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A clinical observation of myotonic dystrophy type 1, the single known case

in the family

Pe3iome

MuoToHryeckas AncTpodna — HacneacTBEHHOE 3a60neBaHe U3 rpynmnbl HEPBHOMbILIEYHbIX 3260N1EBAHINNA, XapaKTepU3ytoLLe-
eCsl NOPXXEHNEM PA3NNYHbBIX OPraHOB W CUCTEM. B JaHHOM Ha6MOAEHMI ONUChIBABTCA KITMHUYECKIA Cly4ail MUOTOHUYECKOHN
AncTpochum 1 TUNA y NaLwmenTa, KOTOPOMY 6bIN NOCTABIeH AMarHo3 cnycTd 15 net ot Ae6toTa 3a6oneBaHus BCNeACTBUE He-
CTaHZAPTHOTO BHELLHEro BUAA NaLMeHTa, nonUMOpPOUAHOCTY, OTCYTCTBIA FEHETUYECKOM NPEAPACcNON0XeHHOCTH, BapiabenbHoi
KnuHuKK. OCOBEHHOCTBI0 JAHHOM0 HABNIOAEHNA ABASETCS TO, 4TO AaHHbIA cnyyait MI] 1 Tuna SBNSETCA ANHCTBEHHBIM B CEMbE.
bnarogaps AOCTYNHOCTI COBPEMEHHBIX MONEKYNAPHO-TEHETUYECKIX METO0B UCCNEA0BaHIS, YAAN0Ch 00HAPYXMUTb OCHOBHON
Cy6CcTPaT JAHHOr0 3a60MEBAHNS 1 OKOHYATENbHO NOATBEPANTb NPEABAPUTENbHbIRA AUATHO3.

Kntouesble cnoBa: MMOTOHMYECKas AUCTPOKS, 6onesHb LUTeiAHepTa, KNUHUYECKII CyYail

Summary

Myotonic dystrophy is a genetic muscle disease, characterized by multiorgan damage. We report a clinical case of type 1
myotonic dystrophy diagnosed 15 years after the onset of the disease. Such a delay in diagnosis can be attributed to a number
of circumstances including a negative family anamnesis, variability in patient’s clinical manifestations, multimorbidity and a
specific habitus aegroti. This case of myotonic dystrophy is the only reported in the family. Due to the modern molecular genetic
research methods, it became possible to detect the main substrate of this disease and finally confirm the preliminary diagnosis.

Key words: myotonic dystrophy, Steinert disease, case report

Beepnenue

Muotonndeckas auctpodus (Poccommmo-Kypuimana-
Il eiinepra-barrena), M/1, G 71.1, — HacleICTBEHHOE MYJIb-
THCHCTEMHOE 3a00JIeBaHHEe U3 TPYIIBl HEPBHOMBIIICYHBIX
3a00JIeBaHUM, MPU KOTOPOM COUYETACTCS MHOTOHUSI C JIUC-
TpouUeCKHMH IpolieccaMy B MBIIIIAX. JTO TeHeTHYECKoe
3aboeBaHKe C ayTOCOMHO-IOMHHAHTHBIM THIIOM Hacle[J0Ba-
HUSI ¥ CHJIBHO BapHalOelIbHOM JKcmpeccuell reHa. 3abonesa-
Hue BcTpedaercs ¢ yactoroi 13,5 Ha 100000 HBBIX HOBO-
poxIeHHBIX [1].

BrepBrie Hanbomee MOTHOE U BCEOOBEMITIONIEE ONUCa-
HHE MHOTOHMYECKOH nuctpodun ObuIo BhIMONHEHO B 1909
rofy HemerkuM BpadoM lllteiiHeprom n ero komteramu. Ox-
Haxo Jio IlITeliHepTa MHOTHE yUeHbIE H Bpaud TaKxkKe ITyOmH-
KOBAJIH CITy4Jad JaHHOTO 3aboeBanys, B ToM uncie Kypmman
u barren, Ho umenHoO LlITeiHepT cMOT BIiepBbIe OOBETUHHUTH
U CBSI3aTh OT/EJbHBIE CHMIITOMBI B €IMHOE 3a00JIeBaHHE, TEM
caMbIM C(OPMHPOBAB MOIHOLEHHYIO KIIMHAYECKYIO KapTHHY,
B pesynsrare M/I 1 Tuna Gbina Ha3BaHa B €0 YeCTh «O0NE3Hb
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llreitnepTar, a ee mpuanHa (MyTtamus rera DMPK) 6puta ot-
KpbiTa B 1992 1. [2, 3].

