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Myotonic dystrophy type 2 is an autosomal dominant neuromuscular disease characterised by slowly progressive
muscle weakness and difficulty in muscle relaxation after contraction (myotonia). The disease has a significant impact on
the psychological well-being, economic status and overall quality of life of patients. Two clinical cases of myotonic dystrophy
type 2 are considered. It is noted that myalgia is the main symptom reducing the quality of life.
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BBeaeHue

MuoToHuueckas AUCTpoduss BTOPOro THUIMA
(MA2) — 2T0 My/ZBTUCUCTEMHOE ayTOCOMHO-JOMHU-
HaHTHOe 3260JIeBaHUeE, IPOSIBJISIONIEECS LIUPOKUM
CIEKTPOM KJIMHUYECKUX CUMIITOMOB, BKJIIOYAOLIUX
MHOTOHUYECKUN CUH/JPOM, MBILIEYHYIO JlereHepa-
11110, MMAJITHIO, KaTapaKTy, HapyLIeHUs cepAedHou
IPOBOJUMOCTH, UHCYJIMHOPE3UCTEHTHOCTb U Jpy-
rve 3HAOKpPUHHbBIE AUcOYyHKIUH [1].

[no6asibHass pacupoCcTpaHEHHOCTh MUOTOHHU-
yeckou fucTpoduu oueHuBaetcs B 9,99 cayyaeB
Ha 100 000 HacesieHus, IPU 3TOM PaCIPOCTPaHEH-

FO>KHO-POCCUICKUI YXypHan TepaneBTUYECKOW NPaKTUKU
South Russian Journal of Therapeutic Practice
2025;6(2):93-100

Hoctb M/I1 u M/12 coctaBasieT 9,27 u 2,29 cny4daeB
Ha 100 000 cooTBeTcTBeHHO [2]. CorslacHO JJaHHBIM
HanyoHasnbHOro peecTpa MUOTOHHUYECKOM JAUCTPO-
¢uu CIIA, cootrHomenne M/I2 k M/I1 cocTaBjsieT
npumepHo 1:5 [3]. OgHako 6oJiblIas YacCTh MalUeH-
TOB ¢ M/I2 ocTaéTcs 6e3 yCTaHOBJIEHHOI0 arHo3a
[4].

B Poccuu M/|2 BcTpevyaeTcs npuMepHO B NATh
pa3 pexe, yeM M/I1. CooTHOlLIEeHUEe MOXET BapbU-
poBaTbCsA B 3aBUCUMOCTH OT peruoHa. Hanpumep,
B fAkytuu M/I1 nuarHocTUpyeTCcs 3HAYUTEJbHO
yallle, COCTaBJIsAs 0/jaBJisl01Lee 60JbIIMHCTBO CIY-
yaeB M/] [5].
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Tabnmuua / Table 1

MoJieKy/IsIpHO-TeHeTHYeCKHEe OCHOBbI MUOTOHUYECKOH AucTpodun 1 Tna U MUOTOHUYECKOU
aucrpopuu 2 Tuna

Molecular genetic basis of myotonic dystrophy type 1 and myotonic dystrophy type 2

M1 M2
PacnosnoxeHne xpomocom 19q13.3 3q21.3
Tun Hacaeg0BaHUSA AyTOCOMHO - JOMUHAHTHBIN AyTOCOMHO - JOMUHAHTHbIN
['eH-BUHOBHUK DMPK CNBP (paHee Ha3biBaB1IUiCcs ZNF9)
[ToBTOpAIOIWMICA MOTHUB CTG CCTG
gggannsaunﬂ MOBTOPHOTO pacIlnupe- 3UTR WuTpon 1
HopmMasnbHbIi pa3Mep noBTOpa <37 <26-30
EszI\rﬁ(e)gO: JlanasoH MaTo0JIOTMYeCcKUX 0T 50 70 4000 o175 70 11 000
Koppensanusa ¢eHoTuna c KoJu4ecTBOM )
MIOBTOPOB
AHTHUIUIIALUSA -
Tsxesas BpoxkJeHHas / feTckas GopMa -

IIpumeuanue: DMPK (Dystrophia Myotonica Protein Kinase) — MuotonunnporennkrnHasa, CTG — uuTo3uH-TuMUH-ryanuH, 3'UTR
(3'-untranslated region) — 3'-HeTpaHciMpyeMas 06J1aCTh, aHTHLUNALNS — TEHEHIUs K IPOSIBJEHUI0 CHMITOMOB 3a60JIEBaHUS B
60Jiee paHHeM BO3pacTe U YCUJIEHHE ero TSHKeCTH Y TOTOMKOB (HOCUTeJIeld MyTaluHu).

M/I2 HaubGoJsiee pacnpocTpaHeHa B cTpaHaX EB-
ponbl. B UTasnuu yactora BCTpe4yaeMOCTH COCTaB-
sasgeT 1 Ha 100 000 >xuTesiei [6], B TO BpeMs Kak B
Ounnsauanu 55 n3 100 000 >xuTesel ABJASIOTCA HO-
cuteasaMu mytanuu M/I2 [7]. Ha JaHHBIA MOMEHT
ObLJIM UAEHTHUOULUPOBAHBI TOJBKO OTHAEJbHbIE
NpeJCTaBUTEJN HEEBPONEWCKOr0 POUCX0XKAEeHNSA
(AdranucraHn, Mapokko, Anonus) [8].

