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Muomonuueckas ducmpogus 2-eo muna (IM2) — aymocomHo-0omunanmuas 604e3nb, C6S3aHHAA ¢ IKCHAHCUE 4-HYKACOMUOHBIX HOBMOPOB <UUMO3UH-
yumosun-mumun-eyanury (I[I[TI) ¢ eene ZNF9. Kaunumecku IM2 onucana 6 cepedure 1990-x ee., MoaeKyaapHO-eeHemuueckas npupooa ycmaroeaeHa 6
Hauane 2000-x ee. IM2 ecmpeuaemcs pexce, uem M1, o0nako docmamouro pacnpocmparena y eeponeiiyes. B kaunuueckoii kapmure npeodaadaem cxoo-
cmeo ¢ IM1, Ho ecmb cyuecmeentble omauyus: 60aee NO30Hee HA4AN0, NPOKCUMANbHbII XAPAKMEDP MUONAMUU, MeHee BbIPAJCEHHAS MUOMOHUS, HAAUYle
Muaneuy u 0p. Knunuueckue ocoberrocmu sampyousiom duazHocmuxy, pao cay4aes ceoespemerto He evisgasemess. B MTHI] PAMH nposodumces IHK-0uae-
Hocmuka JIM2, nodmeepacoernl Ha MoAeKYAAPHOM YPOBHE HECKOAbKO CAYHALE OAHHO20 3a004e8aHU.

KmoueBbie c/i0Ba: MUOTOHMYECKast mucTpodust 2-ro Tuma, reH ZNF9, nosropst LI TT, mpokcuManbHas MHOTOHHYECKASI MUOTATHS,
MUAJITHS, MYJTBTHCHCTEMHOE TIOPaXEHIe

notoHnmyeckass mucrpodust (AM) — camas

yacTas HacleICTBEHHasl MbllleuyHast 00Je3Hb Yy

B3pOCIBIX, €¢ cpemHsas vactora 1:8000 yer.

(cokpaiuerue «JIM» COOTBETCTBYET MeEXIyHa-

ponHoMy «DM» — «dystrophia myotonica» u
MO3BOJISIET U30eXaTh MyTaHULBI ¢ «Ml» — «MbllIeUHas qUC-
Tpodus»). Kinaccuueckas KiIMHMYECKAs KapTHHA 3TOi ayTo-
COMHO-JIOMUHAHTHOX OOJIE3HU XOPOIIO M3BECTHA: MHUOIU-
cTpodusl (IMCTATBHBIX MBI KOHEYHOCTEH, MBIIIIL JMIA U
TJIOTKM) B COYCTAHWU C MHOTOHUEH M pa3HOOOpa3HBIMU BHE-
MBIILIEYHBIMU cuMIniToMaMu. Ha nipoTsokeHun MHorux et M
cyuTangach eAMHbIM 3aboneBaHueM. B 1992 r. yctaHOBIEHBI reH
DMPK (dystrophia myotonica protein kinase) B mokyce 19q13.3
U TaTOreHHas MyTalusl — yBeJIMYEHHas BCTaBKa TPUHYKIIEO-
TUOHBIX TTOBTOPOB  <«IHUTO3WH-TUMUH-ryaHuH» (L[TT).
MonekynapHO-TeHeTHYeCKas pacidpoBKa 00bSICHMIA MHO-
TOCHCTEMHOCTh MTOPaXeHUs U XapakTepHyto a1 M aHTuiu-
MAIMI0 — YTSDKENIEHNE U «OMOJIOXKEeHME» O0Ne3HU B HUCXOSI-
MIAX TIOKOJIEHUSIX, OCOOCHHO IIPH HACIeNOBAHUU OT MaTepu
[27].