B Hacrosimee Bpems, Onaromaps pasBUTHIO JHArHO-
CTUYECKHX BO3MOXKHOCTEH M TIOSBICHHIO MOJEKYISIPHO-Te-
HETHYECKUX METOIOB MCCIICIOBAHHS BBISBICHBI OCHOBHBIE
TeHETHYECKHE MyTalliH, KOTOPBIE IIPUBOAAT K pa3BUTHIO M/]
(nampumep, sxcriancus nosropos LITI B panee ynomsaHyTom
reae DMPK nHa 19 xpomocome ipu M/ 1 tuna u 4-nyxieo-
tuanbIx noBTopoB LILITI B rene ZnFP9 (CNBP) na 3 xpomo-
come ipu M/1 2 tuna) [2, 4].

B Hacrosimee BpeMs BBIIENSIOT ABAa OCHOBHBIX THIIA
MHOTOHHYecKoit nuctpoduu. st mepBoro tuma (0oi1e3HU
[lreitHepTa) XapakTepHO pPa3BUTHE MBIIMICYHOH CI1ab0OCTH
IPEUMYILECTBEHHO B AMCTANbHBIX OTAENaX KOHEYHOCTEH
(mmHHOTO crubarens HajbleB pyK, IepexHel Oonbmredep-
I[OBOHM MBIIILBI, JITUHHOTO pa3rubaress GONBIIOTOo Maublia U
JUTMHHOTO pasrudareis mansleB Hor). Bernensior tpu ¢op-
Mbel M/l 1 Tuma: BpoxIaeHHy® (Hambojee TSHKENyI0), I0Be-
HUJIBHYIO M B3pOCIyI0 (Hanbonee pacnpocTpaHeHHas).
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ITpu M/ 2 tumna (6one3nu Pukepa, mpokcuManbHast MU-
OTOHHYECKasl MHOMNATHS) XapaKTepHO NPEHMYIIECTBCHHOE
BOBJICUEHUE MPOKCUMAJIBHBIX MBIIIL KOHEYHOCTEH, pPa3BUTHE
MBIIIEYHEIX Oonelt 6e3 arpodun. CHUCTeMHBIE IPOSIBICHHUS,
TaKhe KaK CEpAEYHbIE apUTMHUM, THUIEPCOMHHUS, KOTHHTHB-
Hble HapyLICHUS, IOBEJCHUECKUE H3MEHEHMsd, KaTapakra,
MY’KCKOH THITOTOHAIU3M, aJIONENHs Jalie BCTPeyaloTcs pu
M/ 1 tuna. [ltyxora BcTpedyaeTcs B IPUOIU3UTEIILHO OIUHA-
KOBOM MpouenTe ciaydaeB. Hepeako npu M/L 2 tuna mMoxet
HaOTIOAThCs BBIPAKCHHBIH TPEMOP M HECKOJIBKO Yallle pas-
BHBACTCs CaxapHblii auabdet 2 tuna [2, 5, 6].

TaxuMm 00Opa3om, TaHHBII AUATHO3 KpaifHe 3aTpyJHHTE-
JICH B IIOCTaHOBKE, TaK KaK coYeTaeT B cebe MOpakeHUe He
TOJIFKO HEPBHO-MBIIIETHON CHCTEMBI, HO M OCTAIBbHBIX Opra-
HOB U CUCTEM. Hpu HEBPOJIOI'NMYECKOM OCMOTPE BBISABIAOTCA
crieru(UIHbIE TIPHU3HAKH, ITO3BOJIIONIEE 3aIOJ03PUTh Ha-
JMYMe MUOTOHHYECKOH TUCTPO(UH: COUueTaHNe MUOTOHUU U
JUCTPO(GHH MBI, JIOOHAS aTOTEIHs, AaTPOPYHN MUMHIECKUX
MBIIII], KPYTOBOH MBIIIIBI T7Ia3a ¥ MBIIIIEI, TOAHUMAONIeH
BepXHEe BEKO («ycTaBlIee» JIMIO), aTpodus JKEBaTEIbHBIX
1 BHCOYHBIX MBIIII, OTCTAaBaHUE B YMCTBEHHOM Da3BHTHH.
Jlnst ycTaHOBJIGHMS IMarHO3a HEpeaKo TpebyeTcst MpOBECTH
TIATeNbHYI0 AU(dEpeHIINATEHYI0 TUaTHOCTHKY M MCKIIIO-
YUTb ApyrHe MUONaTHH/MuoaucTpoduu. s 3Toro Hepeako
n3mepsercs konuenTpanus KOK (koropas Mmoxer ObITh yMe-
PEeHHO NOBHIIIEHA — He OoJiee, YeM B TpH pasa). Takxke MoKeT
HaOmonaTbes runepriikemus. B 90% ciaydaeB mo gaHHBIM
OXO-KT BBISBISIIOTCS TPU3HAKH MOpaskeHus cepama. Obce-
JOBAHHUEC C ITOMOIIBIO L[ICHGBOI‘;I JJaMIIbI TIO3BOJIACT BBISIBHUTH
karapakTy. IIpu 2JIeKTpOQHU3NOIOrHIecKOM HCCIEAOBAaHUN
(OHMI, OMT') B psize citydaeB BBIABISIOTCS MHOIATHUECKUE
HU3MEHEHUs, CHID)KCHHE aMIDIMTyAbl M-oTBera (damie mpu
M/ 1 tuna), MuoToHH4Yeckue paspsaasl. OnHako Hambomee
TOYHBIM METOJIOM JUArHOCTHKH, O3BOJISIOIIUM YCTAHOBUTh
JquarHo3 M1, BisieTcst TeHETHUECKOE HCCIIEI0OBAaHIE, TO03BO-
JISFOLIEE BBISIBUTH MYyTallU T€HOB, XapaKTEPHBIX JUIS Pa3HBIX
TUIIOB MHOTOHUYECKOH muctpoduu [1, 7, 8].

