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KAUHUYHO onucaHue
Ha cemeiicmBo ¢
boanecm Ha Steinert

Mapuema MMeiueBa’, Cmegka ManmapoBa?, Tonka BacuneBa?

" KauHuka no HepBHu 6orecmu, YMBAA ,C8. Teopau®, MaoBguB
2 Kamegpa no HeBpoaoaus, Meguuutcku y HuBepcumem — MroBguB

Borecmma Ha Steinert (MuomonuyHa gucmpodus) e aBmo3oMHO
gOMUHAHMHO 3ab0AABaHe B pesyamam Ha guHamuyHu Mymauuu 8 DMPK
2eHa, AokaausupaH 8 19g13.32 xpomosoma XapakmepHa e nonoBo —
gudepeHuupaHa ekcnpecus Ha 2eHa. 3aboAABaHemo e MyAMUCUCMEMHO,
kamo 3acsea ckenemHama u 2anagkama myckyAamypa, o4ume, Cbpuemo,
eHgokpuHHama cucmema u ueHmpaAHama HepBHa cucmema. PasauyaBam
ce mpu 0CHOBHU dopMu: koHaeHUmaAHa, B paHHo gemcmBo u kaacuvecka
¢ BapuabuaHocm 8 kauHuyHama cumnmomamuka.

lpegcmaBamve cemedcmBo, cmpagawo OmM  MUOMOHUYHA
gucmpodus — XkeHa Ha 57 20guHU U mpume U geua (gBe momuyema u
egHo Momue). [leblomom Ha 6orecmma npu Maldkama e Ha 30 2oguwHa
Bb3pacm ¢ kaacuyecku cumnmomu — MUOMOHUA, Xunompodua 3a
AuueBa myckyanamypa, 0COGEHHO 3a gbBkameaHu MyckyAu, u3paseHa
xunompodua Ha gucmaaHume Myckyaume Ha pbueme u nogbegpuuume.
HaAuue ca u munuyHomo 3acA2aHe u Ha gpyau cumemu — kamapakma,
€HYOKPUHHU CMYWEHUA, NPOAANC Ha NPEgHO MUMPAAHO NAAMHO C
MUMpaAHa pe2ypaumauus npu cumyc uHBep3yc momaauc. Hacouena
32 QUAZHOCMUYHO YmMOuYHABaHe Om Au4HUA Aekap, nopagu CUAHO
02paHuyeHue Ha dusuyeckume U cnocobHocmu (3ampygHeHo uskauBane
Ha CMbABU, AeCHA YMOPA, U3paseH MUOMOoHUYeH GeHomeH). YemaxoBaBa
ce aHmuuunauus 3a Bcako caegBawlo geme — HayaA0 Ha cumnmomume
B8 loHowecmcka u gemcka Bb3pacm, kamo npu Bmopomo u mpemomo
ca Haauue kamapakma u ymcmBeHa pemapgauus. 3aBucumu om uykga
nomouwl. Erekmpomuozpauama e munuyHa ¢ MUOMOHUYHU (PEeHOMEHU
U Muo2eHHa yBpega. KPK e ¢ noBuweHu cmouHocmu. HacodyeHu 3a
2EHEMUYHO u3cAegBaHe.

Cayyasam e nokasameneH 3a kbCHO nocmaBaAHe Ha guagHo3ama
Ha MUNUYHO NPOMUYAWLO HacAegcmBeHo 3aboAABaHe (27 20guHu CcAeg
Ha4aA0mOo HAa CUMNMOMUME) U AUNCama Ha goCMamby4Ha UHGOPMUpPaHOCM
Ha Aekapume 3a Bb3mMoXkHOCMUME 32 NpeHamaAHa guazHocmuka.
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Steinert's Disease (myotonic dystrophy) is an autosomal dominant
disease as a result of dynamic mutations in the DMPK gene localized in
chromosome 19q13.32. A Gender - differential expression of the gene
is characteristic. The disease is a multisystemic, affecting skeletal and
smooth muscle, eye, heart, endocrine and central nervous systems. There
are three main forms: prenatal, early childhood, and classical with variability
in clinical symptoms.

We are introducing a family, suffering from myotonic dystrophy —
a woman 57 years old and her three children (two girls and a boy).
The debut of the disease in the mother is 30 years of age with classical
symptoms — myotonia, facial muscles hypotrophy, especially for chewing
muscles, an expressed hypotrophy of the distal muscles of the hands and
lower legs. There is also typical involvement of other systems - cataracts,
endocrine disorders, prolapse of mitral valve with mitral regurgitation in
Situs inversus totalis with dextrocardia. The patients were sent from their
GP because of the limit of their physical abilities (difficulty climbing stairs,
fatigue, expressed myotonic phenomenon). We observed anticipation for
each subsequent child — beginning of symptoms from youth and childhood,
and more symptoms as cataracts and mental retardation on the second and
third child. The patients are dependent on foreign aid. Electromyography is
typical with myotonic phenomena and myogenic damage.