[eHeTn4yeckoi ocHoBoM M/I2 siBsieTCs HecTa-
OGUJIbHBIN TOBTOP HYKJIEOTH/A0B IUTO3UH-IIUTO3MH-
TUMHUH-ryaHuH (CCTG) Ha xpoMocoMe 3q21 B mep-
BOM UHTpOHE I'eHa KJeTO4YHOTro 6eJiKa, CBSI3bIBa-
I01[ero HyKJienHoBble KHcaoThl (CNBP), paHee us-
BECTHOT0 Kak 6eJIoK IMHKOBOro naanua 9 (ZNF9).
B HopMe Kosm4yecTBO NOBTOPOB — MeHee 30, npu
M/ZI2 — ot 75 no 11 000 noBTOpOB. BblsI0 3aperu-
CTPUPOBAHO HECKOJIbKO ciaydaeB M/I2 ¢ MeHee yeM
75 MOBTOpaMHU, YTO MO3BOJISIET MPEJIOJI0XKUTD, YTO
y nanueHToB ¢ 25-75 noBtopamu CCTG MokeT Ha-
6J1101aThCs HeMoJIHas IeHEeTPAaHTHOCTH [9].

TeTpanykseotuanbiii CCTG-moBTOpP NPU MUOTO-
HUYeCKOH AUcTpodUU 2-T0 TUNA SBJASETCH YaCThIO
cnoxkHoro MmotuBa (TG)n (TCTG)n (CCTG)n. [Tpuyu-
Ha HeCTabGWJIbHOIO paclIMpeHust Heu3BecTHa. Pas-
mep noBTopa CCTG, mo-BUAMMOMY, YBEJTUYUBAETCS
CO BpeMeHEeM y OJJHOTO U TOTO Ke yeJsioBekKa [4].

B ortnynuue ot M/11, npu M/I2 nOTOMCTBO UMeeT
60Jiee KOPOTKHE IKCIAaHCUH 110 CPABHEHHUIO C UX PO-
JUTEeJISIMH, a KOJINYeCTBO I0BTOPOB He KOPPeJIUpY-
€T C BO3pPacTOM U Ts>KeCTb0 Ha MOMEHT HadaJjla 3a-
6o0sieBaHus (GeHOMEH «0OPATHOW aHTHUILMITALMH»
— 4YMCJIO0 IOBTOPOB yMEHbIIAETCS MPU Nepejade
NaTOTeHHOI0 BapUaHTa CJeJylolleMy 0KOJIEHHI0).
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[leHeTPaHTHOCTb 3aBUCUT OT BO3paAcCTa U CO Bpe-
MeHeM pocturaet 100%. [Ipu M/I2 He cywmecTByeT
BPOXAEHHONW GopMBbI MU GOpPMBbI, HAUMHAIOILEH-
csl B JIeTCKOM BO3pacTe, Jaxe Npu 04eHb 60JIbIIOM
kosindectBe NoBTOpoB CCTG. 3TO yKka3bIBaeT Ha To,
YTO B Pa3BUTHU MHUOTOHUYECKUX AUCTpOodUH, HO-
MUMO KOJINYeCTBa TOBTOPOB, UTPAIOT POJIb U JIpY-
rue ¢pakTtopsl [10].

B TeyeHuUe XU3HU Y OJJHOTO UHAUBHUAYyMa MO-
KeT yBesinunBaThca KosndectBo CCTG-noBTOpOB
BCJIeICTBUE COMAaTUYeCKOT0 Mo3auliu3ma. M3-3a ro-
HaJJHOTO MO3auliu3Ma B NIpefesax OLHOU poJoc-
JIOBHOW MOXXeT BapbUPOBaThb pa3Mep 3KCIAHCUU
CCTG-noBTOpPOB.

K maToreHeTHYeCcKMM MeXaHU3MaM pPa3BUTHUSA
M/I2 oTHOCAT clleAylolLie TEOPUHU:

1. O6pa3oBaHuUe SAIEPHBIX BKIOYEHUN U Jedek-
ThI aJIbTEPHATUBHOIO CIJIAHCUHTA: [IUTO3HUH-Ypa-
nui-ryaiuH (CUG) / HUTO3UH-IIUTO3UH-ypaIUJI-
ryadnuH (CCUG) — copepxawue PHK o6pasyioT
puGOHYKJIeapHble 04Yarv, KOTOpble U30JUPYIOT U
paspylawnT sjepHble GaKTOpbl, HEO6XOJUMbIe 5
HaJjlexallero pa3BUTUs U GYHKIMOHUPOBAHUS
MBI, BKJIIOYasi Te, KOTOpPbIe YYaCTBYIOT B PEry/is-
I[MU aJIbTEPHATHUBHOTIO CIJIAaHCHHTA.

AJbTepHATUBHBIN CIJIAHCUHT — 3TO PETYJIATOP-
HbI MEXaHU3M IKCIPECCUU T'E€HOB, O3BOJISIOLIAN
noJsiy4yaTb 60Jiee OJJHOW YHUKAJIbHON MaTPHUYHOU
PHK (MPHK) u3 ogHoro rexa. Perysnsnus cniaiicus-
ra B CKeJIeTHBIX MbIIIIAX UMeeT pellarliee 3Ha-
YeHHe JIJIs HOpMaJIbHOTO MUOTeHe3a U aJlalTaluu
K U3MEHEHHUSM MeTaboJnYecKUX U PYHKLHUOHAb-
HbIX oTpebHOocTel [10].
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Tabnuua / Table 2

IIpeanosiaraemas pob MUKpOPHK B K/IMHMKe MUOTOHUYECKOU AUCTPOdUH 2 TUTIA

Possible role of microRNAs in the clinic of myotonic dystrophy type 2

MUKpPOPHK IIpeamnosiaraeMas poJib

miR-34a-5p; -34b-3p; -34c-5p ATtpodus u runepTpoduss MUOGUOPHUIIIT CKEJIETHBIX MBIIIIIL
miR-146b-5p ATtpoodus v runepTpoduss MUOGUGPUII CKEJIETHBIX MBIIIIL]
miR-208a Atpodus u runeptpoduss MUOGUOPUII CEPAEUHON MbILILbI

IIpuMeyaHue: NpUCTaBKa «Mmir» oTAessieTcss AeducoM, 32 KOTOPbIM C/leJyeT HOMep, 0603HavalIMi MOPsJOK HalMEeHOBaHHS.
«miR» 0603HavaeT 3pesyto ¢popmy. K HazBaHHUIO mir ¢ N0C/IeL0BaTENbHOCTMY, OTIMYAIOIUMUCS Ha 1 WM 2 HYKJIEOTHAQ, A06aBIIsA-

10T OO HUTE/IbHYIO CTPOYHYIO OYKBY.