Knununyeckoe Habnionenue

Bonpnoii C., 36 s1eT NOCTYNUI B HEBPOJIOIHYECKOE OT-
neneare ®BYH EMHII [TO3PIIII (1. ExarepunOypr) ¢ xaino-
6amu Ha c1a00CTh MBIIIL, IPEUMYLIIECTBEHHO BBIPAKEHHYIO
B Horax. [lanneHT oTMedaeT 3Mu30/1bI TaAeHus (CBI3BIBACT C
TE€M, YTO CTOIIBI «IIOATMOAIOTCS KHAPYKH»), CAMOCTOSATEIILHO
MOAHATECS He MOXkeT. Cr1aboCTh yCHIMBAeTCs IPH IOAbEMe
o nectHule. OTMeuaeT 3MU30/bI TOJ0BHOK 6onu (2 pasa B
Mecs, IPEUMYIIECTBEHHO B BECEHHE-JIETHUI IepHON), CBSI-
3BIBACT C (PU3MUYECKON HArpy3Kkoii (paboTa B cajy), TOJIOBHAS
00JIb YMEPEHHOW HHTEHCUBHOCTH, JIOKAJIM3yeTCsl B BUCOUHOI
o0acTH ¢ IBYX CTOPOH, HE HPPAAUUPYET, KyIUPYETCs IPH-
emoM HIIBC BHyTpb. Houblo ronoBHas 60ib He GECIOKOUT,
(M3UIECKyI0 aKTHBHOCTh HE HApYIIIaeT.

Taxoke maueHT oTMevaeT 00N B SMHUracTPalbHOM 00-
JIACTH TIOCIIe HApYyLIEHWs IUETHl, YMEPEHHOH MHTEHCHBHO-
ctu. JKanoOw1 Ha 00NBICEHNE, CHIDKEHHE Beca, TIOTEPIO arie-
TUTa. PONCTBEHHUKH OTMEYAIOT CHIDKEHHE MaMSTH TTal[ueHTa
Ha TeKyIHe COOBITHSI.

AnamHe3 3a00JIeBaHMs: C JETCTBA COCTOSI HA yueTe y
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HEBPOJIOTa M NICHXHATpPa C IUAarHO30M «33JIepiKKa ICHXHIe-
ckoro paszBuTHs». Cuutaer cebs OONBHBIM ¢ 22 T, Korma
BIIEpPBBIE OTMETWJI ITOCTENIEHHOE CHIDKEHHE Beca (CO CIIOB —
Ha IIPU3BIBHON KOMHCCHH B BOGHKOMaTe Macca Teia = 62 Kr),
norepio anmnetuta. B 22 rona nonan B I TI1, cunbHo ynapuics
TOJIOBOH (CO CIIOB — COTPSICEHHE TOJIOBHOTO MO3Ta) IOTEePsUT
co3HaHue Ha 10 MHUHYT, 32 MEIULIMHCKOW HMOMOIIBIO HE 00-
pawancs. B nepuon ¢ 22 ner 1o 27 neT OTMETUI YCUIIEHHOE
BBINIAJICHUE BOJIOC Ha ToJIoBe, cHIuKeHnne Beca. C 27 ner or-
METHWJI TIOSIBIICHHE ¢l1aboCcTH B Horax (Ooubiie crpasa). B te-
4yeHue 3 JeT cnabocTh HapacTaaa OMHAKOBO B IBYX HOTax (C
30 et He MporpeccupyeT), B TOT HEPHUOL OTMETHII SITU30AbI
najgeHust (CBS3BIBAET C «IOATHOAHMEM CTOI» IPH X0nb0e),
W3HAYaILHO BCTABall CAMOCTOSATENBHO, ¢ 30 JIeT HykaaeTcs
B IocTopoHHei momory. ['onoBHas 6o1b ¢ 16 ner (vactora,
XapakTep, MHTEHCHBHOCTh CO BpeMeHeM He MeHsu1achk). Co
CJIOB MaMBbI: IIAITUCHT C ACTCTBA OBbLT HEAKTHBHBIM pe6eHKOM,
B HACTOSIIMH MOMEHT HY>KIA€TCsI B TOCTOSTHHOM IIPACMOTPE,
KUBET C POACTBEHHHKaMH, anatuueH. [lono6HbIe kanobsl 1
CHMITOMBI y OJIM3KHX POACTBEHHUKOB HE OTMEYAIOTCSL.