Bckope mociie packphITUSI MOJIEKYISIPHO-TEHETYECKON TpU-
ponbl JIM nosiBUIUCH JaHHBIE O €€ BO3MOXHOI reHeTUUEeCKOI
rereporeHHOCTH. C OIHOI CTOPOHBI, B YaCTH CeMell ¢ KIIMHHU-
Yeckoi KapTuHOM [IM 0TCYTCTBOBAIM CLIETJIEHHUE C JIOKYCOM U
mytauus B rene DMPK, a Takke MyTaliu TeHOB MIOHHbBIX KaHa-
JIOB, BBI3BIBAIOIINX HeAMCTpoduyeckue MuoToHuu [7, 47].
®opmy, He csazaHHYIO ¢ DMPK, obosHaummm Kak M2, a
«knaccuyeckyto» — kak JIM1. Kpome Ttoro, ¢ 1994 r. HeoqHo-
KpaTHO oIuchiBaIu 0co0yto JIM ¢ psimoM aTUIIMYHBIX IIPHU3HA-
KOB, B YaCTHOCTHU, MPOKCUMAJbHBIM XapakTepOM MUOINATUU;
3Ty (hopMy Ha3BIU MPOKCUMAIbHOM MUOTOHUYECKOI MUOTa-
tueii: PROMM [7, 20, 30, 31, 38, 40]. B 1998 r. kaprupoBax
[28] 1 B 2001 . unentudumpona [16] ren AM2 — ZNF9 (zink
finger protein 9). Myrarus npencTaBisier co00i YBETMYEHHYIO
BCTaBKY 4-HykneoTaHbIX oBTOpoB LILITT B uHTpOHE 1: HOP-
MaJibHbIe ajiesn comepxar 10 30 OBTOPOB, MYTaHTHBIE — OT
75 no 11000, B cpenHem okosno 5000. MonexyasipHO-reHeThue-
CKHUe uccnenoBanus gokasany, yro PROMM u JIM2 — ongHa n
Ta Xxe 00JIe3Hb, 32 Hell 3aKpenuaoch HazBaHue JAM?2 (TepMuH
PROMM ceituac Majio ucnob3yercs). 3a mpoLueiee AeCsITh -
JIeTHE B MUPE HAKOIUICHBI COTHY BepU(MUIIMPOBAHHBIX HA0TIO-
nenunit. JIHK-guarnoctrka JIM2 BriepBbie B CTpaHe POBOIUT-
csa B MTTHII PAMH ¢ 2008 r. [8], anarHo3 noatBepxkaeH B 4-x
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ceMbsix. B oTeuecTBeHHOI TMTEpaType ecTh 0030pHBIC Iy~
Kauuu [1]. Xora IIM2 cuuraeTcs ropasno 0ojiee peakoi, yem
JIM1, oHa pacnpocTpaHeHa 10CTaTOYHO IHUPOKO, HO — B OTJIU-
Yyye 0T MOBCEMECTHO pacnpocTpaHeHHOM IM1 — u3buparennb-
HO B €BpOINEHCKUX MOMYISIIUsIX, oco0eHHO B IepmaHuu,
CesepHoit EBpone, Yexuu u y BoIxofies ottyaa [5]. B mocnen-
HHUE TOIBI TT0Ka3aHO, YTO pacIpocTpaHeHHOCTh JIM?2 3Haum-
TeJbHO BBIIIE, YEM CUMTATIOCh paHee, HO He BCe Clyyau Juar-
HOCTUPYIOTCS, OCODEHHO Y MOXWIbIX 60mbHbIX [42, 52]. Tlo
naHHeIM T. Suominen u coasrt. [44], yactota MyTauuu JJM?2 B
Ouunanouun — 1:1830, te. maxe Oonbire, yem JAMI.
WccnenoBanust ramioTUIIOB ceMeii M3 pa3HBIX CTPaH CBUIE-
TEJBCTBYIOT O TOM, 4TO MyTarmst JIM2 B eBpOTeCKIX TTOITYIIs-
LUSIX TPOUCXOAUT OT 00IIero mpeaka, ee Bozpact — 200—540
MOKOJICHU !, pacIipOCTpaHEeHUE CBA3aHO ¢ 3G GhEKTOM pofoHa-
yajbHUKa [3, 4, 15]. Onucanusa JIM2 B ceMbsIX HeeBpPOTECcKO-
O MPOMCXOXKIEHUS eAMHUYHHI [4, 15, 35]. O0meeBponeiickuit
raruIoTUI oOHapyXeH B ceMbe U3 Adranucrana [15] u ceMbe U3
Mapoxkko [4]. BMecTe ¢ TeM, Y ToKa eAMHCTBEHHOM STIOHCKOIA
OONILHOM TarIOTUI OTIMYAETCS: OYEBUAHO, Y €BPOIMEHLEB U
AnoHieB MyTauust IIM2 umeet pazHoe npoucxoxaeHue [35].

OueHb Oonbinoit pazmep BctaBku LI T-noBTOpoB B MyTaHT-
HOM aJjljiesie, €6 cCoMaTUyecKasi HeCTabUIbHOCTb U Bapuabesib-
HOCTb YMCJIa IOBTOPOB B HOPME MOTYT 3aTPYIHATh MTpaKTUIe-
ckyto JTHK-auarHoCTUKy M WMHTEpHpeTalMio pe3yJbTaTos.
J. Day u coaBr. [7], oocnenoBaBiue 133 ceMbH, BBIIBUINA MYTa-
110 METOIOM OJ10T-THOpHan3aiuy 1o Cay3epHy ToJIbKO Y 80%
HECOMHEHHBIX HOCUTENIEN; aBTOPBI pa3paboTaiu METO/, MOBBI-
CMBIIMI BBIABISIEMOCTh 10 99%. Wcmonb3ytotess M apyrue
Metonsl JIHK-auarHocTvKu, Mpu KOTOPBHIX MOXET He ompese-
JISThCSI TOYHOE YKMCIIO TIOBTOPOB B MYTaHTHOM amnene. Jlnst
JM?2, omHaKo, 3TO He SIBISICTCS MUHYCOM, T.K. pa3Mep BCTaBKU
He KoppeaupyeT ¢ (heHOTUIIOM U He UMeeT MPOTHOCTUYECKOTO
3HAYCHUSI.