Pacumiupennsiii (CCUG)n-yyactok PHK o6pasy-
eT «LINUJbKY», HEeCOBEPLIEHHYI0 JByXIenoyey-
HYI0 CTPYKTYPY, UYTO IPUBOJUT K HapyLIEHHUIO pe-
ryasuuu PHK-cBsisbiBaromiero 6eska, Muscleblind
Like Splicing Regulator 1 (MBNL1), koTopblii sB-
JIIeTCSl OJHUM U3 PeryjsTOPOB aJbTEPHATHBHOTO
CIJIalicMHTa pa3JIMYHbIX reHoB. Q4yary, copepixa-
muye MBNL1 B kJieTKkaxX 60JIbHBIX, CEKBECTPUPYIOT
MaJible sj/iepHble pu6oHYKIeonpoTerHbl (MaPHII)
U reTeporeHHble silepHble pPUGOHYKJIEONPOTEU-
nbl (raPHIT), dakTopsl crylalicMHTa, YYacTBYOIIHe
Ha paHHUX CTAAUAX MPOILECCUHTa TPAHCKPUIITOB.
JTO NPUBOJAUT K aHOMAJIbHOM 3KCIpeCCUU IMOPU-
OHaJIbHBIX U30OPM BO B3POCJIbIX TKaHAX (Heaslek-
BAaTHBIX /151 KOHKPETHOW TKaHU WJIU CTaAuHU pas-
BUTHSA) [4].

2. RAN-TpaHcasiud (repeat associated non-AUG
translation, He-AUG (afeHUH-ypaLU/I-TyaHUH) NO-
BTOP-3aBUCHUMas TPAHCIALNSA).

AUG — 3to cTapT-ko0H. T. 3y v coaBT. [11] onu-
caanu HOBbIN BUJ AUG-He3aBUCUMOW TPAHC/SALUY,
XapaKTepHOU JJisl TeHOB, COJlepKalllX HECKOJIbKO
HYKJeoTUZ0B. RAN-TpaHcaaus — 3To TPaHCIIA-
LUl IPOXOJHUT Yepes3 3KCMNaHCHI0 TOBTOPOB BO BCEX
paMKax CYUTBIBAHHUS, YTO IPUBOJUT K 00pa3oBa-
HUIO NOTEHLMAJbHO TOKCUYHBIX TOMOMNOJUMEPHBIX
6eJIKOB.

Jxkcnancus CCTG-moBTOPOB NPUBOJAUT K MPO-
JOYKIUU ONHUX U TeX 'Ke TeTpanenTUAHbIX MOBTO-
POB B TPEX paMKax CYUTHIBAHUS: JIEUITUH-TIPOJTUH-
ananuH-nucterH (LPAC) u riyTaMMH-a/laHUH-
muuH-apruiuH (QAGR) Ho C-koH1ieBbIe 06/1acTH
B KaXK/I0M paMKe CUUTBIBAaHUS Pa3/IMYAIOTCS, YTO
HIPUBOAUT K IKCIIPECCUU LIECTU YHUKAJbHbBIX GeJl-
koB. [12]. beaku LPAC u QAGR (TokcuuHble 15
kJyieTok LIHC) HakamiuBaloTCs B MO3re NalMeHTOB
¢ M/I2, npu atom LPAC B 0CHOBHOM 06HapyKuBaeT-
cs1 B cepoM BelecTBe, 2 QAGR - B 6esioM BelliecTBe
Mmo3ra [13].

3. Hapyumenue peryasuuu MukpoPHK.

MukpoPHK (miR) — aTo He6o/bIlIKE HEKOAUPY-
owue PHK, koTopbsle MOAY/IMPYIOT 3KCIIPECCHUIO Te-
HOB Ha NOCTTPAaHCKPUIILLIMOHHOM YPOBHE, a TaKXe
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CIOCOGCTBYIOT Jlerpafialivy, AecTabruau3alnuu Uin
6JIOKMPOBAHUIO TPAHCISAIMU MecceHkepHOH PHK
IpU YYaCTUU JONOJHUTENbHbIX 6eJKOBbIX GaKTO-
poB, o6pa3ys kommiekc PHK-ungynupoBanHoro
cadjieHcUHTa (MogaBJieHHEe 3KCIIPECCUU TeHOB)
[10].

4. Hapymenue perynsanuu KosableBbix PHK
(circRNAs).

KonbneBoie PHK (circRNAs) — 3To GoJiblno#
KJIACC 9HAOTEHHbIX HEKOJUPYIOIIUX U CTAOUIbHBIX
PHK. B ucciaegoBanuu Czubak ¥ coaBT. IOBbILIEH-
Hble YpoBHH KoJibleBbIX PHK koppesinpoBanu c t4-
»KeCTbI0 MbllIeyHOI'0 GeHOoTHUIIa NaueHToB [14].

[TockosibKy KoJblieBble PHK 06/1a1a10T BBICOKOH
YCTOMYUBOCTBIO K 3K30HYKJ/Iea3aM U MOTYT ObITh
MOJIy4eHbI U3 CbIBOPOTKU WJIH IJIa3Mbl, OHU OTEH-
[MAJIbHO MOTYT GbITh M0OJIE3HBIMU OHOMapKepaMu
3a6oJieBaHus [10].