BUY, cudumnmc, TydepKyne3 — OTpUIAET, TeaTUTHI — He
NOMHHUT. [laneHT He KypHT, YIOTpeOIseT alkoroib, Ipe-
HMMYIIECTBEHHO HEKPETKUH (MMBO) 1-2 MO3BI SMTU30ANYECKH,
1-2 pa3a B Mecsn ynorpebiser kpenkuii anxoross (200-300
mi1). XpoHndeckue 3aboneBanus orpunaet. [locTosHHO IpH-
HuMaeT BuTamMuHb! (CynpanuH), TOPMOHAIBHBIE MPenapaThl
He NPUHUMAJ, KPOBb IAIIUEHTy He HepeInBai. AJIIeproyo-
TUYECKUI aHAMHE3 — CIIOKOMHBIM.

OO0bexTHBHBIH ocMoTp: OfLIee COCTOSIHUE YIO0BIETBO-
pHUTEIbHOE, CO3HAHHE SICHOE, IOJIOKEHHE aKTuBHOE. Macca
tena — 50 kr. Poct — 178 cM. KoxxHblit mokpoB GneaHoi okpa-
CKH, OIIPEAENSICTCS UKTEPUIHOCTE CKiIep, AU Qy3HO pacro-
JIO’KEHHbIE TUNEPIUIMEHTHPOBAHHbBIE OUark Mo Temy (Tpen-
MOJIOXKUTETEHO HEBYCHI), OOJbICEHHE JIOOHOHM, TEMEHHOH U
YaCTHIHO BUCOYHBIX OOJNACTEH TOJIOBBI, MPUOTKPBITHIA POT,
KpYIHbIE 3yObl, SI3bIK BJIAKHBIH, O0JI0KEH KOPUYHEBO-)KEII-
TBIM HaJIeToM. [paHUIBI cepla He PacIINPEHbI, TOHBI Cepa-
1[a pPUTMUYHBIE, YHCTBIE, JOMOIHUTENbHBIE IITyMbl HE BBICITY-
MIUBAIOTCSA. ApTepHaibHOe AaBieHne — 116/72 MM.pT.CT. Ha
obenx pykax. [Ipu mepkyccuu rpyqHOI KIETKH — SCHBIH Jie-
TOYHBIN 3BYK, NP ayCKYJIbTAllUH — BE3UKYJIIPHOE JBIXaHUE,
XPHIIOB HET. SI3bIK BIAXKHBIH, 00JI0KEH KOPUIHEBO-KEITHIM
HAJICTOM TI0 cpeHei auHuK. JKUBOT MATKHiM, 6e300Ie3HEH-
HBIH, IepUTOHEATbHBIE CHMITOMBI OTpHUIaTeNnbHble. [ledens
o kpato pebepHoit nyru. Cumnromsl Kepa, Oprrepa-Ipexo-
Ba, Mep¢u, ITekapckoro, Kepre, Metio-Po6cona, Illoddapa,
Mroccu-I'eoprueBckoro (cnpaBa u ciieBa) — OTpHLIATEIbHBIE.
IMosicnyHas obnacTs 06e3 0COOSHHOCTEH, CUMIITOM TTOKOJIa-
YMBAHUS OTPUIATETBHBIH C 00eNX CTOPOH.