B xnununueckoit kaptuae IIM2 npeobanaet cxoactso ¢ JIM1,
HO €CTh U PSM OTAMYMI — KOJTMIECTBEHHBIX (YacTOTa M BBIpa-
KEHHOCTh TeX WM WHBIX CHUMIITOMOB) M KayeCTBEHHBIX.
CxonctBo 00BSCHSIOT TokcndeckuM aeiicteueM PHK, Torma
Kak eHoTUnMYeckue oTanyust JIM2 MoryT OBbITh CBSI3aHBI C
aHOMaJIbHBIM KonmuyecTBoM Oenka ZNF9 27, 50]. CxoacTso u
Pa3IMIMS MEXIY IBYMS (hopMaMu eCTh M B HApYIICHUSIX 9KC-
Mpeccu HEeKOTOpbIX Apyrux reHoB [37]. CpaBHUTENbHBIE
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Tabmua 1: CpaBHWTENbHLIE XapAKTEPUCTUKM AMCTPOGUYECKOI MUOTOHMM 1-r0 1

2-r0 TMNOB.
XapakrepucTukn | AM1 AM2
(061ume XapakTepUCTU
PacnpocTpanenue MOBCEMECTHOE Y eBponeiiLes
[lonq 8 cTpykType M npeoBnagatowuas MEHbLLAS
Hacneposatue LOMVHAHTHOE [OMMHAHTHOE
BoapacT Hayana (rofbl) 065, cpenHmit 25 | 10-70, cpentmii 48
Bpoxzentas dopma + 04eHb penko (?)
KnuHyeckast aHTvLmnauys + HeT
[Tporo3 XyXe Nyulue
MBbILLIEYHbIE CUMTOMbI
Muonarug;
Mumnseckve MbiLtigb! + PefKo
M. levat. palp. super. (mros) + peako
Mozl FOTKM 1 S3biKa + PEXE, HETAXENas
M. sternocleidomastoideus + peako
Mbituijbl Ta3080r0 riosica Ha MO3MHel CTaZMM | Ha paHHed CTagnm
Jnctanshbie MbiLb! + MBILLIL{b KUCTH
Muanrug + +
MuoTonus + +
TUnepTPOGUS MKPOHOXHBIX MbILLIL, - +
AktveHocTb KOK 1<3-kpatHo wm N | $<10-kparHo um N
[TOPaXEHHbIE MbILLEYHbIE BOJIOKHA 1-ro ina 2-r0 TMNa
[ipyrvie cuMNTOMI

KarapakTa + +
O6nicenve + +
CepneyHast apuTmus + rOpasao pexe
TunoroHaavam + ~20%
[nyxora ~20% ~20%
[MnepcomMHms + peako
Tunepruapos pexe +

KorHuTvBHbIE PaccTpoitCTBa

+ (pasHoii cTeneHm)

PEIKO, HerpyBbie

CaxapHblit quabet, Tn 2

~10%

~20%

MonexynsipHo-reHeT4eCkve XapakTepucTukm

Tlokyc 19913.3 3g21

len DMPK ZNF9
Myraums L{TT-nosTopl LUTT-noBTopsl
Y4Cno MOBTOPOB B MYTAHTHOM annene 100-4000 8 cp765n_|11e:¢|0(~]g000
Ces3b eroTvina ¢ myTaLved + -
ArTvLMnaups + :ﬁf;&%ﬁ:ﬂ

xapaktepuctiku JIM1 u JIM2 npuBenens! B Ta01. 1. [To Bo3-
pacty Havana M1 u JIM2 4acTUYHO MepeKphIBalOTCS, HO B
cpenHeM JIM?2 HaunHaeTcs CyLIeCTBEHHO T03Xe: Ae0I0T Mmoce
40-50 mer mig M1 gBngercss peaxkocTbio, a mist IM2 —
TUIUYHBIM.

BaxHas oruuutenbHas oco0eHHOCTh JIM2 — mpakTuyeckoe
OTCYTCTBUE BPOXKICHHBIX M 04eHb paHHUX (opM [5, 34], ecTh
JIMIIb 1B HENABHUX HAOMIOAEHMs, PACIEHEHHBIX KaK BPOX-
nenHas JIIM2 [13, 29]. B otauuue ot JIM1, npu xoTopoit Bo3-
pacT Hayaja TECHO KOppeIMpyeT ¢ pa3MEpOM BCTaBKH, MpU
JIM2 Ttaxoii 3aBucuMOCTH HeT [3, 15]. DTO Xe oTHOCUTCA K
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aHTHUMNauuu: ecim M1 — Kinaccuyeckuii mpuMep aHTULIM-
nauuu, To npu IIM2 oHa mo MeHbIleil Mepe He BbIpaXeHa.
Hexkotopsie panHre pabOTHI YKa3bIBaIK Ha aHTUIIUITAIIMIO TTPU
PROMM [38], ogHako B nanbHeieM aHTuuunanys npu M2
He Haluia moaTBepxaeHus. Ha MonekynIspHO-TeHeTUYeCKOM
YPOBHE, HANPOTHB, OOHAPYXeHa «00paTHAs aHTULIUIIALIMSA» —
YMEHbIIIEHUe Yuca TOBTOPOB MpM Mepefaye MyTaluu, 4To
BBISIBUIN YKe TpU uaeHTUdUKamuu reHa [16]. B 133 cembsx,
npoaHanu3upoBaHHbIX J. Day u coaBt. [7], pa3Mep BCTaBKU Y
00JIbHBIX TTOTOMKOB ObLT MEHBIIIE, YEM Y POTUTENIEH, B CPETHEM
Ha 4250 noBTopoB. Kak yxe 0oTMe4eHO, 3TO He KOPPEIUPYET C
(enorunom. Jlyummii mporHo3 IIM2 mo cpaBHenuio ¢ JAM1
00YCJIOBJIEH He TOJIbKO O0Jiee MO3AHUM HavyaJloM, HO U TeUeHHU -
€M — 4YaCTO HETSKEIbIM U Jaxe CTePThIM, XOTS HEpeaKu U
BBIPAXECHHBIC CITy4au.