5. lFan/sioHe[0CTAaTOYHOCTD KJIETOYHOI0 6eslKa,
CBSI3BIBAIOIIEr0 HyKJenHOBbIe KHcaoThl (CNBP) /
6eJsiKka UHKOBOIO0 najbia 9 (ZNF9):

[an/sioHef0CTaTOYHOCTb — 3TO COCTOSIHUE, BO3-
HUKalollee, KOT/AAa JAJis HOpMaJibHOro peHoTuna
TpebyeTcs1 6eJIKOBbIM NPOAYKT 06eux asjesed, a
cHWKeHHe QyHKLUU reHa Ha 50% NpUBOAUT K aHO-
MasibHOMY ¢peHoTUny (+/-).

B uccnemoBanuu Wei Chen u coaBT. oxapakTe-
pusoBaHbl MbIKM ZNF9+/- co 3HaYUTEbHO CHU-
»)KeHHOU akcnpeccuent ZNF9, y KOTOpbIX BbISIBJIEH
deHOTHUIN, OTpAXKAOUIUI MHOTHE acleKTbl MUOTO-
HUYeCcKOU fuctpoduu 2 Tuma, BKJIKYaAs TUCTOJIO-
ruyeckKue U3MeHeHUs B MblIlLaX, MUOTOHUYECKUH
deHOMEH U HapyllleHUs cepZileYHON IPOBOJUMOCTH,
3adUKCUpPOBAHHbBIE C TOMOIIbIO 3JIEKTPOMUOrpa-
duu U aseKTpokaparorpadUu COOTBETCTBEHHO.
[loslyyeHHBle faHHblEe NOATBEPXKAAIOT BKJIaJ ra-
NJIOHe0CTaTOYHOCTU ZNF9 B pa3BuTue peHOTH-
1a MUOTOHHUYECKOH AucTpoduu y mMblied ZNFO+/-
[15].

6. MyTtanuu reHoB CLCN1 ((Chloride Channel 1,
Skeletal Muscle) — reH 6esika MbIIIEYHbIX XJIOPHBIX
kaHas0B), SCN4A ((Sodium Channel, Voltage-Gated,
Type 1V, Alpha Subunit) — reH 6eska o - cy6beu-
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HHUIbl HATPUEBOTO KaHa/la) KaKk MoAUPULUpYIOIIe
dakTophbI:

MyTtauuu B reHax CLCN1 u SCN4A cBsA3aHBbI C He-
JUCTPOPUIECKUMU MUOTOHUYECKUMHU MHUONATHS-
MU (KaHa/I0NaTHUSAMHU CKeJIeTHBIX MBbILIL); OJHAKO
UCCAel0BaHUSl 3TUX TeHOB B CepuUsX HAGJII0JeHU !
nauueHToB ¢ M/I2 u3 l'epmanuu u Utanuu npej-
MOJIOXKHJIM UX BO3MOXKHYIO POJIb B PAa3BUTHUU WU
TSXKECTH MUOTOHHUH M /WUJIM MUAITHH Y HEKOTOPBIX
naygueHToB ¢ M/ZI2 [16, 17, 18]. CocylyecTByoLue
myTauuu B reHax CLCN1 u SCN4A, no-BuarumMomy,
YCUJIUBAIOT MUOTOHUIO U / UJIM MUAJITHUIO y NALIUEH-
ToB ¢ M/I2 [10].

MuoToHuYeckass fuctpodus 2 Tumna ae6TUpY-
eT B 20-50 JsieT. YKeHCKUI 1OJ1 U TTO3HUH J1€0I0T
3a60J1eBaHUSA SBJISIOTCS HEBGJIArONPUSITHBIMU TPO-
THOCTUYECKUMU pakTopamu [19].

PaHHs4 KaTapaKTa 3a4acTyo MpeLIecTBYeT OC-
HOBHBIM cuMmnTomMam M/I2 [20].

Knunnyecku M/I2 nposiBisieTcss MUoOMaTU4e-
CKUM CHH/J[POMOM, MUOTOHUYECKUM GEeHOMEHOM U
nporpeccupytoieit arpopureit Mol [1].

OfHUM M3 KJIOYEBBbIX NPU3HAKOB MHOIATHU-
YeCKOT0 CUHJApPOMaA fIBJSIETCS NOpaKeHHe MbIIII]
NPOKCUMaJbHBIX OTZAEJ0B HUXKHUX KOHEYHOCTel
[4], B HEKOTOPBIX CAy4Yassx MOXKET HabGJII0AAThCA
JIErkasi cJaboCTh MPOKCHUMaJbHBIX MBI BepX-
HUX KOHeuHocTel [8]. YacTo oTMevaeTcs c1abocThb
crubaTesiedd men. BosmoxkHa runeptpodus UKpo-
HOXXHBIX MbllIL,. [lanilueHTaMu oTMeuyaeTcs J€rkas
aucdarusi, He MPUBOASALIAS K TOTepe Beca, acupa-
IUOHHOW MHEBMOHUU. BoB/leueHrEe MUMUYECKUX
MBIILLL [J1S1 HexapaKTepHoO [4].

MuoTtonuyeckuil ¢eHOMeH OOBIYHO Ipejlie-
CTByeT MHUONIATUH, HO MOXKET OBbITb JIETKUM, U MHO-
rue 60JbHble 06palLal0TCA K Bpayy JIUIIb C OsIBJIe-
HUeM ciaboctu [8].

