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MuoToHu4eckas auctpodus 1-ro Tuna (MI1) — ogHa U3 camMblx pacnpoCTPaHEHHbIX HEPBHO-MbILEYHbIX GONe3Heil C ayTo-
COMHO-AOMUHAHTHbIM TUMOM HAC/Ne0BaHMSA, aCCOLUMPOBAHHAA ¢ 3KkcnaHcuein CTG-noeTopos B reHe DMPK. 0cobeHHOCTbIO
M1 sBnseTcA HanMyMe He TONbKO MbIWEYHbIX CUMITOMOB, HO U MyNbTUCUCTEMHOCTU. B 3aBUCMMOCTM OT Bo3pacTa AebtoTa
6one3sHu u konuyectsa CTG-NOBTOPOB BLIAENAIOT BPOXKAEHHYIO, UHDAHTUIbHYIO, IOBEHUNbHYIO, Knaccuyeckyio (B3pocnyio)
topmy u hopmy c no3gHum aeblotom. Kaxaas Gopma umeet cBom 0co06eHHOCTM [1e610Ta, TEYEHUSA, KNMHUYECKON KapTUHbI
00Ne3HU, YTO 3aTPYAHAET CBOEBPEMEHHOE YCTaHOBNEHWe fuarHo3a. MoBbileHWe 0CBEJOMAEHHOCTU Bpayei BCEX CMeLu-
anbHOCTEl 0 XxapaKTepe TeueHus pasHbix popm M1 no3BoaMT frMarHocTMpoBaTth 3a6oneBaHue Ha 6osee paHHUX CPOKaX,
VAYYIWMTb NPOTHO3 M KAYeCTBO XM3HM NaLMeHTOB. B cTaTbe npuBopuTCA 0630p NUTEpaTYpbl, AEMOHCTPUPYIOWMIA CNEKTP
KNMHUYECKNX NPOSBAEHUI Npu pa3Hbix popmax MO 1.
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Myotonic dystrophy type 1 (DM1) is one of the most common neuromuscular diseases with an autosomal dominant type
of inheritance associated with expansion in the DMPK gene. A distinctive feature of the disease is the presence
of muscle symptoms and multisystemic. Depending on the age of onset and the number of CTG repeats, there are congeni-
tal, infantile, juvenile, classic (adult) form and a form with a late onset. Each form is characterized by its own features of
the onset, course of the disease, heterogeneity of clinical manifestations, which makes it difficult to make a timely diag-
nosis. Increasing the awareness of physicians of all specialties about the nature of the course of various forms will make
it possible to diagnose MD1 at an earlier stage, improve the prognosis and quality of life of patients. The article provides
a literature review that demonstrates the spectrum of clinical manifestations in various forms of MD1.
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IETCKOM
HEBPOAOT UM

BBepeHue

Muotonndeckast muctpodust 1-ro uma (M1 1) siBnstercst
OITHOI M3 CaMbIX YaCTBIX HAC/ICACTBEHHBIX HEPBHO-MBIIIICY-
HBIX 00JIE3HEH Cpemy B3pOCIIOrO M JIETCKOTO HACEICHMUS
B0 BceM Mupe. [1o pa3HbIM JaHHBIM, 9aCTOTA BCTPEYAEMOCTH
M]11 Bapsupyer B ripemenax 1:2500-1:8000 [29, 57]. s M1 1
XapakTepeH «(peHOMEH OCHOBATEJIsI», B CBS3U C UeM B HEKO-
TOPBIX CTpaHAX YaCTOTa BCTpedaeMOCTH Bbiiire. Camast BEICO-
Kast pacripoctpaHeHHocTh M/ 1 B Mupe — 158:100 000 — ot-
Medaercsa B Keoeke (Kanama) [41]. Cpenu eBporeiicKx
crpaH muaupytot HIBenus u Xopsatusi, Iae 4acToTa BCTpe-
yaemoctt MJI1 coctasister 18:100000 [38]. B omHOM 13 mo-
CJIeTHUX STUIEMUOIOTMISCKIX UCCIICIOBAHUIA, TIPOBEICH-
HoM B Hbto-Mopke (CLLIA), pacripocTpaHeHHOCTb 60JIe3HI
B ropoze coctaBuia 1:2100 [30]. B P® kpymHbIe snmmeMuo-
JIOTMYECKYE MCCIICIOBAHNS ITPOBOMMIIVCH JIUIITH B HEKOTOPBIX
peruoHax crpansl. Harpumep, B bauikupuu yactora BcTpe-
yaemocTtu M1 kpaitHe BaprabeJibHa Cpeay OTACIbHbBIX 3T-
HOCOB U B cpemHeM coctanisieT 3,01:100 000 HaceneHus,
B Axyrtim — 21,3:100 000 [1, 4].