The case is indicative of a delay in diagnosis of typically inherited
disease, occurring (27 years after the onset of symptoms) and the lack
of sufficient awareness of physicians about the possibilities for prenatal
diagnosis.
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BvBegeHue

MuomoHuyHama gucmpogus e Hal-uyecmo cpellaHama
(Gopma Ha myckyaHa gucmpodus npu Bb3pacmHu, ¢ Yyecmoma
1 Ha 8 000. OnucaHa 3a nbpBu nom om Steinert, Batten u Gibb
npe3 1909 2., kamo omgeaHO 3aboaaBaHe, koemo ce pasau-
yaBa om HegucmpoduyHama MuomoHusa Ha Thomsen, kakmo
U Om HemuomuyHume MyckyaHU gucmpoduu. 3aboraBaHemo
e ¢ aBmo3oMHO-gOMUHaHMEH mun Ha yHacAegaBaue, kamo
ca usBecmHu @Be oCHOBHU ¢opmu, B 3aBucumocm om
2eHemuyHume Aokycu, om2oBopHu 3a He20. MuomoHuYHa gu-
cmpogusa mun 1 ce gbaku Ha guHamuyHu Mymauuu 8 DMPK
2eHa, aokaausupaH 8 19q13.32 xpomo3oma, koumo om cBoA
cmpaxa npu4uHaBam ekcnaH3uama Ha mpuHykaeomuga CTG.
Tol kamo mpuHykreomugHume CTG noBmopu 8 DMPK 2eHa
Ca HecmabuAHu no Bpeme Ha Mumo3ama u ce yBeauyaBam
B caegBawiume nokoAeHUA, MH0O20 MUNUYHO fABAEHUE €
aHMuUUNAUUAMa — NO-paHHO Hayaao u no-mexka KAuHUYHA
usaBa BvB Bcako caegBawo nokoaeHue [1]. YemaHoBaBa
ce U noAoBo-gudepeHuupaHa ekcnpecua Ha 2eHa C no-
mexka kAauHuuHa u3nBa, ako ce yHacAegu om malkama [2].
MuomoHuyHa gucmpogusa mun 2 e no-pAagka ¢opma u ¢ no-
Aeka peHomunHa u3ABa u ce gbaku Ha HempaHcaupyema CNBP
ekcnad3us, AokaausupaHa gbA20mo pamo Ha 3 XpoMo3oma.

borecmma uma myamucucmemHa KAuHuyHa u3faBa, ka-
Mo 3acA2a ckenemHa u 2aagka myckyaamypa, o4ume, Copuemo,
eHgokpuHHama cucmema u UgHmpaaHama HepBHa cucmema [3-
5]. Cnopeg cmeneHma Ha 2eHoMuNHo-GeHomunHa kopeaauus, ce
pasAuyaBam mpu OCHOBHU (opmu: KOH2eHUMAaAHa, ymepeHa u
knacuuecka ¢ BapuabuaHocm 8 kauHuyHama cumnmomamuka.

Onucasomo om Hac cemelicmBo uma xapakmepucmuka
Ha kaacuveckama ¢popma Ha MUOMOHUYHA gucmpodua mun 1, ¢
BapuabuaHocm 8 kauHuyHama cumnmomamuka npu Bceku om
yreHoBeme u 6ene3u Ha aHmuuunauua 8 nokoaeHuemo.

NpegcmaBaxe Ha cayvail

MpegcmaBame cemelcmBo Ha XkeHa Ha 57 20QuHU U
mpume U geua (gBe MomMuyema u egHO MOMYe), nporekanu B
KauHukama no HepBHu 6oaecmu Ha YMBAA ,CB. leopau“ 2p.
MAoBguB C ueA guagHOCMUYHO ymoyHABaHe. MauueHmume ca
HACOYEHU OM AUYHUA cu Aekap, nopagu CUAHO O2paHuyaBaHe
Ha Qu3uueckume um cnocobHOCMU — 3ampygHeHo uskauBaHe
Ha CMbAOU, AeCHA YyMOpa, 20B0pHU U 2bAMameAHU HapyweHus,
3ampygHeHua B exkegHeBHama paboma, 3abaBeHa peaakcauus
Ha Myckyaume Ha pbueme caeg kompakuus. [eblombm Ha
porecmma npu matikama e Ha 30-2oguwHa Bb3pacm, kozamo
ce noABuAu HapyweHusa Ha ¢yHkuuume Ha wumoBugHama
XkAe3a. B cowuaA nepuog 3anoyHaAu ga cnagam kaenayume U,
yyBcmBana cAabocm u HamaneHa myckyaHa cuaa 8 yemupume
kpaliHuka, mpygHo uskauBana cmbAbu U cmaBaaa om kaekHano
noaoXkeHue. 3abeadsana, ye npu cBuBaHe Ha gaaHume B8 lompyk,

