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Pe d e pa T B Pecmybamxe Baumoprocran coapad
KOMIBIOTEPDHEGT OaHK AGHHEIX O MHOTOHMYECKON AUCTPOMOMH
{(MA). Kyaa BHecenhl cBeaeHMn 060 BCCX AMAMIOCTHPOBAHHEIX
GOABHBIX ¥ TAeHax #x cemel. BoepBeie B pecoyfAnKe HagaTa
KaveCTBeHHa? MOASKYASpHo-reHeTHieckas AHK amarxoctrka
MA, OpM TOMONH KOTOPOM BLITBACH OAMH (PEeHOTHIMYECKH
JAOPOBBLE HOCHTEAL MyTanMe. IIpuBepeHAa KAMHHKO-FeHeT -
geckan XxapakrepHcT¥xa MA B BaumopTocTade M OCHOBHBIX

CySUOTyARIMIX PeCHyOAMKH, [10MIMO HepPBHO-MBIUETHBIX CHMII-
TOMOB NPO3HAAM3HPOBAHBI TepelpaAkHBIe M IKCTPaHeBpaAh
HEIe NPOfBACHMST.

P.B.Marxanos, A.P.9xmageepa, 3.K.Xechemgunosa
ham bowkarap

BAIIKOPTCTAH PECITYBAMKACBIHAA AHUCTPOOHK
MUOTOHMATD KAMHHMK-TEHETHK AHAAH3

BalukopTCTaH PeCOyOAMKCHIHAG MHOTHHHK AHCTPOdmsa {(MA)
MAarLAYMATAADLIHBIH KOMIBIOTEP 6Gankhi Oyssblpbirabl. Ana
AMarHo3 Xyearan GoTeH aBwIpyAap hoM arapHRIH raHAS Srb3arapel
TYPRIHAGTEl M3CbAYMATAAp KepTeape. PecrmyOamkapja Gepenge
Moprabe MAra chitdaTanl MoAeKyadap-reHeTMX AHK Amarzos
Xyro Bauiraiall. Gaumkopreranaa MAra KAHHEK-reHeTHK Xapax:
TEPHCTHKA KUTEeDeAjd. HepB-MyCKyA CHCOTOMEADEIMHAH TEILI
mepeGpasr haM 3KCTpaHeBpaAb YarbIABIIIAGD AHAAHAAAHA.

R.V.Magzharov, L.R.Akhmadeeva, E.K . Khusnutdineve et al.

CLINICAL GENETIC ANALYSIS
OF MYOTONIA DYSTROPHICA
IN THE REPUBLIC OF BASHKORTOSTAN

In the Repudlic of Bashkortostan computer data bank
on myotonia dystrophica {MD) was created where information
on all diagnosed patients and members of their families was
entered. For the first time in the republic qualitative molecular
genetic RNA-diagnosis of MD started, with the help of which
one phenotypically heallthy mutation carrier is revealed. Clinical
genelic characteristic of MD in Bashkortostan and main sub-
population of the republic is presented. Besides neuromuscu-
lar symptoms cerebral and extraneural symptoms are analyzed.

HOTOHMHYeckas AucTpodus (MA) Ha ceroa-

HAIUHUM AeHL NPU3HaHa CaMOM pacrnpocTpa-
HeHHOH (OpPMOM CpeAH BCeX MEIIISYHEIX AMC-
Tpocbwii [14]. B pasAWYHEIX NOOyAALMAX MHpa
pacnpocTpaHeHHOCTE MA KoaebaeTca B upes-
BRIYAMHO IUWMPOKHX npeperax — oT 0 cpeau Her-
pOHAOBR AQPMKH, TAe A0 CHX ITOp He OMUCAHO
HM OAHOTO cay4yax 3aboaeBanus [9, 10] ao 210,65
Ha 100 reCcau HaceaeHMA (B M3oadTe Saguenay-
Lac-Saint-Jean mpoeuriym Keebex Kanaart (4, 5)).
CpepHeMUPOBOM ITOKA3aTEAb WACTOTEI BCTpeYac-
MOCTH MA, AMarHoCTHPOBAHHON KAMHUMECKH, —
5—55 na 100 Teicau HaceaeHus [1, 6, 8, 17].