Hecmotpst Ha BhICOKYIO pacnpocTpaHeHHOCTh M/I1,
CYILECTBYET ITpobJieMa HU3KOM BbISIBJIIEMOCTH, OCOOEHHO B
JIETCKOM TOMYJISIIIMA, B TOM YMcIie Ha Tepputopun PO [2].
TpynHoctu nuarHocTuku M1 1 cBsI3aHbl C KIIMHUYECKOM Te-
TEPOTeHHOCTBIO pa3HBIX (popM 3aboseBaHms. OCOOEHHOCTH
nIebIoTa U TeueHMsT 3a00J1eBaHMS TIpy Kaxknoid (popme M1,
a TaKXe MYJIBTUCHCTEMHOCTb KIMHUIECKUX TIPOSIBIICHUI
MIPUBOMSIT K 3alIepKKe YCTAHOBJICHUS AMAarHO3a B CPEIHEM Ha
7 neT cpeay B3pOCIIbIX TTALIMEHTOB 1 Ha 13 jieT y mereit [25].
YacTo 601e3Hb IMarHOCTUPYETCS TIPU YKe pa3BUBLIECIACS TSI~
JKeJIoM MBILLIEYHOM C1ab0CTH, IbIXaTeIbHOM HEAOCTATOUHO-
CTH, HAapYIIIEHNH CEPICIHOM IPOBOIMMOCTH, KOTOPBIE acCO-
LIMMPOBAHBI C MTHBAJIMAW3ALMEN U MIOBBIIIICHHBIM PUCKOM
JetanbHOCTH [25].

Takum 06pa3oM, NOBBILLIEHUE OCBEIOMJIEHHOCTH CIIe-
LIMAJIICTOB Pa3HBIX MEIULIMHCKUX chep 1 MX KIIMHIIECKast
HACTOPOXXEHHOCTh B oTHoLIeHnn MJI1 6yayT crmocooceT-
BOBaTh OoJiee paHHEW TUAaTrHOCTUKE U CHIDKCHUIO CMEPT-
HOCTH OT KapIHOPpECIIMPaTOPHBIX HAPYIICHU, YIIydIIaT
IIPOTHO3 TEYCHUS OOJIE3HU U MOBBICSAT KAa4eCTBO KU3HU
nanueHToB ¢ M1 1.

dTMonoruAa u natoreHes

MuoTtonnyeckas auctpodus 1-ro tmna — 00Je3Hb
C ayTOCOMHO-IOMUHAHTHBIM TUIIOM HACJIeIOBAaHUS 1 XapaK-
TepU3YeTCsl BBICOKOI CTETIEHBIO IIeHeTPaHTHOCTU. bose3Hb
cBg3aHa ¢ mytanueil B rene DMPK (komupyioleM 0eloK-
¢epMeHT MIOTOHUHIIPOTEMHKMHA3Y ), KOTOPBII KapTUPOBaH
B Jokyce 19q13.2-13.3. Ier DMPK coctouT u3 15 3K30HOB
MPOTsLKeHHOCTHIO 0KoJto 13 000 m.H. B 3’-HeTpaHcampyemoit
obsactu reHa DM PK HaxonuTcst HECTaOWIbHAasI ITOCJIe0Ba-
TeJILHOCTh TPUHYKIEOTUIHBIX TOBTOPOB (CTG), [49]. Ko-
ymaecTtBO CTG-TIOBTOPOB Y 3M0POBbIX JTIOACH KOJIEOIETCS
B mmMana3oHe ot 5 mo 37, nmpu Hamuuuu 38—49 1MoBTOPOB
pa3BMBaeTCs coCcTOsIHUE ITpeMyTanuu [26]. Hocurenu ta-

KMX ajUiejieil He UMEIOT KIMHUYECKOW CUMITOMAaTUKH,
OIHAKO PYCK Pa3BUTHSI 00JIC3HU Y ACTEil JOCTATOYHO BBI-
cok [1]. Dkcnancusa pazmepom 50—80 CTG-nmoBTOpOB
Ha3bIBaeTCsI TPOTOMYTALIMEl U acCOLMMpOoBaHa ¢ (OpMOii
M/I1 ¢ no3aHUM Ae00TOM WM 6€CCUMITOMHBIM HOCU-
TEeJIbCTBOM [32].

B GonblIrHCTBE Cily4yaeB BhISIBJICHA yMEpEeHHasl [0JI0-
XuTeabHas Koppeasauus Mexnay KommdectBom CTG-no-
BTOPOB 1 BBIPAXKEHHOCTHIO KIIMHUYECKNX CUMITTOMOB IIPU
M/11, a Takzke oOpaTHas1 KOppesLus MexKay KOIUYECTBOM
CTG-110BTOPOB M BO3pacToM Jebiora 3a0oseBaHus [52].
OmHaKO KOppeJsius TeHOTUIT-(DEHOTHIT UMEET MECTO HE
BO BCEX CIyYasX M3-3a COMAaTUYECKOW HECTaOWJIBbHOCTHU
MyTaHTHBIX ajienieil. Ham6onbieii cradunbHocThI0O CTG-
ITOBTOPOB 00JIANAIOT JICMKOIIUTHI IT0 CPABHEHUIO C MMOLIM-
TamMu 1 pudpodractamu [8]. Takum odbpa3zoM, COMaTUUECKUiA
MO3auIIN3M HAOII0MAeTCsI KaK B pa3IMYHBIX TKAHSIX, TaK
U B IIpenesiax OMHOM TKaHM. Takke 1o Mepe Iporpeccupo-
BaHMSI 00JIC3HU pa3Mep TPUHYKJICOTUIHOM ITOC/IeIOBATE b~
HOCTHM B COMAaTHUYECKMX TKAHIX MOXET YBEIMUMBATLCA [42].