OcHoBHBIe cuMIITOMBI JIM2 — MbllIeuHble. Muomnatust ume-
€TCs1 B TIOIABJISIIONIEM OOJBIIMHCTBE ClTydaeB, Harpumep, y 82%
u3 379 6oabHbIX, oOcmemoBaHHbIX J. Day m coabT. [7].
Baxwneiiiee oTimyme MUOIATHIECKOTO CHHAPOMA — TIOpaxe-
HUE MBIIIII Ta30BOTO Tosica U Oeaep (4acTo He OYEHb TSKENoe),
JMCTabHAs c1abOCTh HOT TOSIBJIsIETCS Mmo3xe. B pykax mpe-
o0amaeT oucTaabHasi Ca00CTh (KUCTH), HO MPOKCHMAIbHAS
MUOMAaTUS PyK Toxe umeercs. BoamokHa runeprpodust UKpo-
HOXHBIX MBITIII. ATUITITYHBIM SIBIISIETCSI aTIETHYECKOE TENOCTO-
JKeHMe, OMUCAHHOE B ONHOH ceMbe Yy ABOMX OOJMbHBIX [51].
BogneueHue Mbly Juia, MpUaaoliee XapakTepHbId 00JMK
6onpHbM M1, mia IM2 HexapakTepHO, KaK M TOpakeHWe
IJIOTOYHBIX MBI, BhI3bIBaoliee mucoarnio. U3 29 rommanm-
CKUX OOJNBHBIX AMCGArus Mmpu mpueMe XUAKOCTH MMeNach y
38%, tBepnoii mumn — y 41% (Tak xe yacto, Kak rpu JIM 1), Ho
B otmune ot JIM1 nuccarust Oblia 1eTKoi 1 Jaxe y TOXUIIbIX
OOJIbHBIX HE BeJia K MOTepe Beca M He OCIOXHSUIAch acmupa-
LUMOHHOM MMHeBMOHHUeii [48, 49]. AktuBHocTs KOK Bapbupyert,
HO MOXET ObITb 3HAYMTENILHO BbIlIe, YeM rnpu JAM1. Muonartus
npu M1 u JIM2 pasnuuaercs ¥ Ha matoMop(oJornyeckoM
ypoBHe: eciu npu JIM1 npeumyiiecTBeHHO CTpaaaloT MblIley-
HBIE BOJIOKHA 1-r0 THMa, To pu JIM2 rmopakeHbl BOJIOKHA 2-TO
TUMA: BBIABISIOTCS MX aTpoduyeckue M Tuneprpoduyeckue
M3MEHEHMSsI, IIeHTpaJIbHast HyKeaus [26, 53], cybcapKoeMM-
Hasl Bakyoju3auusi BojokoH [51]. MPT mbiin nuarHoctuye-
cku none3Ha npu IIM 1, Ho He nipu JIM?2, T.X. ipu Heit Mopdo-
JIOTMYECKME U3MEHEHUS MBI BBIpAXeHbI MeHbIe [11].

MuOTOHMS, TaKKe MMEIOIAsACSI B OONBIIMHCTBE CIyJacB,
00BIYHO TPEAIECTBYET MUOIATUU, HO MOXET OBITh JIETKOMU, U
MHOTHe 0O0JIbHBIE 00palIaOTC K Bpauy JHIlb ¢ TOSBICHUEM
cnaboct. MMOTOHMS, Aaxe CYOKIMHMYECKass — He 00JMrar-
HBI cuMIiToM: B BeiOopke J. Day u coaBt. [7] DMI -npusnaku
MHUOTOHMU OTCYTCTBOBaIM y 10% OONBHBIX, a MO JAaHHBIM
N. Young u coaBt. [59], mMpoaHATU3MPOBABLINX PE3YABTATHI
urojpyatoit SMI'y 49 6obHBIX M3 KIMHUKY M3ii0, MUOTOHHU-
YecKue pa3psiibl He PerUCTPUPOBATMCH MU ObUTM MUHMMAJTb-
HBIMH TIOYTH B TPETH CJIy4aeB; aBTOPHI IMOTYECPKHMBAIOT, UTO
OTCYTCTBUE MUOTOHMU HE CIICAYyeT IPEYyBEINUMBATh B TMATHO-
ctuke. E. Logigian u coaBt. [19] oTMeualoT pasnmuuusi Mexay
OM1 u IM2 o DMTI -xapakTepucTUKaM MAOTOHMIECKHX Pa3-
PSIIOB: BHIPaXKEHHOCTH, XapaKTepy, paclpeneIeHHIO.