Muanrus 3a4acTyio siBJsieTCs BeAylel »aJjio-
60M, OHA He UMeeT NOCTOSTHHOW CBsA3U € pusnye-
CKOM Harpy3KoM WJIM TSKeCTbI0 MUOTOHHUH, 0ObIY-
HO JIOKAJIM3yeTCsl B KOHEYHOCTX, MOsSICHUIEe U
MBIIIIAX 11eH, KoJiebieTcsl 10 UHTEHCUBHOCTH, MO-
KEeT AJIUThCS OT HECKOJIbKUX JHEeH 0 HeCKOJIbKUX
Hezesb [4, 21]. Y MHOTUX MAlUEHTOB U3HAYATIbHO
OUIM60YHO MOXET OBbITh JUAarHOCTUPOBaHa GUOPO-
Muaiarus [8, 10].

Juactonuyeckas AUCOYHKLMA BCTpedaeTcs
JlOCTAaTOYHO 4acTo, a CYGKJIUHHUYECKOe OBpeXae-
HUe MUOKap/a BbISBJSETCS yKe IPU COXpaHEHHOU
dpakiuu BbIGpOCA JIEBOTO KeJyaouKa [4].

[Ipo6sieMBbl ¢ gbIXaHHEM, BbI3BaHHBIE CJ1a60-
CTbI0 MBI AUadparmbl, 6PIOLIHBIX U MeXpebep-
HBIX MBI, U MUOTOHUEN 3TUX MBIILL, OTMeYaTCs
penko [22].

K KOTHUTHBHBIMH CUMIITOMaM OTHOCSTCS 3pU-
TeJIbHO-ITPOCTPAHCTBEHHbIEe HApYIIeHUs, Hapyllle-
HUA MaMATH, MeJJIEHHO NPOrpeccupylollee CHIKe-
HUe KOHIeHTpal 1 BHUMaHus [4, 9].
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B uccaenoBanuu M. Minnerop u coaBT. [23] y
nalMeHTOB C MUOTOHUYECKOU aucTpoduent 2 Tumna
BbISIBJIEHO yMeHbllleHUe 00'bEéMa Kak 6e/Ioro, TaK U
Ceporo BellleCcTBa B CPeJUHHBIX CTPYKTypax M03-
ra. besioe BelecTBO NpeuMyllleCTBEHHO YMeHb-
IIUJIOCh B MO30JIMCTOM TeJle, TOrAa KaK cepoe Be-
I1eCTBO MOJBEPTJIOCh aTpodUu B CTBOJIE MO3Ta, a
TaKXe B MPUJIErariyux 06/acTax Tajamyca U cyo-
TaJlamyca.

OdTanbMosiornyecKkue CUMITOMBI: PaHHSIS Ka-
TapaKThl, IBYCTOPOHHUM NTO3, HENIOJIHOE CMbIKa-
HUe BeK. [I[py UHCTpyMeHTalbHOM 06Cjie,0BaHUN
MHOTI/IA BBISBJISIIOT NAaTOJIOrUYECKUEe U3MEeHEeHUs
CEeTYATKU U MOBbIIIEeHUE BHYTPUIJIA3HOTO J1aBJjie-
Hus [22].

HelipoceHcopHas TyroyxocTb — 4acThI¥ CUM-
NTOM y nanueHToB ¢ M/[2 [24].

[acTpouHTECTUHAJIbHBIE NPOSIBJIEHUS: 3aIO0-
pbI, Uapesi, METEOPU3M, CIIOHOTeYeHUE, pedIIIoKC,
60J1u B 3kuBoOTE [21, 22].

BosgeiictBue M/I2 kak Ha IV1aJIKy10, TaK ¥ Ha IO-
IepevyHo-N0J10CaTyI0 MYCKYJIaTypy MOXKET OCJI0X-
HUTb 6epeMEeHHOCTb U POJibl, a TAK)XKe YCUJIUTb MHU-
OTOHHUYECKUU peHOoMeH [4, 22].

Jpyrue nposiBjieHUs], TAKUe KaK MOBbIILIEHHOE
NOTOOT/e/IeHHe, TUIIOTOHAU3M, HapylLIeHue TO-
JIEPAHTHOCTHU K IVIIOKO3€, TUNEPAUNIUAEMHUs], TUIIO-
THPeO03, CHHJPOM GeCIOKOMHBIX HOT, Ype3MepHasi
JIHeBHasl COHJUBOCTb, OOCTPYKTUBHOE allHO3 BO
CHe TaK)Xe MOT'YT BO3HUKATb U YCYTyOasThCS C Te-
yeHUeM BpeMeHH [4, 10, 21, 22, 25].

JluarHocTrMKa OCHOBaHA Ha BBISIBJIEHUU 3KCIAH-
cuu TeTpaHyk/aeoTUAHbIX CCTG-nOBTOPOB B reHe
CNBP (ZNF9) c nomouybio meTooB [1LP-TpoiiHbIx
NOBTOPOB 1 $parMeHTHOr'0 aHa/I13a.

06s13aTebHble AUATHOCTUYECKHE KPUTEPUU:

e AyTOCOMHO-JOMHUHAHTHBIA THUIN HacJeJ0Ba-

HUS;

e NpOKCUMaJibHas MblllevyHas ca1abocThb, npe-
VMMYIeCTBEHHO B 6e/ipax;

e MHOTOHMUYECKHE Pa3psifbl, pErUCTpUpyeMble
C IOMOLIbI0 UT0JIBYATOU 3IeKTpoMUorpaduun
(3MI);

e KaTapakTa;

e HopMaJibHbIM pasMep CTG-nmoBTOpa B reHe
DMPK [26].