Jnst MII1, xak 1 oj1s1 Bcex 00J1e3He 3KCIIaHCUM, Xa-
pakTepeH (heHOMEH aHTHIIUITAIINN — YTSDKeJIeHNe KIIMHY-
YECKOM CUMIOTOMATUKHU B KaXIOM IMOCIEAYIOLIEM TTOKO-
JIEHUH, 0OCOOEHHO ITpH IIepeaade MyTALIMK IT0 MAaTePUHCKOM
suHum [7]. Ilpu nnepenadye MyTaiyu Mo OTLUOBCKOM JUHUN
9KCIIAHCHUS, KaK IIPaBUJIO, CTAOMIbHA WIIM TaXKe MOXKET
OTMeYaThCs TCHACHLMS K yMeHbIeHno ynciaa CTG-mo-
BropoB. OmHAKO HACJIe0BaHME IMPEMYTALIMH 10 OTIIOBCKOI
JIMTHUM aCCOLIMMPOBAHO C BRICOKUM PUCKOM YBEIIMYCHUS
SKCMAHCHUU IO JOCTYDKCHUS TTOJTHON MyTaIlud B CIICIYIO-
LLIEM [IOKOJIEHU U, IPOTOMYTALM4 [IOYTH BCETAA IPUBOAUT
K 3HauuTenabHOMY yBenndyeHuio ynuciaa CTG-moBTOpOB.
[Ipu epemaye oT MaTepu MPEeMyTaIlUA U IIPOTOMYTAIIUH
Ha0J1I01aeTCsl CTAOMIbHOCTh 9KCITAHCUU WU €€ HE3HAUM -
MOe€ YBEeJIMYEHME B ITOC/IENYIOIIEeM MOKOJIeHUM [58].

MytanTtHbiii CTG-noBTOp B 3’-HEeTpaHCINPyeMOIi 00-
nactu reHa DM PK BbI3bIBaeT TOKCUYECKYIO 3KCIIPECCUIO
PHK, xotopas HakaruimBaeTcsl B SIApe U Ha3bIBAETCS «siiep-
HBIMU BKJIIOYEHUSIMI», uTO BiiMsieT Ha PHK-cBsi3biBatoiie
O0enku, TpuBoas K morepe pyHKmum 6enka MBNLI
(muscleblind-like protein) m K ycuJIeHHIO (DYHKIIUH
CUGBP/Elav-like family protein (CELF). berox MBNL
YYacTBYeT B PETyJISIIIUM aJbTepPHATUBHOTO CIUIAfICHHTA,
nonaepxxaHuu ctabunbHocty MPHK, TpaHcisinuu. bonee
paHHUE MCCIICAOBAHUS BBISIBUIN KPUTHUECKYIO POJIb OelI-
koB MBNL B pa3BuUTUM HEPBHO-MBILIEUHBIX OOJIE3HEN,
a B IIOCJIEAHME FOJbI TAaKXKe ObLI1a OOHApy»KeHa TeCHasl CBSI3b
Mexay mmotepeit pyHkumu MBNL u KOrHUTMBHBIMY Ha-
pymiennsimu y nauueHToB ¢ M/11. benxu cemeiictBa CELF
YYacTBYIOT B aJIFTEPHATUBHOM CIUIAMICUHTE, aKTUBAIIMS
o6enkoB CELF1 u CELF2 6buta BBISIBIICHA B TOJTOBHOM
mo3re rmanuenToB ¢ M/I1. CELF1 u CELF2 moryT BIusITh
Ha TPAHCKPUMNTHI B TOJJOBHOM MO3TIe, TaKre KaK pa3HbIe
9K30HHI Tau v 3k30H 5 NMDARI. Tay-6e1Kku ciocoOCTBY-
10T POCTY aKCOHOB, YYaCTBYIOT B 00pa30BaHUM aKCOHAIb-
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HBIX MUKPOTPYOOUEK 1 aKCOHATBHOM TpaHcriopTe. NMDA-
pelenTopsl SBISIOTCS KIIOUEBBIMU KOMIIOHEHTaAMU
[JIyTaMaT-O0IIOCPEIOBAHHBIX CUTHAJIOB, CIIOCOOCTBYOIIIMX
BO30Y:KAarolIeli CUHAIITUYECKOM Tiepeiadye 1 IJTACTUYHOCTH,
KOTOpbI€ CUUTAIOTCS OCHOBOM 00y4YeHUsI 1 MaMsTu. Takum
0o0pa3oM, 3T U3MEHEHMSI MOTI'YyT OOYCJIOBJIMBATh pa3BUTHUE
MOBEIEHYECKNX M KOTHUTUBHBIX HapylLeHui [39].

