnoxarBepxkaeHo JIHK-
JIUArHOCTUKOW (B TreHe mnepudepudyeckoro Oenka MuUEIMHA JyIUIMKAIUs —Ha
xpomocome 17p.2-pl2 y mpobanma, ero otna u 0alymiku). st moaTBEep KaeHUS
BTOPOTO JMarHo3a MpoBEJCHO MCCIEA0BAHNE B T€HE XJIOPHOIO KaHala, rJe He ObLIO
OOHapy’>KEHO YacThIX MyTallui, YTO HE UCKIIOYaeT JUarHo3a MHUOTOHHH.
[InaHupyeTcs MOMCK MyTaluid B reHe HaTpueBoro kaHana (SCN4A).

BriBoabI:

1. Cpennuit Bo3pacT Hauajna AeOroTa 3a007eBaHUsl y OOJBHBIX C MHOTOHHUEH
Tomcena/bekkepa coctaBun - 5,5+3,4 net, ¢ auctpodudeckoit Mmuotonueit | Tuna -
26,7+12,1 ner.

2. OTAromeHHbI CEMENHBINA aHaMHE3 M0 HACJIEACTBEHHBIM 3a00JIEBAaHUSIM C
ayTOCOMHO-JTOMUHAHTHBIM THUIIOM HacjeA0BaHUs ObLI OTMEUEH Y 16% manueHToB.

3. B KIMHHMYECKOW KapTUHE NEPBBIMHM IMPU3HAKAMU 3a00JIEBaHUS SIBISIOTCS
c1a00CTh U CKOBAHHOCTH MBI, OBICTPast yTOMIIIEMOCTb NMPHU (HU3UIECKOI HATpy3Ke,
3aTpyAHEHHE MPHU MOIbEME Ha JICCTHUILY, TPYIHOCTH MPU Pa3ruOAHUH KUCTH.

4. Jlng OonpHBIX ¢ HeaucTpopudeckumMu (GopMamMu MUOTOHUU XapaKTepeH
ATJICTUYECKHUI THUIT TEJIOCIOXKEHHUS 32 CUET TUNEePTPOPUN CKEJIETHONH MYCKYJIaTyphl,
JUISE TAIlMEHTOB C MHOTOHWUYECKOW AuCTpodueld TUMWYHBI paHHAS artpodus
JIUCTaJbHBIX OTJIEJIOB MBIIILL, JIMIIEBOH, )KEBATEIIbHOW U MUMUYECKOW MYCKYJIaTypBI.

5. Cpenu uCHOJIB3yEeMBIX TECTOB Ha HAIWYMEe MHUOTOHMYECKUX (PEHOMEHOB
HauOonee  WMH(MOPMATHUBHBIM  SBUJICS  CHUMITOM  MBIIIEYHOTO  BaJIMKAa,
peructpupyromuiics y 88% 0onbHbIX (N=15).
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