B PecnnyGavKe BalIKOPTOCTaH BEAETCH H3Y-
geHue MA 0OKoAO Tpex AecaTvAeTHH. B Hacros-
miee BpeMa HaMM CO3AaH PecriyGAMKAHCKII KOMITBIO-

78

TEePH3WPOBAHHBIA PErMCTP, B KOTOPHIH BRECEHH
TOAPOBHEIE KAMHHKO-TeHeaAOTUYeCcKue AJdHHEIE U
pPe3yABTATEl AOTIOAHMTCABREIX HCCAEAOBAHWI BCex
SOABHEIX MA M yaenos ux ceMcH. Ha | despans
1997 r. B perucrpe 3sauvatca 137 BoapHelx MA
(124 m3 mvx xkuBE) M3 83 cemeit. Takum obpaaoy,
pacnpocTpaHeHHoCTs MA, coctaBager 3,1 wa 100
TLICHY HAcCeAeHUSs. (DCHOBHBIMH ITHUYECKHMH rpym-
naMu B PB sBAsroTCH pycckie, TaTapel U GalllkupH,
Yacrora BcTpewaeMocTH MA, B 3THHYECKHX I'pyTIiax
CYyNJeCTBEHHO pasauvaercs (Taba. 1).

Taodawpa 1

Pacopocrpauernocts M/ B OCHOBHBIX 3THHYECKMX FPYNOax
Pecoy6auxu Bamxoprocrad (ua 01.02.97 r.)

3?;“:2:;2 UncAeHHOCTE Yumcao Pacnpocrpa-

rpyms 5THx Tpymn |GOABHBIX MA |BersocTs MA
BauxupLI 863808 (22%) 45 521107
Pyccxye 1548289 (40%) 34 220410
Tarapu 1120702 (28%) 41 366107

AaHHEIE © MC)KITHHUYECKHX PA3AHUYNAX 3
MHUPOBOH AMTepaType KpaiHe MaAOUYHMCAECHBI [14],
EAMHHUYHEIE HCCACAOBAHHA IIPOBOAMAHCE AAS
BEIIBAEHHS MEXPACOBBIX pasAnuui. Hanpumep,
B NOOyAAUMK bBpazmavm MA, ropasao pexce sctpe-
YAeTCS CpeAM HETPOMAHOM pachl, YeM cpepu
E€BPONIEOHAHOH MAM MOHIOAOMAHOM [21].

Y 9 GOABHEIX AMArHo3z MA OEIA NOATBEDXAEH
€ TMNOMOILEI) MOAEKYAADHO-TeHeTHJeCKoH AHK
AMArHOCTHKM ~— BCE OHM OKA3aAHCh reTe&pO3UroT-
HEIMM TIO AQHHOM arreau H HMeau Goaee 50 Ko-
st TpuHykAeoTMaAHEEX CTG-IIoBTOpOB Ha 3'-KOH-
e reHa, Kopupywuero JAMD-3aBUCHMYTIO Npo-
TEHHKMHA3Y Ha NMPOKCHMaABHOM Y4aCTKE AAMHHOMO
naeya 19-it xpomocomer. B cemse K. (puc. 1
C fIOMOUIBKO MOAEKYAADHO-FeHeTUYeCKOFO aHa-
AM3a AMArHOCTMPOBAaH HOCHTeAB MyTatnu MA
B AOKAMHHYECKOH CTajAuM.