BriieonucaHHble HapyLIeHUST 3aTparuBaioT paboTy
CcOTHU 3(P(HEKTOPHBIX TEHOB, BHI3BIBAS HEPABWIILHBIN CITIaii-
cudr MPHK, uro npuBoauT K abeppaHTHOI 3KCIIpeccuu
SMOPHOHAIIEHBIX M30(OpM CITIaficMHra 1 rotepe (hyHKIIMO-
HAJIBHOCTHY TIPOAYKTA 3TUX I€HOB, YTO OOBSICHSIET MYJIb-
TUCUCTEMHOCTb 3a00JieBaHMsI. HekoTopble U3 3TUX Hapy-
IIEHU CIUIAiCMHTa HAIPSIMYIO CBSI3aHbI C KTMHUYECKUMU
MposIBJICHUSIMU. Tak, HallpuMep, HapylmieHue GyHKINN
XJIOPDHOTO KaHaja IIPUBOAUT K Pa3BUTHUIO MHUOTOHUMH,
a U3BMEHEHUS B UHCYJMHOBOM PELIENITOPE CBS3aHBI C pa3-
BUTHEM MHCYJINHOPE3UCTEHTHOCTU. B HacTosIIee BpeMst
JIOCTOBEPHO HE YCTAaHOBJICHA IIPsIMasi CBSI3b MEXKIY Hapy-
1IeHWeM cruiaiicuHra MyTanTHoit PHK MHoXecTBa pa3HbIX
T€HOB U KJIMHUYECKOU CUMITTOMATUKOM [69].

OunarHocTtuka

I[ToMuMO BBISIBIEHHS OCHOBHBIX KJIMHUYECKUX OCO-
OeHHOCTel 00J1e3H1, «30JI0ThIM CTaHAAPTOM» JUATHOCTU-
ku M1 1 sBnsgetcs BuisiBieHue akcnancu CTG-1moBTOopoB
B KpoBu MeTonoM JIHK-aHanuza — nmoaumepasHoit Lemn-
HOI1 peaKIMy WX KOJUYEeCTBEHHBIM METOIOM OJIOT-TH-
opuauzauuu [1]. HeobxonuMo NOMHUTDH, YTO 0OJIe3Hb
HacJIeIyeTCsI IO ayTOCOMHO-TOMUHAHTHOMY THUITY, ¥ TIPU
BBISIBJIECHUM B CEMbe HOCHUTEJISI MyTaluu B reHe DMPK
TeHETUICCKOMY TECTUPOBAHUIO ITOIJIEKAT BCe CUOCHI, TaK
KaK ITOTOMCTBO HAXOIMTCS B 30HE BBICOKOI'O pHCKa II0
HacsenoBanuio MJ11 (BepostHocTs 50 %) [54].

BaxHoe MecTo B nuarHoctuke M1 3aHUMaeT 3J1eK-
TpoHeiipoMmuorpaduueckoe ucciaenopanue. [1pu mpose-
IeHUM UTOJIbYaTOM MUorpacuu y B3POCIbIX MAIIMEHTOB
u neteit crapiie 10 et perucTpupyrorces 31eKTpohU3n0I0-
TMYeCcKas MUOTOHUS (MOTOHMYIECKIE Pa3PsIIbl — CIIOHTaH-
HO BO3HUKAIOIIUE Pa3psimbl BEICOKOH 9acToThl (20—80 Iir)
C HapacTaHMEM U YOBIBAHMEM KaK aMIUIMTYIIbI, TAK 1 YaCTO-
ThI IIOTEHIIVAIOB JBUTATEIPHBIX AMHUIL) W IIEPBUIHO-MBI-
IICYHBIN YPOBEHB ITOPaKEHUS IIPEUMYIIECTBEHHO B TUCTATb-
HBIX OTAEIaX KOHeYHocTel [23, 57, 66]. Y mereit muianie
10 ner anexTpodu3moIorndecKass MUOTOHUS M U3MEHEHHE
ImapaMeTpOB MOTCHIIMAIOB IBUTATEIBHBIX SAMHUIL BCTpeYa-
J0TCS peiKo. YpoBeHb KpeaTHH(MOC(HOKMHA3HI Y MAIMEHTOB
¢ M/11 yacTo HaxoaUTCS B IIpeaesiax HOpMaJIbHbIX 3HAUEHUI
WIM MOXET OBITh MOBBIIICH, B cpenHeM 10 500 En/n (mpu
Hopme 200 En/m) [29]. I1pu npoBeneHUM psiga MCCIeno-
BaHUI MBIIII METOAOM MAarHUTHO-PE30HAHCHOU TOMO-
rpaum O6bUIO OOHAPYKEHO, YTO XXUPOBasi JereHepauus
W3HAYaJIbHO BBISBIISICTCS B CICAYIOIINX MBIIIIAX: M-
aJIbHOI MKPOHOXKHOM, KaMOaJIOBUIHOM, TTIepeaHei 00ab-
1eOepIIOBOIi 1 IITyOOKOM crubaTtesie majblieB pyk. M3meHe-

1

HMSI Ha TOMOTPaMMe KOPPEIUPYIOT ¢ BO3PACTOM ITalleHTa,
komuectBOM CTG-TIOBTOPOB U CTEIEHBIO BEIPAXKEHHOCTH
nape3sa [24, 65]. B HacTosi1iee BpeMsI B KIIMHUYECKOM TIpa-
KTHKe U1l muarHocTik M1 1 npoBeneHune Mopdoiornye-
CKOIO KUCC/IeI0BaHKSI OMOIITaTa MBIl HelleJecoo0pa3HO
BBUIY HeCITeLM(UIHOCTA U3MEHEHUH [29].