Hesponoruyeckuii craryc: MeHUHreaapHble CHUMITO-
MBI OTCYTCTBYIOT. OOOHSHHE COXPAaHEHO, OTMEYAET CHIDKe-
HHE OCTPOTHI 3peHHs, IMa3Hble menn D=S, 3pauku kpyriele,
paBHOMEpHBIE, IPsIMas U COAPYKECTBEHHAsI PEAKIHs 3paykOB
Ha cBeT xwuBas. OrpaHNYEHO OTBEAEHHE MPABOTO H JIEBOTO
I71a3a KHapy»H, aKT KOHBEPIeHIIUY M aKKOMOJIAIMH OCIa0ieH
¢ IByXx cTtopoH. Kocommasus, TUIIIONUH — HET, ONpenensieT-
Csl YyCTaHOBOYHBIH JIBYXCTOpPOHHUM HucTarM. KopHeasbHble
pedIrexchl coxpaHeHb!, 0TMEJaeTCsl JTOKaJIbHas THIECTEe3Hs B
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obnacTu HaamepeHochs. OnpenenseTcs runoTpodus BUCOU-
HBIX, MIEYHBIX U JKEBAaTENbHBIX MBI C IBYX cTopoH. Cria-
JKeHa HocoryOHas ckimaaka ciesa. Onpernessiercs jarod-
TaJIbM C JIBYX CTOpPOH, CIa0OCTH INEYHOH MBIMIEI OOoNbIIe
cnpasa. [10ToUYHBIN pedrexe CHIDKEH ¢ IBYX CTOpOH. [umo-
TPOQHS TPANELHUEBUIHBIX W I'PYJHHHO-KIFOUNYHBIX MBIIII.
JuzapTpus, 1ucOHNS, aHOMAaNS IPUKYCA.

'MrnoToHMst ¥ TUIOTPO(US MBIIIL BEPXHUX M HHKHUX
KOHEeJHOCTeH (OoMbIe BHIPAKEHBI B JUCTAIBHBIX OTIEIAX).
ToHyc cHIKeH Ooublle B IpaBoOi HIDKHEH KoHeuHocTH. Cuiia
MBIIII] CHIDKEHA B JUCTAJBHBIX OT/AENaX BEPXHHUX W HIKHUX
KOHeuHocTel — 3/4 Gamia, B MPOKCUMANIBHBIX OTAENax — 5
6aoB. [TonoxurensHelii cumnroMm I'oBepca. [loxoznka — mo
TUmy cTenmnaxHoi. [lomareiBanue B moze Pombepra. B cen-
cubunm3upoBaHHoil mpobe Pombepra nanenue (0osblie BbI-
paKeHHOE BJIEBO), MaJbIIEHOCOBAs Mpo0a — C MHTEHIIHEH.
IIpu oueHke YyBCTBUTENBHOCTHU: JIOKAIbHAS TMIIECTE3HS TI0
nepeHell MOBEpXHOCTH IIeYa CIIpaBa, THUIIEPECTe3Hsl CTOII,
ITyOOKOMBILIIEYHOE YYBCTBO COXpaHeHO. boneBoil cmHapom
OTCYTCTBYET, HOJIO)KUTENBHBIH cUMIITOM THHHENS Ha YpOBHE
3aIICTHOTO KaHaua cieBa. CyXoxKuIbHbIEe OHUIenc-pedIIeKCH,
TpHIeTc-pedIIeKCH — pABHOMEPHBIE, )KUBBIE, KapIopaanalib-
HBIE pe(IeKCHI 0TCYTCTBYIOT. KoteHHBIE, aXMILIOBEI pediaek-
CBI CIIpaBa OTCYTCTBYIOT, CJI€Ba — CHIDKEHBI. bpromiHsie ped-
JIeKChl OKMBJIEHBI. [laTonornueckue peduekchl U peduieKch
OpaJIbHOTO aBTOMATH3Ma OTCYTCTBYIOT. IIpu mepkyccuu 06-
JIACTH TE€Hapa ONPESNIAETCS] CHMIITOM «MBIILIEYHOTO BaJIMKa
Oonblne crpaBa, TAaKKe AAHHBIH CHMIITOM BBIABISETCS HPH
HepKyCCHH si3bIKa (Oorblie creBa). Xoapba Ha HOCKaX M IsT-
KaxXx HEeBO3MOXHA. [IpH CKPHHMHIOBOM HCCIICIOBAaHUH KOT-
HUTUBHBIX (QYHKLIUI BBIIBICHO HapylIeHHE KPaTKOCPOYHON
namsITi, omuoku npu cuete (100 —7=93,93 -7=83 ut.1.),
TecT pucoBaHus 9acoB — 10/10 Gamnos.