Cpean HoAbREIX MA, B HacTOALUEe BpeMs MyX-
gua — 69 (55,6%), xenmuu — 55 (44,3%). Cpea-
HUM BO3pacT OGOABHHIX — 45,9:41,2 ropa. cpepr
HAS MPOAOAKMTCALHOCTE 3a6oaeBanus — 21,6+1.1,
MA, MaHudecTHpoBara B Ppa3AWYHEIR BO3pacT-
Hble TIepHOARI — OT HEOHATAABHOIO A0 35 Aer,
HO B GOABUIMHCTBE CAyJaes NPHXOAMAACH HA ce-
PEAMHY TPETBHEro AeCATHACTHH (CPeAHHMH BO3pact
[EePBRIX KAMHMYECKMX TPOSiBAeHMH — 24,4%11
ropa). CTaTHCTHYECKH AOCTOBEPHHIX PasAMYHH B0
BpeMeHH MaHudecTtaunn MA, B OCHOBHBIX 3THH-
YeCKHMX IpPyIriax Heé BRISSBACHO. Y KaXXAOr0 BTOpDOTO
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Popocroenan cemem K. ¢ MA, B XOTOpOM DpOBeAeH MOAEKYASPHO-TEHETHISCKKMI AHAAH3!
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oasioro MA, mposBAsiAacE CAaGOCTBEIO B KOHEY-
HocTAX (49,2%); Ha BTOPOM MecCTe MO JacTOTe OLIAM
{eHOMEHEI aKTUBHOH MHOTOHHMM B NAARIAX KMC-
el {24,6%), Ha Tperhem — GyanGapnele pac-
crpofictBa (11,1%). B ocransuerx cayvasx (15,1%)
3360AeRAHME HAUVHAAOCE C BHEMEIIICHYHEIX CHMIITO-
MoB. [IPOAOAKMTEALHOCTE JKM3HM HMeAa 3Hadu-
TEABHYIO NIPIMYH) KOPPEAALHIO C BO3PACTOM MaHH-
pecrapm (P<0,01) 1 B cpeaHeM cocTaBasina 44 ropa.

CaMEIMM ADKO BRIpaXeHHEIMM HEeBPOAOTH-
JeCKMMU NMPOSARACHWAMH B Halue BHOODKe OBLAU
gape3 MBIUI] IieH, IMepKyCCHOHHAA MHOTOHHS,
CYXORHMABHAs THropecpaeKcHd, aKTHBHaA MUOTO-
i M mepucepryecKWil Mpo3onapes. YMepeHHo
Bup@AKE€HHEIMH OBIAM GyanGapHEIe pacCcTPOMCTBA
(p OCHOBHOM AM3apTpua W AHUCGOHHS), IepH-
theprIeCKHe Nape3nl MEBILIL] KOHeTHOCTeH M JKe-
BATEABHRIX MEIIIL], YaCTHYHBIM CHMMETPHUYHEIN
o3, napessl MuImi-cruGaTeAel TYAOBHIIA.
Y 88,6% O0ARHEIX BRIABAeHE! IepeGpaArbHEIe Ha-
pyMeHHA B BHAE ANATHKO-a0yAMYeCcKOro CHHA-
poMa, HHTEAAEKTYAABHOTO AedHI[MTa, THIIEPCOM-
M ¥ peAeKCcoB opasrHOro aBroMarvsma. Mame-
geAHIM TOAOBHOTCO Mosra y OoaeREIX MA B
gacTosllee BpeMs yaeasercsd OOAbILIOe BHHUMA-
gite, PYHKIMOHAARHBIE HApYIMICHHA OGYCAOBAe-
HH MOP(OAOIMYSCKUMM H3IMEHEHHSIMH, BHIABAA-
eMBIMH MIPHXHIHEHHEIMM HMCCACAOBAHMAMU (KOM-
IBIOTEPHAS, MArHMTHO-pe30HAHCHAdA M IO3MT-
POHHO-IMMCCHOHHAs1 ToMorpagHs) M Ha ayTo-
mewx (7 11, 12, 13).

HaM¥ TIDOBEAGHE! KOMNBIOTEPHO-TOMOTpadu-
7eCKHE HMCCAGAOBAHHMA TIOAOBHOrO Moara y 12
foasHEIX MA, Ha peHTreHo-KOMITBIOTEPHOM TOMO-
rpahe TPETHEIO ITOKOAEHMS “SOMATOM CR".
Y (5%) M3 Hux oGHapy>KeHEl Te MAM HHEIE
aTOAOTHMECKHe HameHeHHA. Y 2 (16.7%) Goab-
HbX BHIABAGHA BHYTPeHHsS THApouedarns, y S5
41,7%) — cyXeHHe XeAypOdIKOB MAM Aedop-
mays AMKBODHOM cucTeMBl, ¥ 3 (25%) — Kaab-
(AHRATH] B DAAMMHEIX OTAGAAX POAOBHOIO MO3JTa.