KnuHuueckue gopmbli

B 3aBucumocTu oT Bo3pacTa aeOroTa 3a001eBaHUs
n KonndecTBa CTG-TIOBTOPOB BBHIIENSIOT BPOXICHHYIO,
WH(PAHTUIBHYIO, I0BEHIIBHYIO, KJIACCHIECKYIO (B3pOC-
Jy10) u dhopmy ¢ no3aHuM aediotom [36] (tabm. 1). 50—
150 CTG-n1oBTOpOB OOBIYHO BBISIBJISIIOTCS Y TTAllUEHTOB
¢ no3nHeit popmoii (moce 40 er), 50—1000 CTG-1oBTO-
POB XapaKTepHBI IS KJIACCUUECKOI (hOPMBI, IIPU J1e0I0Te
B IeTCKOM Bo3pacte KomdecTBo CTG-1moBTOpPOB IMPEBHI-
mraet 800, a mpu BpoxaeHHO ¢hopme M/ 1 nx KonmdecT-
Bo cocrasysgeT 6osee 1000 [69] (puc. 1).

Ta6mma 1. Bozpacm debroma muomonuueckoii oucmpoghuu
1-20 muna npu pasuwix gpopmax

Table 1. Age of onset of myotonic dystrophy type 1 in different forms

Form of myotonic dystrophy type 1 LD
BpoxnenHast C poxaeHust
Congenital From birth
NHubanTUIbHAS 1—-10 net
Infantile 1—10 years
IOBeHunbHAS 10—20 net
Juvenile 10—20 years
Krnaccuyeckas 20—40 net
Classic 20—40 years
[Mo3nHss [Tocne 40 net
Late After 40 years

Hnst Bcex ¢opM xapakTepHa MYJIBTUCHUCTEMHOCTD,
BKJIIOYAsT BOBJICUCHUE CepACUYHO-COCYANCTOM, SHIOKPUH-
HOW, LEHTPAJIbHON HEPBHOW CUCTEMBI, TACTPOUHTECTU-
HaAJIBHOTO TPaKTa, a TakXke O0(PTaIbMOJIOTUISCKIE HAPY-
meHus (Taoi. 2).

1. Bpoxnennas ¢opma MJI1. Bpoxnennas M1 —
camag TsoKenas (popMa 00JIe3HM, AeOI0TUPYIONIasl cpasy
rmociie poxaeHus [29]. CuMmnTomsl 3a00jieBaHUSI MOTYT
MIPOSIBJISITHCS €11l IO POXICHUs peOeHKa B BUIIE OCTIOX-
HEHUI1 TeUeHUs 0epEeMEHHOCTH Y MaTepH, TAKMX KaK IO~
BBIIIEHHbIN PUCK Pa3BUTHS BHEMATOYHOM OEpeMEeHHOCTH,
MHOTOBOIWS, TIPEUICKAHMS TDIAIICHTHI, TIPEXKICBPEMEHHBIX
POIOB, CJIa00CTU POLOBOM AesiTeabHOoCTH. B 37 % ciryyaeB
MBIIIEYHAsT CJ1a00CTh Y MaTepu, aTOHUS MaTKM M cjiabast
JIBUTaTeJIbHAsl aKTUBHOCTB IJIOA MOTYT IIpeapacItoiaraTh
K poiopaspelleHUIo ITyTeM KecapeBa ceueHusd [43]. Pa3Burue
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Puc. 1. ITpu muomonuueckoii ducmpoguu 1-e0 muna (M 1) nabarodaemcs necmabunvhas sxcnancus CTG-nosmopos. Koauuwecmeo CTG-noemopos kop-

peaupyem ¢ (peHOmUnom 3a601e6aHuUs

Fig. 1. Unstable expansion of CTG repeats is observed in myotonic dystrophy type 1 (DM 1). The number of CTG repeats correlates with the disease phenotype

(CTG)n

Ta6auua 2. Kiunuueckas eemepoceHHocms npu pasHoix opmax debroma muomonuueckoi ducmpoguu 1-2o muna

Table 2. Clinical heterogeneity in different forms of myotonic dystrophy type 1

Congenital DM 1

Clinical
manifestations

MHoroBonue
Polyhydramnios

CHUXeHue JABUTATEIb-
HOI aKTUBHOCTU Iioga
Decreased fetal motor

I1penaTanb- o
P activity

HBbIC

Prenatal [pexneBpeMeHHBIE

pOoIbI
Preterm delivery

BeHTtpukynomeranus
Ventriculomegaly

MuotoHusi—
(HpI/ICOC,Z[I/IHHCTCH I10CJIC
I nexamp xxn3HM)
Myotonia—
(develops after the 1% decade
of life)