BoJsiee npakTUYHbIM MeTOJ, JUarHOCTUKU — TH-
6puaMU3alMOHHas JUArHOCTUKA In Situ s1epHbIX
ckorsienut CCUG-coamepxkaieit PHK B 6uonTaTtax
MBIIII] C UCII0Jb30BaHUEM CHeluUIEeCKUX 30H-
1oB. A nockosibKy MBNL1 cekBecTpupyeTtcda oya-
ramu myTaHTHOU PHK, MoxxHO BHU3yasiu3upoBaThb
anepHoe HakomyieHne MBNL1 ¢ momMombio uMmy-
HodJlyopeclieHIMY Ha cpe3ax Mbluil,. HakonieHue
MBNL1 — ructronaTojiorTu4ecKUii MapKep MUOTO-
HUYECKUX AUCTPOPU, OAHAKO ITOT METO/J| HE I10-
3BoJiseT AuddepeHMPOBATH MUOTOHUYECKYIO
auctpoduio 1 Tuna ot 2 Tuna.

HO>HO-Poccuiickui xypHan TepaneBTUHECKON NpaKTVKK
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Tabnuna / Table 3
AuddepennunanbHas guarioctuka M/I1 u M/12
Differential diagnosis MD1 and MD2
MpusHak | M1 | M2

I. MpIlIeYHbI€ CUMIITOMBI:

1. Cra6ocTh

MabIIIbl KOHEYHOCTEH

Hpel/lMyLU,ECTBeHHO AWCTaJ/IbHbIE
OT/AeJIbl

HpeI/IMyLLLECTBeHHO MNPOKCHUMaJIbHbIE
OT/AeJIbl

MuMudeckas MycKy/1aTypa

BoBieuena

Penko

MuaJsrus

OTCyTCTBYET WJIM BBIpQXKEHA CJ1abo

3HaAuYUTEJbHO BbIpaXkKeHa

2. MuotoHnyeckuii eHoMeH

Knununueckas KapTUHa

Jle610T BO B3pOCJIOM BO3pacTe

[IpucytcTByeT MeHee yeM y 50%

MI + + /-
3. Pe3ynbTaThl 6GUONCHUM MBILILY
ATpodus BOJIOKOH Tun 1 Tun 2
flnepHoe o6pa3oBaHue TosibKO Ha NMO3JHEN CTaAUU Ha pannei Cz;sg:é_f; TOAB/IEHHA

BHyTpeHHUe sifipa

MaccuBHOe nopakeHue AUCTaJbHbIX
MBbIIIII],

BapuabesbHOCTb, B OCHOBHOM B BOJIOK-
Hax 2-r'o TUNna

Capkoria3aMaTHyecKrie 06pa3oBaHUs

YacTo BbISIBJISETCS B MblIIaxX AUC-
TaJIbHBIX OTAEJIOB KOHEYHOCTeH

OueHb pesKo

KOJ’IbL{eBbIe BOJIOKHA

YacTblie

MoryT BcTpeyaThCs

II. CucreMHBbI€ 0COGEHHOCTH:

Karapakra + +
06JbIcEHNE + KpaitHe pesko
HapyueHus cepfieqHoro putMa + + /-
l'unoronaavsm + +
Hapywenue cHa + HeuacTo
CHMKeHHe KOTHUTHUBHBIX QYHKIUN Yacro HeoueBujHo

CaxapHbIil fuabeT

BcTpeuaeTtcs snu3ogudecku

Heuacto

O)KI/I,CLaeMaH NPpoAOJIKUTEJIbHOCTD XKU3HU

CHMXKeHa

HopmasibHas

MPT MmpllL: Ha Ha4aJbHBIX 3TAallaX Pa3BUTHUA
M/I2 BBISABJISIOTCS U3MEHEHUS B IlepeJiHel rpyine
MbILIL 6eapa (IPpU OTHOCUTENBHOW COXPAaHHOCTH
NpsiMOM MbILbI 6eapa) [4].

JuddepeHuuanbHas AMarHOCTUKA MUOTOHUYe-
cko#l nuctpoduu 1 U 2 TUMOB NpeJicTaB/eHa B Ta-
oJmie 3.

OnucaHue KIMHUYECKO cay4dast Nel

[MauuenT I1., 1998 1. p. (26 neT), c 2023 r. Ha-
6s10naeTcsl B HeBposiornueckoM LieHTpe KJIUHUKU
OI'BOY BO Poct'MY Mun3aapasa Poccuu. [lpu mo-
CTYIJIEHUH NMPEeIbSIBJISAI XKaJI06bl HA HEBO3MOX-
HOCTb pacciabuTh MbILILbI KUCTEH PyK MOCJI€e UX
aKTHBHOTO COKpalleHHUS.

AHaMHe3 3a601esaHusi: febroT 3ab6osieBaHus B 20
JieT (B 2018 r.), Kor/ia BliepBble 3aMeTHJI 3aMe/lJIeH-
HOe pacciabjeHue MBI KUCTENH, HEBO3MOXKHOCTh
OBICTPO pazkaThb KPEIMKO CKATBIN KyJIaK.

HacaedcmeenHblll aHaAMHe3: He OTATOIIEH.

[Ipu oLleHKe HEBPOJIOTUYECKOI'0 CTATyCa BbISB-

FO>KHO-POCCUICKUI YXypHan TepaneBTUYECKOW NPaKTUKU
South Russian Journal of Therapeutic Practice
2025;6(2):93-100

JIeH MUOTOHUYeCKU peHOMEH B AUCTAJIbHBIX OT-
JleJlaX BepXHUX KoHeuHOCTel. CyX0KUJIbHbIEe ped-
JIEKCBI C BEPXHUX U HUXKHUX KOHeuyHocTel D=S, BbI-
COKMe C pacliMpeHueM pedJieKCOreHHbIX 30H. Ila-
TOJIOTUYECKUE CTOMHbIE 3HAKU OTCYTCTBYIOT C JIBYX
CTOPOH.