BaxHbIM CUMIITOMOM, HEpEIKO OIMpENEISIIOIIUM COCTOSIHUE
OO0JIbHBIX, SIBJSIETCS MUaNrus (HexapakTepHas mng JAMI1 u
OOJIBIIMHCTBA JAPYTMX HACTENCTBEHHBIX MBIIIEYHBIX 00J€3-
Heit). ¥ psma 00JbHBIX 3TO Bemylas xaigooa [9]. MeliieyHblie
00/ pa3IUyYHBl TO JOKATIU3alUU, MOTYT HMHAYLIMPOBATHCS
OXJIAXJIEHNEM U OCOOEHHO HArpy3Kod, HO OecroKosiT U B
MOKOE, B YaCTHOCTH, TI0 HOYaM; HepeaKa 00JIe3HEHHOCTb MTPU
MajablallMyd MBIIIL, HO KpaMIlM HeXapakTepHbl. Muaarus
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MOXET 3aTeHATh Apyrue cumMntoMbl IM2 u 3aTpyaHseT auar-
HocTuKy. Tak, IM2 MOXHO MpUHATH 3a (PUOPOMUAITHIO —
00J1€3Hb HEBBISICHEHHOM ITPUPOLIBI, 0COOEHHO PACIIPOCTPAHEH-
HYI0O Yy OKGHIIMH CpegHero M IOXWJIOIo BO3pacTa.
JleiicTBUTENbHO, CUMIITOMBI 00euX 00J1e3HEN YaCTUYHO Tepe-
KPBIBAIOTCS: MMAITHS PAa3HOM JIOKAIM3ALUK, YTOMISEMOCTD,
YTPEHHSSI CKOBAHHOCTh, HAPYLIEHUS CHA, OTCYTCTBUE MaTOJIO-
TUY CYCTaBOB U KJIMHUKO-1a00PaTOPHBIX MPU3HAKOB BOCIase-
nus. [Ipu JHK-muarnoctuke M2 u3 63 GONBHBIX ¢ AMATHO-
30M (UOPOMUANTMM MYyTallMU ObLTM OOHapyXeHa Y JBOUX
(3,2%) v oTCcyTCTBOBANM B KOHTPOJbHOM rpymie u3 200 ver.
[2]. Takum ob6bpa3zom, B muddepeHIMaTbHON IUATHOCTUKE
(budpoMuaIruu U ApYrux HEBOCTIAIMTEbHBIX MbILIEYHO-CKE-
JIETHBIX 00JIel, B YACTHOCTH, Y TIOXMUIIBIX OOJbHBIX, HAIO YU~
TeIBaTh JIM2.

ITo yacrore u Tuny Karapakthl JIM2 He otnmuaercs ot JAMI1.
ITo gannbM J. Day u coaBT. [7], KaTapakTa umenach y 61%
OOJLHBIX, HO B TIOXWJIOM BO3pacTe OHAa Pa3BMBAETCS TIPAKTH-
yecku y Bcex. JIoOHOe oOibIcCeHME TakxkKe B paBHOW Mepe
tunuyHo a1st M1 u JIM2. Tlopaxenue cepaua npu IM2 He
OTHOCHTCSI K YaCTBIM CUMIITOMaM, HO He SIBJISIETCS] MCKITIOUe-
HueM: B BeIOOpKe J. Day u coaBr. [7] ono umenoch y 19% 6oib-
Heix. K. Wahbi u coasr. [56] obcnenosanm 38 GonbHBIX M2
(cpennuit Bozpact 57x15 net) B cpaBHeHuu ¢ IM1 1 KOHTpo-
JieM (76 4yest. B KaXI0i TpyIIe): MaToa0rks CepALa BbIsIBIEHA Y
15 6ospHbIX JIM2 (HapylieHus TpoBOAMMOCTY — Yy 14, cucTo-
JMdecKas TUChYHKIMS — y 6, CYIpaBeHTPUKYIISIPHAST aDUTMUS
—y6, a5 60IbHBIX IEPEHECT HHCYIIBT) — CYLIECTBEHHO Yallle,
4yeM B KOHTpouie, Ho pexe, yeM npu AM1. 13 297 6onbHbIX ¢
JHK-BepuduuposanHoii IM?2 BbIsiBiIeHO 4 ciyyas BHe3ar-
HOM CepIeyHOi cMepTH 1o 45 JIeT: TpU — paHee 6eCCMMIITOM-
HBIX, OMH — Ha (hOHE CepIeyHON HEeAOCTaTOYHOCTH; Ha CeK-
UK y Beex 4 O0NMbHBIX 00HApYXEeHa AUIaTallMOHHAs Kapauo-
MUOIIATHsA, y ABYX — (UOPO3 IPOBOMINEH CUCTEMBI Cepala
[39]. ¥V nByx HeponcTBeHHBIX 60MbHBIX IM?2 omucaHa aput-
MMsI, aHAJIOTUYHAsI CMHAPOMY Bpyramsl — caMoCTOSITeTbHOM
HacienctBeHHoi ¢opme apurmun [33]. Ilpumepno y 20%
0O0JIbHBIX BBISIBIISIETCS CaXapHbIA 1Ua0eT WK OeCCUMITTOMHAS
TUTICPTIINKEMHUSI, CTOJBKO K€ CTPamaloT TIYXOTOi/Tyro-
yxocThlo. [moroHanusMm, xapakrepHolii aig IMI1, mpu M2
HabJ0aeTcs ropasno pexe, GepTUIbHOCTL OOJbHBIX HE CTpa-
naeT. OMHAaKO aHaIU3 TeYEHUS U UCXOOB OepeMeHHOCTEN y 42
XKEHIIMH ¢ BepuduumpoBaHHON JIM2 BHISIBUI BBICOKYIO
YacToTy marojnoruu: u3 96 6epemeHHocTeil 17% 3aKOHYMIICH
CMTOHTaHHBIM a60pTOM, 27 % — TIpeXIeBpeMEHHBIMU POIAMH, a
yIpo3a pexaeBpeMeHHbIX poioB Oblia y 50%; HHTEPECHO, YTO
y 21% 3THX XeHIIUH cuMIToMbl 1M BIiepBbie OSBUIUCH BO
BpeMsi OepeMEHHOCTH M HapacTajld TP TMOCIEMYIONX Oepe-
MeHHoCTsIX [34]. Manudecrauust JIM2 Bo BpeMms OepeMeHHO-
CTU OTMEYeHa M Apyrumu aBTopamu [13, 41]; B HaOMoAeHUU
B. Newman ¢ coaBr. [26] muoToHus y Tpex cectep ¢ PROMM
BO3HHMKAJIa BO BpeMsl OepeMEHHOCTE! 1 Mcye3aa 1mocie Kax-
JIbIX POJIOB, Y IBYX U3 HUX MUAJITHSI TOXeE OblIa CBsI3aHa ¢ bepe-
MEHHOCTbI0. MeXaHU3Mbl 3TUX BIUSHWN, OYEBUIHO, TOPMO-
HAJIbHBIX, HE YCTAHOBJICHBI.