[enepanuzoBaHHas
MBIIIIEYHasl CJ1ab0CTh

C TeHACHLUEH K yry4iie-

HUIO nocJe 1-ro roga

KU3HU
Generalized muscle

weakness with a tendency

to improve after the 1% year
of life

MpeIeyHbIe
Muscular

Infantile DM1 Juvenile DM 1

Her Her
No No
Muotonusi+
(ocne I mekampr
SKU3HU) Muoronusa++
Myotonia+ Myotonia++
(develops after the 1% de-
cade of life)
MpbIiegyHast
MbimeyHast ¢J1aboCTh )
cinabocTh 6e3 C TCH/CHITHEH
YETKOro IMaTTepHa, K AUCTAlIbHOMY pac-
pa3Hoi1 cTeneHun répez[ene}nglo, cina-
BBIPAXKEHHOCTH 0cTb ig:ﬂaTeﬂeH

Muscle weakness
without a clear pattern
of varying severity

Muscle weakness
with a tendency
to distal propagation;
weak neck flexors

Classical DM1

Her
No

MuoTtoHusi+++
Myotonia+++

JucranbHast
MBILIECYHAs Cla-
00CTb, CJ1a00CTh
crubaresei meu

Distal muscle

weakness; weak neck
flexors

Late-onset DM 1

Her
No

MuoToHusI MOXET
OTCYTCTBOBATb
Myotonia
may be absent

MplmeyHas
cJIa0OCTh OTCYTCT-
BYeT/BBIpakeHa
MUHUMAJIBHO
None/minimal
muscle weakness

[\
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Congenital DM 1

Clinical
manifestations

CrnabocTb TULIEBOM

MYCKYJIaTypbI
Weak facial muscles

Tumo-/
apedexkcust
Hypo-/areflexia

Huddy3Has MblieyHast
TUITOTPOMUS
Diffuse muscle hypotrophy

Juddy3Hast MbiiegHast
TUTIOTOHUSI
Diffuse muscle hypotension

3amepxKa MOTOPHOTO
PasBUTHUA
Delayed motor development

Hedopmartius ctom
Foot deformities

ApTporpuro3s
Arthrogryposis

KoHTtpakTypsl
Contractures

CkonuoTuyeckas

nedopManust
Scoliosis

BpoxieHHas KatapakTta

Congenital cataract
3puTenbHbIE

Visual

TunepmeTrpormus
Hypermetropia

CHILD

NEUROLOGY

Infantile DM1

CnabocTh JTULIEBOM

MYCKYJIATyphI
Weak facial muscles

Tumo-/
apediekcust
Hypo-/areflexia

BripaxkeHHbIe
TUIIOTPOGUMN MOTYT
OTCYTCTBOBAaTh
Ha [-1I nexame
XKU3HU
Pronounced
hypotrophy may
be absent during
the 15t and 2" decades
of life

CHMXEHHUE MbIIIEY-
HOTO TOHYCa
Reduced muscle tone

3amepkka MOTOPHO-
IO pa3BUTHS
Delayed motor
development

HesBbipaxxeHHbIe
nedopMaluy CToIn
Mild foot deformities

BpoxxneHHast
KarapakTta
Congenital cataract

TunepmeTponms
Hypermetropia

Juvenile DM 1

CrnabocTb TULIEBOM

MYCKYJIaTypbl
Weak facial muscles

Tumo-/
apeduexkcust
Hypo-/areflexia

BeipaxenHbie
TUIIOTPO(MUU MOTYT
OTCYTCTBOBaTh
Ha I-II nexane
XKU3HU
Pronounced
hypotrophy may
be absent during
the 15t and 2™ decades
of life

CHUXeHue
MBILIEYHOTO TOHYCA
Reduced muscle tone

BpoxxneHnHas
KaTapakTta
Congenital cataract

Tunepmerpomnus
Hypermetropia

1

IIpodoncenue maoba. 2
Continuation of table 2

Classical DM1 Late-onset DM1
Crabocth
Cna6ocTs uuepoiy  TALCBOM Mycky=
MYCKYJIATYDBI JIaTypbl MOXET

OTCYTCTBOBATh
Facial muscles
may be normal

Weak facial muscles

Pednexcol
Tumo-/ B HOpMeE
apedekcust WJIM CHIDKEHBI
Hypo-/areflexia Normal or reduced
reflexes
JucranbHble
runotrpoduu,
TUInoTpodust

TPYAUHO-KITFOUNY -~
HO-COCLIEBUIHON
U 2K€BATCJIbHO-BU-
COYHBIX MBIIIILL
Distal hypotrophy,
hypotrophy
of the sternoclei-
domastoid and
masseter muscles

CHUXeHUEe MbIIIeY-
HOI'0 TOHYCa
Reduced muscle tone

PaHHss ObICTPO-
nporpeccupymoinasg Karapakra (MoxeT
Karapakra (<50 jieT) OBITb €MMHCTBEH-
y OOJIBIIMHCTBA HBIM CUMIITOMOM)