UccnenoBanue cofepxaHus obLe KpeaTHHUH-
docdoknnHazbl (KPK) B cCLIBOPOTKE KPOBH BBISIBUJIO
noBbiieHne KOK no 304 Ex/n (npu Hopme g0 195
En/n).

[IpoBesieHO MeJUKO-reHETUYECKOe TeCTUPOBa-
HUe Ha Haauuue myTanuu B reHe DMPK (ren muo-
TOHUHIIPOTEUHKUHA3bI), BbISIBUBLIEe HOPMaJbHOE
yucso CTG-noBTopoB (5+1; 20+1).

OfHOBpEeMEHHO C 3TUM NPOBEJEHO MeJJUKO-Te-
HEeTHUYeCKoe TECTUPOBAaHUE HA HaJlMiue MyTalluu
B reHe CNBP (ZNF9). B pe3sysnbTaTe Uccae0BaHUs
B reHe CNBP (ZNF9) Ha ogHOM aJjiyiesie BbISIBJIEHO
yBeJIMYeHHOEe KOJIMYECTBO HYKJIEOTH0B KOMILJIEK-
ca (TG)n(TCTG)n(CCTG)n (>372), Ha BTOpPOM aJijie-
Jle — HOpPMaJ/IbHO€ YMCJI0 HYKJIEOTH/I0B KOMILJIEKCa
(TG)n(TCTG)n(CCTG)n (138). Takum ob6pasom, no-
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K/IMHUYECKHE CJIYHAN

JIy4eHHbIH pe3yabTaT NOATBepXkJaeT MUOTOHHYe-
CKyI0 JucTpoduio 2 Tuna y narnuenra Il.
3aK/JA04YUTeJIbHbIA KJIWMHHUYECKHM aua-
rHo3: MuotoHuveckasa guctpodusa 2 tuna, JAHK-
noATBepxAéHHas ¢popmMa (yBeandeHue yucaa CCTG-
noBTopoB B 1 uHTpoHe reHa ZNF9). MKB-10: G71.1.

OnucaHue KJIMHUYECKOro caydas Ne2

[Tanuent b., 1996 r. p. (28 net), c 2024 1. Ha-
6.1t0aeTcs B HeBpoJsioruyeckoM 1ieHTpe KJIUHU-
k1 ®T'BOY BO Poct'MY Muuszapasa Poccuu. Ilpu
NOCTYIJIEHUH NPeAbSABJIAN XKaJ06bl HA HOIOLIHUE
60JIM ¥ CKOBAHHOCTb B MBIIIIAX BEPXHUX U HUXK-
HUX KOHEYHOCTEH, TYJIOBUILIA, eXeIHeBHbIe YacThle
0oJie3HEHHbIE ClTa3Mbl B MbIIIILA, IPOBOLUPYEMbIE
MUHUMaJbHbIMU GU3UYECKUMU HArpyskamu (mpu
BBINIOJIHEHWUU NMPOCThIX ObITOBLIX AeUCTBUH (IpU
NUCbMe, OTKPYUMBAHUU KPBILIKU Ha GYTBIJIKE),
MPOBOLUPYEMbIE X0JI00M, CJIa60CTh B MBIIILAX KO-
HEYHOCTeH, CHIDKeHHe 3peHUs BJjaJlb.

AHamHe3 3a601e8aHUs1: 1e6I0T 3ab6osieBaHua B 21
JeT (B 2017 r.), Kor/ia BnepBble MOSIBUJINCH Kal06bl
Ha HomwlMe 601 U 60JIe3HEHHbIE CIa3Mbl B MbIIL-
11ax, IpoBoLMpyeMble pU3NIECKON HAarPy3KOH.

HacaedcmeeHHblll aHaMHe3: MaThb U ceCcTpa 60JIb-
HOT'0 CTPaJlaloT paHHel GpopMoii KaTapaKThl.

[Ipu omleHKe HEBPOJIOTHYECKOT'O CTATyCa BbISIB-
JIEHO, YTO TOHYC MbllL B HopMe. Ci1aboCcThb pasru-
6aTeJsieit cTomn (He MOXKET CTOAATh Ha nATKax). Cyxo-
»KUJIbHbIe pedJieKChl BEPXHUX U HIXKHUX KOHEYHO-
cTeil xKuBbIe, paBHbIe. [laTosiornyeckre pedieKchbl
oTpulaTeabHble. ONpeaesssoTcI MUOTOHUYECKUE
deHOMEHBI: «pa3MUHKH», «CIIa3Ma MbIIII» — CYZ0-
pOTrM UKPOHOXKHBIX MBIIIL; MUOTOHHUYECKas peak-
11 ¢ TeHapa. [1o/10KUTeNbHbIM CUMITOM «BaJIMKa»
U «pOJIMKa» IPH MOJIOTOYKOBOU mepkyccuu, peHo-
MeH «BpabaTbhIBaHUs». JJUCTaNbHBIN rUIIEpruipo3.
duKcrpoBaH Ha 60J1e3HEHHBIX OLYI[EHUSIX.

HccnenoBanue copepaHus obLed KpeaTHHUH-
dochokunasel (KOPK) B chiBopoTke KpoBu (2019
r.) BeisiBUJI0 noBbiieHue KOK no 6780 Ex/a (npu
HopMe 0 190 Ex/an). B 2023 1. cogepkaHue o61iei
K®K B cbiBopoTKe kKpoBU — 535,7 En/n; nakratae-
rugporeHassl — 408,7 Me/r. B 2024 r. copep:xaHue
o61eit KOK B ceiBopoTke kpoBu — 318 Exn /.