Pesynbratel  oOcnenoBanuit: OleHKa KOTHUTHBHOTO
craryca mo mkane MoCA — 21 6amr. [ocriuranpHas mkana
TPEBOTH ¥ JCNpPECcCHH: Jenpeccus — 7 OauioB, TpeBora — 6
6amnoB. OAK, OAM, UMMYHOJIOTHYECKUH aHATIU3 KPOBH —
0e3 3HaunMbIx m3MeHeHnid. DKI' — ouaroBas Onokazma mpa-
BOM HOXKHM ITyuka ['Mca, cuHIpOM paHHEH penosspu3aluu
KETyN04YKOB. BHoXMMuIYecknil aHamW3 KpPOBH: IOBBIMICHHUE
ypoBHst KOK — 291,2 E/n (Hopma 190 E/x). Y3U 6paxuo-
nedaIbHBIX apTepHid, MICHHBIX CETMEHTOB COHHBIX apTepHit
B HopMe. Y3U aprepuii OCHOBAaHUS TOJIOBHOTO MO3ra: MpHU-
3HAKM CTEHO3a JIETKOH CTETIeHN CpeIHel MO3roBOH apTepHu
B cermeHnTe M1 ¢ obeux cropon. Y3U cepama: MUHUMaIbHAS
MuTpanbsHas perypruranus. DHMI' BepXHUX U HUKHHUX KO-
HEYHOCTEH: OTMEUAeTCs] HEKOTOPOE CHIDKEHHE aMILTHTYIIBI
M-oTBeTa IO JIOKTEBBIM, CPCIHHHBIM, JTYYEBBIM, Manodep-
LOBBIM U OOJBIIEOEPIIOBBIM HEPBaM, UTO CBHUJIETEICTBYET
00 akcoHaJILHOM XapakTepe HapymeHuid. [Ipu mpoBenenuu
uronsgaToi Muorpaguu (m. deltoideus dex., m. vastus later.
dex), ompeznensercs CIIOHTaHHAs aKTUBHOCTH B BHIE MOJIO-
JKUTEJIBHBIX OCTPBIX BOJIH M MHOTOHHUYECKHE Pa3psabl; MO-
TeHnuansl GUOPHUIAIHA ¥ (QacIUKySIIUN HE PEerUCTpUpY-
IOTCS; OIPEACISIIOTCS MOTEHIMANbl JBUTATEJIbHBIX €IUHMI]
YMEHBIIEHHOH JUIUTENPHOCTH U CHIDKEHHOH aMIIHTYHBL.
MPT ronoBHoro mosra (ot 2015 .): mepUBEHTPUKYIAPHASL
neikodHIedanonarys, BO3MOXHO, THITOKCHYECKOTO TeHe3a.
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B otnenennn GonpHOM mpormen Kypc MEAUKaMEeHTO3-
HOU Tepanuu: BUTaMuH B12, THokTOIM[, mupareraMm, Hel-
pomuaun. Kypc ¢usnomeueHus:: mMaccak HIDKHAX KOHEU-
Hoctell, JIOK BepXHHX M HIDKHHX KOHEYHOCTEH, Ips3eBbIe
aNIUIMKAIK Ha 00JacTb BEPXHHMX M HI)KHHX KOHEYHOCTEH.
BuxpeBsie BaHHBI. Maraurorepanus Ha 001aCTh BEPXHUX U
HIDKHHUX KOHEUHocTel. 13 oTneseHus BblnKcascs ¢ He3Ha4U-
TENBHBIM YITydIICHHEM, OTMEYal YIydIIeHne YCTOWIUBOCTH
npH Xozab0e.