TTALIMEHTOB Cataract
Early fast-developing (may be the only
cataract (<50 years old) symptom)

in most patients
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IIpodonxcenue maoba. 2
Continuation of table 2

s Congenital DM1 Infantile DM1 Juvenile DM1 Classical DM1 Late-onset DM1
manifestations
AcTUrMaTU3M ACTUTMAaTU3M AcTUrMaTU3M
Astigmatism Astigmatism Astigmatism
HapyiiieHue ocTpoTbl Hapyienue Hapyienue

3pEeHUS
Visual acuity disorders

OCTPOTHI 3PpEHUSA

Visual acuity disorders

OCTPOTBI 3pEHUS
Visual acuity disorders

Ctpabusm Crpabusm _
Strabismus Strabismus
Hapytienus apixaHust Hapymenus Hapyiienust Hapymenust
BO CHE IIBIXaHUSI BO CHE IIBIXaHUSI BO CHE IBIXaHUS BO CHE

Sleep apnea

Sleep apnea

Sleep apnea

Sleep apnea

Peumnusupylomme Peumnnusupyioime PenimauBupytoiue
WHMEKINI WHOEKIINT WHOEeKIIMNI He xapakTepHbt
Recurrent infections Recurrent infections Recurrent infections Not typical
BponxoserouHas -
JMCILIa3ust
Bronchopulmonary
I[LIX?.TCHBHLIC dysplasia
Respiratory
ACTIMpalMOHHas HouHas runoBeHTH-
As igfii]r;lM(r)lgLI:Irﬁonia == JUATIH
P P Nocturnal
hypoventilation
JIpIxaTeibHast HeqocTa- _ —
TOYHOCTb MTPU POKIECHUAN
Neonatal respiratory failure
Jlerounasi rumoruta3ust
Pulmonary hypoplasia
KoncTunaums KoncTunanus KoncTunanms Konctunauus
Constipation Constipation Constipation Constipation
Permmsnpyomas Juapest Jnapest Huapes
Anap e.ﬂ Diarrhea Diarrhea Diarrhea
Recurrent diarrhea
Komuku Bosb B XuBote Bob B XuBoTe Boib B kuBOTE
Colic Abdominal pain Abdominal pain Abdominal pain
Jucdarus Hucharus Jucdarus Jucdarus
XKenynouHo- Dysphagia Dysphagia Dysphagia Dysphagia He XapaKTepHbI
KUILEYHbIE Not typical
Gastrointestinal I'SPB, acniupanms I'SPb I'SPb Xosenutuas M
GERD, aspiration GERD GERD Cholelithiasis

Henepxanue kana
Fecal incontinence

Tactpomapes
Gastroparesis

BHHOCCOC&HHCHPH
POXKIACHUN
Poor sucking reflex at birth

Henepxanue kana
Fecal incontinence

MerakoioH
Megacolon

N
Q
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IIpodoncenue maoba. 2
Continuation of table 2

S Congenital DM1 Infantile DM1 Juvenile DM1 Classical DM1 Late-onset DM1
manifestations
Hapymenne Hapymenue Hapymenune Hapymenue Bcerpewarorest
MPOBOAUMOCTU MPOBOAUMOCTU MPOBOAUMOCTU MPOBOAMMOCTU peako
Conduction disorders Conduction disorders ~ Conduction disorders ~ Conduction disorders Rare
CUHIpOM BHe3am- Cunnpom BHe3an-  CuHapom BHe3an-  CHHAPOM BHe3all-
Cepreuro- HOM cepaeyHoOun HOM cepaeyHon HOW CepIeYHOMn HOW cepaeyHOn _
e P CMepTHU CMEPTU CMepTHu CMEpTHU
b Sudden cardiac death Sudden cardiac death ~ Sudden cardiac death ~ Sudden cardiac death
Cardiovascular
CTpyKTypHBIE
e aHOMaJIUM, Ae(EKThI

Juu, nedeKThl KIalaHOB

Structural anomalies, valve L BB - - -

Structural anomalies,

LA valve defects
CaxapHbIii T1abeT
Tunoronanusm Tunoronanusm Tunoronanusm Tunoronanuam 2-To TUIa
Hypogonadism Hypogonadism Hypogonadism Hypogonadism Type 2 diabetes
mellitus
Tumorupeos
Hypothyroidism
OHIOKPUH- CaxapHbIil nuaber
L 2-ro TUMa —
Endocrine Type 2 diabetes mellitus
Tunorupeos Tunorupeos Tunorupeos
Hypothyroidism Hypothyroidism Hypothyroidism TineprapaTupeos
Hyperparathyroidism
Jedurmr
BUTaMuHa D =
Vitamin D deficiency
Ilcuxuarpuueckas Ilcuxuatpuueckas  Ilcuxuarpuyeckas
INcuxuarpuyeckas
marosnorusa (CABI, maromorus (CIABI, maromorus (amatus,
narosiorus (CBT, B
TpeBOTa, aJIecKCUTU- TPEBOra, AJIEKCUTU-  TpeBOra, Aerpec- CTpeYaroTCsA
TpeBora, Aenpeccus)
Psychiatric disorders Musl, hobum) Must, hobun) cnst) Ul f
Psychiatric disorders Psychiatric disorders Psychiatric disorders Rare