SABHble paccTpoiicTBa co croponbl ITHC mnsg M2 Hexapak-
TEPHBI, HO HEWPOTICHXONIOTUYECKUE U HePOBU3YaTN3aIMOH-
HBbIe HCCJIEIOBAHUS BBHISBIISIOT OIPENC/ICHHBIC M3MCHEHNS.
V. Sansone u coasrT. [36] mpu AMHAMUYECKOM HCCJIEIOBAaHMU
KOTHUTUBHBIX (PYHKIUH Yy B3pocabix 601bHbIX ¢ AM1 1 M2
BBISIBUIIM B 00EHX TPYIIAaX OJHOTUITHEIE MEIUICHHO TIPOTrpec-
CUpYIOLIME CHUXEHUS] KOHUEHTPAMM BHUMaHUSI 0€3 Hapy-
nreHus apyrux ¢dbyHkuuid. V. Romeo u coasr. [34], cpaBHUBas
Heliporicuxonormyeckue xapakrepuctuk 1 MPT mosra mpu
JIM1 u IM2, BBIIBUIM KaueCTBEHHO CXOIHBbIE HETPYyObIe
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MU3MEHEHUsI, MeHee BhipaxeHHble mpu JAM2. V 20 GonbHBIX
M1, 9 6onbHbIX JIM2 ¥ B KOHTpOJIE MPOBEAEHO KOMILIEKC-
HOE HM3Y4CHHME COCTOSHUSI TOJOBHOTO MO3ra, BKJIIOYABIIEE
Helporncuxojornueckoe uccieaopanue, MPT 1 mo3utpoHHo-
SMUCCHOHHYIO ToMorpaduio [56]. ITpu IM1 u JIM2 HaiigeHb
Ka4eCTBEHHO CXOTHBIC M3MEHEHMs, 0oJiee BBIpaKEHHBIC MPU
JIM1: napyieHust HeBepOaIbHOI KPaTKOBPEMEHHOI MaMsITH,
yYMeHbILeHKe 001LIero oobeMa Ceporo BellecTBa 3a CYeT J100-
HBIX ¥ TeMCHHBIX J0JICii, YMEHBIICHNE 00beMa IHITIIOKAMIIA,
CHILXeHHMe MeTaboJu3Ma B JIOOHO-BUCOYHBIX OTIeNax, Oosee
YyeM y TIOJIOBMHBI — OpaxeHue Oenoro Bemectsa. [locnaenHee
OTMeYasu elie B HeKoTophix onucaHnsax PROMM 1990-x rr.
[10, 18, 20]. M. Minnerop 1 coaBT. [25] 0OHAPYXUIU y OONb-
HbIX JIM2 yMeHbllIeHUe KOJIM4YecTBa Oel0oro 1 Ceporo Belle-
CTBa BIOJIb CpemHEl JMHMM Mo3ra (Oeoro BeliecTBa — B
OCHOBHOM B MO30JIUCTOM TeJie, CEpOro — B CTBOJIE, MpUJIexKa-
IIMX TaJaMUYeCKUX M cyOTaqaMuyeckux obnactsx). Ilpu
naToMop(hOIOTUIECKOM WCCIEN0BAHUM MO3Ta OOJNBHOTO
JIM2, ymepiuero B 71 rof oT 60J1€3HU MOYEK, BBISIBIEHBI MHO-
KeCTBCHHBIC Tay-TIOJIOXUTEIbHEIE HelpoGhUOpMILISIpHEIE
KJIyOKM, aHAJIOTUYHbIE ONTUCAHHBIM TTpyu JIM 1 ¢ KOTHUTUBHBI-
MU HapyIIEHUSIMU,/YMCTBEHHON OTCTalIOCThIO; 3TOT OOJIBHOIA,
0JHAKO, HE MMeEJ TaKMX paccTpoiicTs [19].