O6cyxnaenne

[lepBoHauambHO MaNMEHTy OBUI MOCTABIEH AWArHO3
«MynpTrdokanbHas MOTOpHAas TonuHeHponatus». O6parii
Ha ce0sl BHIMaHHe TOT (DaKT, YTO MAIMEeHTy He ObIT yCTaHOB-
JIEH AMarHo3 B TeueHue 15 JeT BCIenCcTBHE HECTAHIAPTHOTO
BHEIIHETO BHIA, MOJTUMOPOUTHOCTH, OTCYTCTBHS T€HETHIe-
CKOH IpeipacioNoKEHHOCTH, BAPHAOETbHON KIMHUKH, KOTO-
past He COOTBETCTBOBAJIAa HM OJJHOMY paHee yCTaHOBICHHOMY
JMarHo3y. beul mocraBneH BONpoc O HAaCleACTBEHHOW aMu-
orpoduu, B Xo1e 00CYKICHUSA ObUTH UCKITIOUEHBI JCTCKUAE U
IOHOIIIECKHE THITHI 3a00JIeBaHMH, Tak KaK y MalMeHTa BIIEp-
Bble KJIMHMYECKas MaHH(pecTanus mnposiBuiack B 22 ropa.
Taxoke OBIT yUTEH IJIUTEIHHO TEKYIIMH XapaKTep MaToJIOTHA.
IIpoBommics nuddepennmansaeiii quarano3 ¢ BAC, HO Uromis-
yaTass Muorpagus HCKIIOYMIA JaHHyI0 marosioruio. Ilpu
9TOM, He OBUIO 3apEeTHCTPUPOBAHO (haCIMKYISLINH, BHISBIIC-
Ha CIIOHTaHHasi aKTUBHOCTBH B BUJIC ITOJIOXKUTEJIBHBIX OCTPhBIX
BOJIH, YTO TIOATBEPKIAET THOEIb MBIIICYHBIX BOJIOKOH, 3ape-
TUCTPUPOBAHBI MUOTOHHUUYECKHE PA3PSIIBI.

Takum 06pa3oM, npeBapUTEIbHBII KIMHHYECKUH JTHa-
THO3 «MwuotoHnyeckas auctpodus Poccommmo-Kyprmana-
HlreitnepTa» ObII YCTAaHOBJIEH KaK AMarHo3 — UCKIIOYCHHE.
TTanmenT OBIT HaNpaBIEH HA MEIUKO-TCHETHIECKOE KOHCYIIb-
tupoBanue B 'bY3 CO K/ILl «Oxpansl 310p0Bbsl MaTepu U
pebenka» (. ExarepunOypr). Beur npoBenen renernaeckuit
JHK-ananu3 (LleHTp MOJeKyaspHOH reHeTHuKH, I. MockBa)
Hanbonee JacThix MyTanuii B reie DMPK, 1o pesynsraram
KOTOPOTO OBUIO BBISIBICHO, YTO B OJHOW M3 XPOMOCOM BBI-
siBJIEHO yBenuueHHoe uucio konuil CTG-moBropos 3’-He-
TpaHCIHPyeMOH 00acTH TeHa MHOTOHHHIIPOTEHHKHHA3HL,
OTBETCTBEHHOTO 33 Pa3BUTHE MHOTOHMYECKOH IMCTpOGHU.
Ha ocHoBaHMM KIIMHUKO-HEHPO(U3HOIOTHIECKOTO U TeHETH-
YeCKOTo 00CNIeJOBaHUS MAI[EHTy OB YCTaHOBICH OKOHYA-
TENBHBIN TMarHO03 MHOTOHHYECKOi auctpoduu 1 Tuma.

K coxxanennto, B HacTosmiee Bpems 3G PEeKTUBHAS ITH-
OTpOIHAsl W TaToreHeTHueckas Tepamusi MJ[ orcyTcTByer.
OCHOBHBIE TOAXO/BI 3AKIIOYAIOTCS B CHMIITOMAaTHIECKOM JIe-
YEHUH MUOTOHHH, MBIIIEYHOI OOJIH, THIIEPCOMHUU U APYTUX
CHCTEMHBIX IPOSBICHUH, NPOQUIAKTHKE KapAHOIYIbMO-
HaJIbHBIX OCIIO)KHEHUH, COXpAaHEHWH ABUTATEIBHBIX (PyHK-
M ¥ CIIOCOOHOCTH K caMooOCTyxuBaHHIO. JIJIst J1edeHust
BBIP2)KCHHOH MHOTOHHH HPHMEHSIOTCS aHTHKOHBYJIbCAHTHI
(pennronH, kapbamasenuH) U aHTHAPUTMUKH (MEKCHIICTHH)
[7, 8]. B HeOonbmoMm uccnenoBannu Bassez ¢ coasr. (2018)
BbIsiBIIeHA d(P(EKTUBHOCT METPOPMHHA, KOTOpasi BhIpaxa-
J1ach B YBEIMYEHUH MBIIIEYHON CHIIBI U YIYYIIEHHU Pe3yiIb-
TaTOB O6-MUHYTHOTO TecTa XoAbObL. [loaTBep)KAeHNE TaHHBIX
pe3yibTaToB B 0o0jee KPYIHBIX HCCIIEIOBAHUSIX IT03BOJIHT
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MIPUMEHATh MET(GOPMHUH HE TOJBKO JUIS TEPaluy CaXxapHOTro
nuabera 2 TUMa y ManueHToB ¢ M/, HO W Iyl yaydqmIeHus
JBHUTraTeNbHbIX QyHKIMH [9].