JHMT ot 10.04.2023 1. 6/H (PI'KY «439 BI'» MO
P®): urosp4aThIM 3JIEKTPOJOM UCC/AEL0BAHBI Te-
peAHsis 60J1bIe6epIOBast U YeThIPEXTVIABAST MbIIILIbI
cnpaBa. B mokoe BbIsiBJIeHA TeKylllasi CIOHTAaHHAsI
AKTHBHOCTb B BH/Ie MOTEHLMAJOB GUOPUIISAIUN
(IT®), KoMNIeKCHBIX pa3psAA0B BbICOKON YaCTOThI
(KPBY). [TapaMeTphbl MOTEHIIMAIOB JBUTATEIbHbBIX
enunun (I1JE) naMeHeHbl 10 MUOT€HHOMY THILY.
JnekTpodU3n0J0rHIecKre JaHHbIE YKA3bIBAIOT Ha
TeKyIIUN MepBUYHO-MbIIIIEYHbIN POIecC.

C'uctosiornyeckoe ucciaegoBanue ot 25.05.2023
r. 6/H (PI'KY «439 BI'» MO P®): pe3sysbTaT Makpo:
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Ba GeJsiecoBaTO-6ypbiXx dparMeHTa pasmMepaMmu
0,6x0,5x0,3 cm u 1,0x0,6x0,2 cM. MUKpO: MaTepH-
aJs1 mpeAcTaBJjieH pparMeHTaMH MblIIeYHON TKaHU
¢ yyacTkaMu $UOPO3HOMH, B ocjaeHENH 60JIbIIOE
KOJINYeCTBO KPOBEHOCHBIX COCY/0B. MblllleyHast
TKaHb C YMEPEHHO BbIpaXKeHHbIMU AucCTpoduye-
CKMMU W3MEHEeHUSIMHU, THIepTpodreil MbllIeuHbIX
BOJIOKOH. OTMEYaloTCs eIMHUYHbIE MeJIKUe y4acT-
KU € aTpodrel eJMUHUYHBIX MbIILIEYHbIX BOJOKOH.
CiaboBblpakeHHas JTMMQPOTUCTHOLMTapHAA UH-
bunpTpanys, B 0JHOM cpe3e MeJKoO4aroBasi yMme-
PEeHHO Bblpa)KeHHas JieKkouuTapHas UHQUIbTpa-
nus. MimeMudeckoe noBpex/ieHHe MbILIEYHbBIX BO-
JIOKOH 0K0J10 20%.

[IpoBeieHO MeAHKO-reHeTUYEeCKOEe TeCTUPO-
BaHHe Ha Hajinuue MyTtauuu B reHe CNBP (ZNF9)
oT 03.06.2023 r.: >372 HYKJI€OTUJ0B KOMILJIEKCA
(TG)n(TCTG)n(CCTG)n Ha nmepBO# ajiesu o6GHApPY-
»KeH NaToJIoOrn4ecKuil reHoTun; 142 Hykieotuza
koMmIiekca (TG)n(TCTG)n(CCTG)n Ha BTOpO# aj-
Jequ — HopMa. TakuM 06pa3oM, oJly4YeHHbIH pe-
3yJIbTAT MOATBEPXK/AAET HAJIMYHE MUOTOHUYECKOHN
auctpoduu 2 Tuna y nauueHTa b.

MaTepu u cecTpe 60JbHOTO, CTPaAAOLUIMM paH-
Hell GopMOI KaTapaKThl, IPOBELEHO MeJUKO-Te-
HeTHUYeCKOe TECTUPOBAHUeE HA HAJIMUKUe MYTal[UU B
reHe CNBP (ZNF9), BoisiBUBLIEee HOpMaJIbHOE KOJIU-
yecTBO CCTG-OBTOPOB y 06€ux.

3aK/Il04YHMTEe/IbHBIN KJIWHUYECKHIl JUarHos:
MuotoHuveckas guctpodus 2 tTuna (ren CNBP) ¢
BbIpa)KEHHbIM MHUAJITHYECKUM CUHJAPOMOM, KpaM-
Y, BbIPQ’)KEHHBIM MUOTOHHUYECKUM CHUH/POMOM B
JUCTaJIbHBIX OT/e/1aX PYK U HOT, CJIab0OCTbI0 pas3Tu-
6arteseit cron. MKB-10: G71.1.

3ak/siroueHue

Jle6roT M/] y o6ciie/loBaHHBbIX HAMU 6OJIbHBIX
YKJIaJbIBAETCS B TPEThEN JeCATUIETHE.

Y o6caeloBaHHBIX OOJIbHBIX HACJEeICTBEHHBIN
aHaMHe3 He OblLJ OTATOIIEH 0 MUOTOHUYECKOMY
WM MUQJITUYECKOMY CHH/IpOMaM, 0JlHAKO OTMeyYya-
JIaCh OTAATOLIEHHOCTD 110 paHHEeH KaTapakTe.

B s1abopaTopHOM HCC/Ie/IOBAHUU OTMEYEeHO He-
3HAYUTeJIbHOE TOBBILIEHUE COJlep>KaHUA 0061el
K®K B ceiBopoTke kpoBHU (g0 300-350 Ex/n), Ho B
TO e BpeMs NPy GU3NYeCKON Harpy3Ke BO3MOXKHO
Hea/leKBATHOE MOBbIIIEHUE €€ COJlep>KaHUs 10 Bbl-
COKUX 3HAYEHHUH.

Hasinuue MuaJruy B KJIMHUYECKOM CUMIITOMO-
koMIiekce M/I2 siBiisieTcs1 60J1ee HHBAJIUAU3UPYIO-
muM GpaKTOpOM, YeM MUOTOHHYECKUH ¥ MUOMATU-
YeCKUH CUHJIPOMBI.

duHaHcupoeaHue. HccienoBaHue He UMeJIO
CIIOHCOPCKOH MOJJEPXKKH.

Kong.iukm unmepecos. ABTOpHI 3asIBJSIOT 00
OTCYTCTBUHM KOHQIMKTA UHTEPECOB.
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