Cepust uccnenoBanuil psaa cumntomoB JIM?2 (28—29 6oinb-
HBIX) B corocTaBneHuu ¢ JIM1 (0koo 50 60JbHBIX) ¥ TPYIIIION
3710POBBIX JIUII BoilonHeHa B [omnanmuu [45—49]. Tloutn y 2/3
OOJbHBIX 00EUX TPYMI OTMEYEHbl aOJOMMHANbHBIE OONM U
3aropsl [48]. IIpu JIM2 obHapyXeHa BBHICOKAsl 4acTOTa ayTo-
MMMYHHBIX Oojie3Heil (21%) u Haiumuue ayroaHtuten (25%),
toraa Kak mpu JIM1 — Bcero y 2%, 4To He OTJIMYATIOCH OT KOHT-
poxs [45]. TunepcoMHus (THEBHAsI COHIMBOCTD) HabMOMaNach
y 45% 6ombHbIX IM1, a mpu IM2 — ¢ TOIA Xe YacTOTOM, 4TO U
B KOHTpoJIe (6—7%); OTCYTCTBUE THEBHOM COHJIMBOCTHU — €IIIe
omHo mMddepeHIManbHO-IMarHOCTUYecKoe oTnmune JIM2.
IIpu aTOM KauecTBO HOUHOrO cHa npu JIM2 HapylieHo, Kak 1
npu IM1, Ho no Apyroii mpuYrHe — B OCHOBHOM M3-32 MUaJI-
I'UY; yromisieMocTh 00J1bHBIX ¢ IM1 u IM2 oguHakoBa [47].
Ha ocHoBe 3Tux pabot 6Gbula MpoBeleHa CyMMapHas OlEHKa
(bm3myecKoro, TCUXOJOTMYECKOTO M COLMATBHOTO CTaTyca
OOJIBHBIX IO (HOPMATM30BAHHBIM KPUTEPHSIM (COCTOSTHHE 310-
POBbsI, 00U, yTOMIsieMOCTh): mpu JAIM2 moxazarenu oka3za-
JIUCh TIPUMEPHO TEMU Xe€, YTO Y B3pOCibIX O00MbHBIX IMI.
Takum o6paszom, xotss JIM2 uMeeT B LienoM Oosee Oaromnpu-
STHBII TPOTHO3, €€ HeJlb3sd CUMTaTh A0OPOKAYeCTBEHHOM
00J1e3HbIO; OCHOBHOE B CUMITOMaTHYeCKOM JiedeHuu M2 —
0opr0a ¢ 60JIEBBIM CUHAPOMOM U YTOMIISIEMOCTHIO [46].

PaccmotpeB cumntombl IM2, mpuBegeM omucaHue Hallei
OosbHOM 55 et (HeceMelHblid ciyyaii) [8]. B mMomomoctu u
3peJIOM BO3pacTe XeHIMHA ObllIa aKTUBHOM, MMOABMXHOM. B 50
JIET CTajla C TPYAOM BCTaBaTb M3 IIOJOXCHUS CUIA, 3aTeEM
3aMeIIMIach Xoab0a, TMOSBMIACh CNAabOCTh B  KUCTSX.
MMOTOHUS TIPOSBIIATACH CKOBAHHOCTBIO TPU MPOOYKICHWH.
Muanrust Bo3HUKIa B 52—53 rofa u crajia Beayllei Xano0oii,
0oMM He KYNMUPYIOTCS MEIMKaMEHTO3HO, HapyllaloT COH. B
MOCNIETHUN TOI Pe3KO CHU3WIOCH 3peHIE, BBIIBJICHA IBYCTO-
POHHSIS KaTapakTa, OIepalMs OJHOTO IJa3a OCIOXHUIACh
KPOBOM3JIUSIHMEM, BTOPOI IJla3 He ONEepUpoBaH. B TeueHwme
roga OTMedaeT CHIDKECHHE CJIyXa, TMATHOCTHPOBAHA IBYCTO-
poHHss Tyroyxocth Il c1. HabmomaeTcs: Taxukapmusi, mosiBu-
JIMCh acTMOMIHBIC TIPMCTYNBL. B HeBpojormyeckoM crartyce:
MHUOIATHICCKUI CHHAPOM — TUCTAIBHBIA 1 IPOKCUMAITbHEIIA;
XOJUT CAMOCTOSITETbHO; MUOTOHMS KIMHIUYECKHU HE BBISIBIISICT-
csl; BbIpaxKeHbl acTeHus, nenpeccus. AHaauzoMm JHK Obita
uckmoueHa JIM1, 3atem moprBepxnena JIM2. Y nouepu MyTa-
LIMs He HaiineHa, chiH ot JJHK-nuarHoctuku Bo3nepxancs.
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JlaHHBII cnyyaif, HECMOTpS Ha MO3IHEE Hayajao, SBISETCS
JOCTaTOYHO TsKeabIM. BMmecte ¢ Tem, IIM2 MoXeT mpoTekaTh B
cTepToit, cyoKmmHI4IecKoii hopme. Tak, y 49-netHero 601bHO-
ro B TeueHue 8§ JieT Oblla MOBbILIEHA aKTUBHOCTb KpeaTHH(pOC-
doxmHazsl (KPK) 6e3 :kano6, CHMITOMOB ITOPaKEHIS MBIIIIIT
1 u3MeHeHnit OMI B MblIeyHOM GMONTaTe HalieHB MOpP(O-
METpUYECKUE WM3MEHEHHUs, COOTBeTCTBylomue AM?2 [21].
Kapruna [IM2 y 6onbHOit 61 Tofia BKITI0YaTa OMHOCTOPOHHIO
CI1a00CTh TPEXIJIABOM MBIIIIBI M TIOBBIIICHHYIO aKTHBHOCTD
K®K, MHOTOHMSI OTCYTCTBOBAIA; B OMOINTATe HAlIEHBI HECTIe-
UU(pUYHbIE TPU3HAKY MUOTIATUH [22].