B nexa6pe 2014 . Hauato uccie0BaHKE, OIICHUBAOIICE
3¢ dexTuBHOCTH aHTHCMBICIOBOH Tepamuu (ISIS-DMPKRX)
y B3pocibix mamueHtoB ¢ MJ[ 1 tuma (NCT03692312,
clinicaltrials.gov). Panane pesymerater (daza 1/2a) mpoxe-
MOHCTPHUPOBAJIY XOPOLIYIO IEPEHOCHMOCTb M (PyHKI[HOHAIb-
HBIE WCXOABI MPUMEHEHHs TeCTHPYEMOTO aHTHCMBICIIOBOTO
onuronykieotuaa ISIS-DMPKRx, uto mosBomnsier nanbiue
MIPOIOJDKUTE HCCIIeOBaHuE ero Y3 deKTrBHOCTH.

[ponomxkaercs nzyuenne (NCT02858908, clinicaltrials.
gov, 3anyiieHo B 2018 1) adpdexrruBHOCTH M Ge30MaCHOCTH
mpemnapara THIETTycnOa (MHMMOUTOpP TIIMKOTEH-CHHTETA3hl
kuHa3bl 3) B MynsTHLeHTpoBoM PKU y neteit u noapocTkoB
(6-16 net) ¢ BpoxknerHoit M. B 6onee panHeM nccienoa-
nun (NCT02858908, clinicaltrials.gov, 3aBepureHo B 2018 r.)
BO 2 (ha3e THIETTYCHO ITO3BOJMI YIy4IINTh KOTHUTUBHEIE U
JBHUTATENbHBIE (QYHKIIH, yMEHBIIUTh BEIPAXXEHHOCTH Cl1a00-
CTH y 16 NalMeHTOB ¢ BPOXJICHHOH U I0BEHWIBHOH (hOopMOit
M/I 1 tuma.

Takoke B HacTosIIIIee BPeMsl MIPOOIDKAIOTCST HCCIIE0Ba-
HUSI BO3BMOXKHOCTH MCIIOJIB30BaHNUS TEHHOHU Tepamuy (C IIoMo-
o TALEN nmn CRISP-Cas9 nykiea3) s yMeHbLICHUS
kxonmuectBa LITT nmoBTopoB B coorBercTBytomiem reue [10].

3akniouenune

Kax rmoka3sIBaeT OIMCAaHHBIN HAMH CITydai, B KIIMHIYE-
CKOH IpaKTHKe Ba)KHO 0OpamiaTh BHIMaHUE HA HETUITHIHBIE
0COOCHHOCTH Pa3IMYHBIX 3a00J€BaHUil HEPBHOW CHCTEMBI.
VY maHHOTO ManMeHTa He MPOCIeXHBAIach MpsiMasi Haclen-
CTBEHHAs IIPEIPaCIIOIOKEHHOCTb, OTCYTCTBOBAIN CHCTEM-
HBIE TPOSIBICHUS 3a00J1eBaHUs, a Takxke HaOIIONAaINCh He-
THUMUYHBIE TPU3HAKKM (TUIEPECTEe3Ust CTOIN, W3MEHEHHUs II0
nmanaeiM DOHMI'), 9yTo M3Ha4YaIbHO HABENO HA MBICIH O TPO-
rpeccupytomeii Heliponmatuu. OgHAKO, B MOCIEAYIONIEM IPH

MHOTOKPaTHOM IIOBTOPHOM OcMoTpe (B TOM uucie Oonee
MO3JHEE BBISBICHHE CIAa00 BBIPAKCHHBIX MHOTOHHYECKHX
3HAKOB) U aHaJIN3e BCEro KaTaMHe3a ObUT yCTAHOBIIEH Mpe-
BapUTEIbHBIA JUArHO3 MUOTOHHYECKOW auctpoduu 1 tuma,
B TOCJIEACTBUM NOATBEPKICHHBIH T€HETHUECKUM HCCIEN0-
BaHHEM.

Taxum 00pa3om, MBI HafieeMCsI, YTO JaHHBII KIMHUYC-
CKHUil cTydail MO3BONUT MPAKTUKYIONIMM BpadyaM 00eCIIeUnuTh
CBOEBPEMEHHYIO AHarHoctuky MJI, chopMHpOBaTs TaKTHKY
BEACHUA IMallUCHTA U BBIGOp CMMHTOMaTH‘IeCKOﬁ Teparmu
(Ipu HEOOXOIUMOCTH XUPYPIUICCKON KOPPEKIMH) IS TIpe-
JIOTBPAIIEHUS PA3BUTHS OCIIOKHEHHH. W
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