33T, npoeepenHasn y 48 6oapHbIX MA, moka-
3aAa, MTO y OoAblllel vactu us zHux (76%) mpe-
00A8A3ET HM3KOAMIIAHTYAHAS KpuBas (“IAOCKMH"
Tun 3230T), Ha ¢oHe KOTOpPOM Yy OAHON TperH
B AOOHO-I[eHTPAaARHEIX OOAACTAX MO3ra Helpe-
PHIBHO PETMCTPHUPYETCS XOpOLIO BEIPAXXeHHBIH
GeTa-puUTM aMIAUTYACH A0 30—35 mxB. Uasecr-
HO, 4TO "NAOCKHH" THm 231 oTmedaeTcsd NpH
CAMEBEIX Pa3AMYHBIX COCTOAHUAX, B HepEXOAHOﬁ
¢daze oT OGOAPCTBOBaHNA KO CHY W OTpakaer
H3MeHeHHMe (QYHKIHOHAARHOTO COCTOSHHA He-
CielH(PUIECKNX CHCTEM CTBOAd U MEKYTOUHOTO
Mosra. O ero CBJI3M C IMOBEPXHOCYHOM cTapMeit
cHa y GoAbHEIX MA CBHACTCARCTBYET MNApaj0K-
CaABbHAs peakKuud Ha athdepeHTHBIE pasjppaxke-
HuA (QOTOCTUMYASLMIO) B BHUAe “DK3aABTALMH"
OCHOBHOrO aabtpa-putMa [2]. Caep0BaTEABHO, BeCh-
Ma xapakTepHoMy AAst MA kanHideckoMy geHo-
MCHY AHCBHOM THIIEPCOMIHH COOTBETCTBYIOT D3I
H3MeHeHUs, CBOMCTBEHHLIe ITOBePXHOCTHOM Cra-
AvHM cHa. M3BecTHO, WTo B OpraEM3alMH CHa
CYILIeCTBEHHAas POAb OTBOAWTCH CTPYKTYpaM CTBOAA
Mo3ra (ToAy0OBaTOe [ATHO, IAPO AOPCAABHOTO IIBa),
OTAHMMAIIOMMCA HanboAee BBICOKMM COAEDIKaHM-
€M KaTEeXOAAMHMHOB (HOpPaApPeHaAMHa, CepoTOHM-
Ha). Hapymenus cHa CBONCTBEHHH ©OOABHEIM
MA B pazamgsex momyasiuuax {18, 19, 20, 23].
AOMMHHDOBAHHE B IICHXOMNATOACTHYECKOM CHMII-
TOMaTHKe anaTuko-abyAMdecKHMX PacCTPOMCTB,
AHEeBHAs THIIEPCOMHUA C XxapakTepHumu I0I-
TIPOARAEHMSAMI MO3BOASIOT MPEATIOAATATE Y GOABHEIX
MA, HapymeHHS MeAHATOPDHOro ofMeHa € Ae-
(pULMTOM KATeXOAAMHHOBOM HEMPOTPAHCMHCCHH.

INepucpepryeckue BereraTMrHEIE AMCHYHKIMU
PerHONOAOBHOTO THIA, aKPOTHIEePrUApO3, TIH-
[lepcaAMBallMgs MMeAM MecTO B 96,47% HabAro-
AGHMH M pacleHEeHH HaMy KaK BeCbMa THITHY-
HBIM CHMNOTOM ApH MA. YpezBwiualiHO Xapak-
TePHEIMM OBIAM pa3AMYHEIe NPM3HAKH AHCMOP-
dHMM — yAAMHEHHEIN AHUIEBON Yeper, OTTOIRI-
PEeHHEIe YUIHBIE PAKOBHUHEI, MOABEIBUX HHXXHEH
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YEAIOCTH, CKY4YeHHHIH pocT 3yGOoB, Y3KOe BLICO-
Koe HebBo., V3 3KCTpaHeBPAABHBIX MNPOSABACIINK
AOMHHHPOBAAM TIATOAOTHA fOHA) (OAHTrooncome-
HOopped Yy >REHIIMH M THIIOIAA3WUA TECTUKYA,
HMIOTEHUUA Y MY>X4YHH M OecriaopHe y oHoux
TIOAOB) W MPOrpeccUpyroliie KapAHOmaTud —
NPeUMYIECTBEHHO HAPYLIEHUS NPOBOAUMOCTH H
CHUXXEHHE COKPATHTEABHOH CHOCOOHOCTH MHO-
xappa (raba. 2}.