Cblwume mpygHo ce omnyckaau. Mpu pymuHHa peHmaeHozpadus
ycmaHoBeHa gekcmpokapgus, a 8 nocaegcmBue u ycmavoBeH
cumyc uHBepcyc momaauc. Ha 48-2oguwHa Bv3pacm no noBog
nogyBaHe u 60Aka 8 06Aacmma Ha goAHa Yealocm e onepupana,
kamo XUCMOAO2UYHO € YCMaHOBeH amer0bAacmoM Ha MaHgu-
byaama. [opagu uspa3eHa kamapakma Ha gBeme ouu ca
nocmaBeHu uHmpaokyAapHu Aewiu. Om HeBpoAo2uYHUA cmamyc
ce ycmaHoBu xapakmepeH MuonameH (pauuec ¢ ymMepeHa nmo3sa
Ha kaenauume 6e3 odmaamonapesa, xunompoua Ha e3uka u
goBkameAaHume  Myckyau, MyckyaHa cAabocm - u3pasfaBawia
ce B HeBvamokHocm ga usgye bysume cu u ga cBupu ¢
ycma, HaMaAeHa MyckyaHa cuaa U 3a yemupume kpadHuka c
xunompoguu 3a myckyaume no BoAapHama 4acm Ha meHapa u
Myckyaume Ha nogoegpuuume, kakmo u u3paseHu MUOMOHUYHU
deHomeHu — 3a6aBeHa penakcauus caeg cmuckaHe Ha pbkama
8 lompyk (akuuoHHa MUOMOHUA) U NEpKYCUOHHA MUOMOHUYHA
peakuus Ha meHapa. Eaekmpomuozpadusama om M.UHMepoceyc
1 u M.geAmougeyc e ¢ gaHHU 3a Muo2eHHa yBpega u xapakmepeH
MUOMOHUYEH GeHOMEH Ha ,nukupaw, camorem® (guazp.1).
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Juazpama 1. Enekmpomuozpadua Ha nauueHmkama ¢ MUOMOHUYHU
npoAGBu

Mpu nauueHmkama ce ocbwecmBu exokapguozpadus,
kogemo ce nomBvpgu gekcmpokapgua u ce obekmuBusupa
npoAanc Ha NPEgHO MUMPAAHO NAAMHO C  MUMPaAHa
peaypaumauusd. Exekmpokapguozpamama e ¢ gaHHU 3a CUHYc0B8
pumMoM U HezamuBHU T BoAHU B goAHume npekopguaAHu
omBexkgaHua.  Om  napakauHuyHume  u3caegBaHus,ce
ycmaHoBaBam gaHHU 32 »keAaasogeduuumHa aHemus, kakmo
U 3aBuweHu cmouHocmu Ha kpeamuH docpokunasa(258U/1)
u Aakmam gexugpozeHasa(600U/l). Mauuesmkama uma mpu
geua ¢ nogobHu onaakBaHus, kamo me3u onaakBaHua ca Hai-
uspaseHu npu Bmopomo u mpemomo geme. MopBama goulepa
e C Aeku mMuomoOHUYHU onAakBaHua, 6e3 gpyau cucmemHu
nposBu. Mpu Bmopama goweps (39-20guwHa) gaBHocmma Ha
onaakBaHusma ca om loHowecka Bb3pacm, kamo npu HeA 0cBeH
MUNUYHUME MUONAMHU U MUOMOHUYHU npoABu, ce HabalogaBa
kamapakma Ha AaBomo oko, Aeka ymcmGBeHa usocmaHaaocm
u Geaesu Ha kapguomuonamus. Mpu mpemomo geme — CUH
Ha 37 20QuHu, Hayarno Ha onaakBaHuama om 10-2oguwHa
Bopacm, kamo npu He20 ce HabalogaBa owe mexka ymcmBeHa
usocmanaaocm, 2ayxoma, g8ycmpanHa kamapakma, ckoAuo3sa
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U U3pa3eHu puMbMHO-NPOBOgHU HapyweHuA Ha copuemo. Om
enekmpomuozpaduama u npu g8eme geua ce obekmuBusupam
DeAe3u Ha MuO2eHHa yBpega U MUOMOHUYHU (EHOMEHU.
MapakAuHuyHumMe uscAegBaHua Ccobwo nokasaxa 3aBuweHu
cmotiHocmu Ha kpeamuH @ocdokunasama/Bmopa gowiepd —
280U/1, cun — 233U/I/. Mpu nauueHmume ce HanpaBu 06cmMOlHO
2EHE0A02UYHO npoyyBaHe, nomBupgkaBawo aBmo3oMHO-
gOMUHaHMHUA MuN Ha yHacAegABaHe Ha Goaecmma, kamo ce
Hacoyuxa 3a 26HEMUYHO U3CAegBaHe C UEA OnpegeAsHe Ha
(CTG)n mpuHykaeomugeH noBmop 8 DMPK 2eHa (guazp. 2).
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Juazpama 2. [eHeono2u4HO uscaegBaHe Ha cemeiicmBomo