WuTtepecHsl onucanus BpoxaeHHo! JIM2, KOTOpBIX BCETO Ba
[13, 29]: mo ux MoOsIBIEHMS CUUTAIH, YTO BpoxXaeHHOH [IM2 He
CyluecTBYeT. B oTiMume oT oueHb TsKenoi BpoxaeHHoi M1
o0a crmyyas gocratrouHo jerkue. B. Kruse u coaBr. [14] onuca-
JI IBYXJIETHETO MaJIbuuKa; 001e3Hb y 35-JIeTHel MaTepy Hava-
Jlach B paHHel I0HOCTH, BO BpeMsl OepeMEeHHOCTH Hapocia
MMOTOHHSI, OTMEYAJIOch ciaboe IeBeseHNe TI0/1a, ¥ pebeHkKa ¢
POXIEHUS] — MBIIIEYHAsT TUIIOTOHUS (TIPM COXPAHHBIX ped-
JieKcax), 3amepkka IBUraTeIbHOTO Pa3BUTHS: Havyall CUAETh U
noJj3ath B 13 Mec, cTosATh — B 18 Mec; y MaTepu U ChiHA Haiiae-
Ha myTaiusg ZNF9 ¢ yuicioM moBTopoB okoio 2500. B cembe,
onucaHHoit D. Renard u coaBr. [31], y AeBouKM 2 JieT MMenach
BPOXIEHHAs! JBYCTOPOHHSSI 3KBUHOBApycHas nedopmarus
cron 6e3 Apyroy maToJorud. B uucie npounx ucciaenoBaHuii
nposeau JHK-auarnoctuky IIM2 1 06Hapy:Xuau MyTaluIo ¢
HEOOJBIIVM YMCJIOM TOBTOPOB 85; MyTauus ¢ 88 moBTOpaMu
ObLTa HalifeHa y MaTepu ¢ CyOKIMHUYECKMMHU CUMIITOMaMH B
BUJIE TUMEPTPOMUM MKPOHOXKHBIX MBIIII] U ¢AMHMYHBIX MUO-
TOHMYECKUX pa3psnoB mpu DMI; 3a mocnemyromume 3 roga
HOBBIX CUIMIITOMOB y IEBOYKM HE TOSIBUJIOCH. PaHee BpoxieH-
Hy10 necdopmanus cron npu IM2 He onuchiBaiu (B OTIMYME
ot JIM1), u IM?2 oka3zanach HeoxunaHHo! Haxonkoii. TTocie
3TOM IMyONMKAIMU TOSBUIMCH JOTOJHUTENbHBIC CBEICHUS O
TIepBOM 0O0JIbHOM, TOXE MMEBIIEM BPOXKIEHHYIO AehopMalinio
CTOM; B 5 JIET HETpyDO OTCTaBa B TICMXOMOTOPHOM Pa3BUTHH,
MUOTOHUM He Ob1T0 [12]. OOe TpymIbl aBTOPOB PEKOMEHIYIOT
YUUTHIBATh BO3MOXXHOCTb BpoXAeHHOU [IM?2 npu uanomnatu-
9eCKOii BPOXKIEHHO! SKBMHOBAPYCHO! iehopMaIiiy 1 MpoBo-
quth JJHK-nuarnoctuxy.
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Myotonic dystrophy, type 2 (DM2) is an autosomal dominant
disorder caused by expansion of the CCTG repeats in the zink
finger protein-9 gene (ZNF9). It has been clinically reported in
the middle 1990th. DM2 is less frequent than “classic” DM,
yet is relatively common, mostly in Europeans. Like DMI,
DM2 is a multisystem disorder, and main distinctions from

DM1 are: relatively late onset, proximal character of myopathy,
less severe myotonia, presence of myalgia, etc. Clinical features
complicate the diagnosis, and a number of cases cannot be iden-
tified on time. In the Research Centre for Medical Genetics the
DNA diagnostics of DM2 is now available, and several cases
have been confirmed molecularly.
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