Taodamwma 2

Kapaeazxwewe mameneHER ¥ Goannmax ML
B Pecory6nexe Bamxoprocrad B tamamuke 3a 5 et (v %)

Creneny Bes Aerxne | YMepeHHwe | Tsoreane
BHPAKEHHOCUTH | HATOAOTHH | HIMEHEHNN | HAMEHEHHA | RIMEeHSHUR
Wccaeposanue | 12,2 34,4 50,0 33
Uccaeponanne |l 39 27,4 64,7 3,9

Kapauaavhas natoaorys mpu MA 8 PB onpe-
Aeaena y 87,8% OOABHRIX TpM nepBoM 06CAe-
AOBaHWM M KOppeAHpYeT C TSUKecThiO 3ab0oAeBa-
" {P<0,01). Tlo panuriM 3apyGesXHEBIX aBTOPOR
[16, 22]. BEIp@>X€HHOCTH KAPAMONATHH KOPPEAH-
pyer ¢ KoamdecTBom CTG-moeTopoB B rene MA,

[NpeceHmArHas KaTapaKTa Pa3AMYHOH crelte-
HH 3PEeAOCTH (B OCHOBHOM HAYaABHAsA) AHArHoc-
THpoBaHa y 47,3% OOABHEIX, KOTOPEIM HCCAEAC-
BaHHe NPOBOAHMAOCH C MIOMOIBIO LIEALBOM AQMIILL.
XoTs paHHAA KaTapaxkia HeKOTOPDBIMH MCCAEeAD-
BaTeAssMU [15] HCIIOAB3YETCH AAl CEAEKTUBHOTO
CKPHHHHTA Ha MA, KAMHMYecKoe M 3AeKTDPOMMO-
rpadrdeckoe obcareaoBaHMsa 127 marpieHTOR, OoriepH-
POBAHHEIX [O I1OBOAY KATApPAKTHEL B BO3pacTe AC
40 AeT, ABHAMCH HEME(POPMATUBHEIMM: HU OANIOTO
HOBOro cayuyast MA BuiiBAeHO He OBiAO.

BoasHEIe MA IO CBOMM ICHXOAOTHUECKUM
OCOBEeHHOCTSIM ABASIOTCA AMCCHMYASHTaMHM M He-
AOOLIGHHBAIOT TAXKECTh CBOEI0 COCTOAHHM. B npo-
BEAGHHM MEAWKO-COLMAarbHOU 3KCNEPTU3bl U YCTa-
HOBAGHUM QAEKBAaTHOW TFPyNNE HHBAaAMAHOCTH
HY>XpQ10TCH 77 (62.1%) GoAbHBIX, y 59 (47.6%)
“3 HUX BooOllle HeT TIPYIOIEI MHBAAHAHOCTH.

TaxiM 06pazoM, HCCAEACBAHHS MTOKA3aAW BLICO-
KYIO YaCTOTy BCTpedaeMocTH MA, B momyasyun
PecmyGamnxut BamxkoprocraH ¢ HepPaBHOMEDHEIM
€e paclnpejpeAeHHEeM B STHHYECKHX TPYyIHaXx,
IMMPOKHH KAMHMYECKHMH NOAMMOPPH3M C ITOCTO-
AAHHEIM BOBA€YEHHEM IepefparbHEIX CTPYKTYP,
Ha 9TO caepyeT ofpaTure BHHMaHHe KAMHHIHC-
ToB, MOAeKYASIPHO-TeHeTHYeCKMI MeTOA SBASET-
ci1 HaHBGoaee YWYBCTBUTEABHKIM M 2¢pPeKTHBHBEIM
MMl AMATHOCTHMKHM MA, B TOM 4YMCAe AGKAMHH-
YeCKOKH CTAAMH, H PEKOMEHAYeTCH AA LIHPOKOTO
BHEADeHUS B NpPaKTHHeCKoe 3APABOOXPaHEeHHe.
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