3aknaloyeHue

OnucaHomo om Hac cemelicmBo npumexaBa KAuHU4YHUME
bene3u 3amuomonuyHa gucmpoguamun 1 (boaecmHallladxepm).
Mpu Bcuuku onucaHu yaeHoBe ce HabalogaBa cneuuduyHo MyA-
MUCUCMEMHO 3acfeaHe — C Haz2aXkupaHe Ha ckeaemHama u
2nagkama myckyaamypa, xapakmepeH MuonameH (auuec ¢
aHeakupaHe Ha AuueBama Myckyaamypa, odmaamvonapesa
0e3 opmaamonaeaus, crabocm Ha goBkameaHa myckyaamypa,
xunompoduu no gucmaaHume MyckyAu Ha poueme u nogdegpuuu,
0eAe3U Ha MUOMOHUA. HaAuuge ca u munuyHOmo 3acAzaHe U Ha
gpyau cumemu — kamapakma, eHgoKpuHHU CMYWeHUs, NpoAanc
Ha NPegHO MUMPAAHO NAAMHO C MUMPAAHA peaypaumauus npu
cumyc uHBep3yc momaAuc, pumbMHO-NPoBOgHU HapyweHus
u ymcmBeHo usocmaBaHe. boaecmma e ¢ aBmo30MHO-goMU-
HaHMEH mun Ha yHacAegaBaHe C HEeNbAHA NeHempamHocm
u BapuabuaHocm B ekcnpecuama Ha MyAmucucmMeEMHOMO
Cu npoaBaeHue. YcmaHoBaBa ce u aHmuuunauua 3a Bcako
cAegBallo geme — Hayaao Ha cumnmomume B loHowecmcka
u gemcka Bb3pacm, kamo npu Bmopomo u mpemomo ca
HaAuue 2Ayxoma, kapguomuonamusa u ymcmBeHa pemapgauus.
B 3aBucumocm om gaBHocmma Ha onaakBaHuama u
Bapuauuume Ha kAuHu4HUmMe 6eae3u, cemedcmBomo nposABa-
Ba uyepmu Ha kaacuueckama (opma Ha 6orecmma. Mpegcmou
ocbwecmBaBaHemo Ha 2eHemuyHo u3cAegBane npu Beeku om
yreHoBeme Ha cemedcmBomo ¢ uea onpegeaaHe Ha (CTG)n mpu-
HykaeomugeH noBmop 6 DMPK 2eHa, kakmo u ycmaHoBaBaHe Ha
2eHomun-peHomunHu kopeaauuu 8 kauHuuHume 6eae3u. TakuBa
kopeaauuu ca onucaHu N0 OMHOWEHUE CbpgeyHomo 3acAz2aHe,
meXecmma Ha cumnmomume, KogHumuBHUME HapyweHua u

npogbAkumeAaHocmma Ha xkuBom [6,7,8]. Mpu nauueHmkama He
e usAcHeHa Bpbakama meXgy 3aboAABaHemO U U XUCMOAO2UYHO
nomBobpgeHus ameAnobAacmom Ha MaHgubyaama. Cayyaam
e nokazameneH U 32 KbCHO nocmaBAHe Ha guazHo3ama Ha
MUNUYHO NPOMUYAWO HacAegecmBeHO 3aboAdBaHe (27 20guHU
CAeg HaYaAOmO Ha CUMNMOMUME) U Auncama Ha gocmambyHa
UHbopmMupaHocm Ha Aekapume 3a Bb3moXkHocmume 32
npeHamaaHa guazHocmuka.
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