(ADHD, anxiety,

depression) (ADHD, anxiety, (ADHD, anxiety, (apathy, anxiety,
alexithymia, phobias)  alexithymia, phobias) depression)
JInaHOCTHBIE
PAC PAC PAC 3MCHEHMS _
ASD ASD ASD A
Co cTOpOHBI Personality changes
LIEHTPAJILHOM
HEPBHOW TUMepCOHTHBOCT I TunepconmmBocth u  [MmepcowmmBocTh 1 [MTIEPCOHTMBOCTD
CHUCTEMBI OMJISIEMOCTD YTOMJISAEMOCTD YTOMJIIEMOCTDH 1 YTOMJISAEMOCTDb _
Central nervous yr . . Hypersomnia and Hypersomnia and Hypersomnia
Hypersomnia and fatigue . . .
system fatigue fatigue and fatigue

Cunnpom nepuoan- CunHapom neprogn- CHHIPOM IEPUOIN-

[NoBbIIeHHAST YyBCTBU- . . o
YECKUX JABWKCHMI  YEeCKMX IBMXKEHUU  YECKUX ABVKEHUI

TEJBHOCTb K HAPKO3Y o o N
P KOHEYHOCTEN BO CHE KOHEYHOCTEW BO CHE KOHEYHOCTEMN BO CHE —
Hypersensitivity to DR R D
. Periodic limb Periodic limb Periodic limb
anesthesia . . .
movement disorder movement disorder movement disorder
HeiiposunokpuHHEBIE CunHpipom Gecrio- CuHpapom Gectio- CuHapom Gectio-
HapylIeHus KOMHBIX HOT KOMHBIX HOT KOMHBIX HOT =

Neuroendocrine disorders  Restless legs syndrome  Restless legs syndrome  Restless legs syndrome
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Clinical
manifestations

Congenital DM 1

Huszkuii 1Q
Low IQ

JwnanazoH 40—80

Range: 40—80
KornutupHbie
HapyleHUs
Cognitive
impairments
B cpennem <70
Mean: <70
Juszaptpust
Dysarthria
Hapyiienue npukyca
Malocclusion
Peun
S h
peec Hazonammsa
Nasolalia
Hucnanus
Dyslalia
3amepxka peun
Speech delay
Ciyx PenmauBupylomue cpe-
Hearing ENS Cuanual
Recurrent otitis media
Koxka Her
Skin No

CHILD

NEUROLOGY

Infantile DM 1

Huszkunit 1Q
Low IQ

Jwuanazon 42—114
Range: 42—114

B cpennem 70—80
Mean: 70—80

Juzaprpust
Dysarthria

Hapyienue

puKyca
Malocclusion

Hazonanus
Nasolalia

Jucnanust
Dyslalia

3amepxka peun
Speech delay

Her
No

Her
No

Juvenile DM 1

CHUXEHHBII/
HopMaJibHbIN [Q
Low/normal IQ

Hapyiienue
3pUTESIBHO-TTPO-
CTPaHCTBECHHOTO

IIOCTPOCHUA

Impaired visuospatial
construction

JuzapTpust
Dysarthria

Hapyiienue

TpuKyca
Malocclusion

Hazonanus
Nasolalia

Her
No

Her
No

Classical DM1

Hopwmanbhsrii [Q
Normal IQ

Hapymienue
3pPUTETBbHO-TIPO-
CTPAaHCTBCHHOTO

TIOCTPOCHUA

Impaired visuospatial
construction

Hapyienue
BBICIIIMX UCTIOJTHU-
TeJIbHBIX (DYHKIIMI
Impaired higher-order

executive functions

CHIXEeHHE MaMSITA
Impaired memory

Juzaprpust
Dysarthria

Hapymenue

TIpUKyca
Malocclusion

Hazonanus
Nasolalia

MozkeT OBITh
CEHCOHEBpAJIbHAA
TYTOyXOCTh
Sensorineural hearing
loss is possible

MHoXecTBeHHbIE
TMMUJIOMAaTPUKCOMBI
Multiple
pilomatrixomas

bazanbHoOKIIeTOYHAS
KapLuHoMa
Basal cell carcinoma

Menanoma
Melanoma

1

IIpodoaxcenue maoba. 2
Continuation of table 2

Late-onset DM 1

Hopwmanbhsrii [Q
Normal IQ

MoryT ObITh
JIETKUE KOTHUTUB-
HbIE HApYILEHUS
Mild cognitive
impairments

MoxeT ObITh
JIETKAsi AA3apTPUS
Mild dysarthria is
possible

MoxeT ObITh
CCHCOHEBpaJbHasA
TYrOyXOCTh
Sensorineural
hearing loss is
possible

MHoXecTBeHHbIE
MMUJIOMaTPUKCOMBI
Multiple
pilomatrixomas

bazanbHoKIIeTOY-
Has KaplimHOMa
Basal cell carcinoma

Menanoma
Melanoma

N
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s IIETCKOM CHILD
HEBPOAOI'MM | NEUROLOGY

Clinical Congenital DM 1
manifestations

Infantile DM1

1

OkoHuanue maon. 2
End of table 2

Her Her
No No

B cpennewm 45 net

TTponomku- 45 years on average

TEJIBHOCTh B cpentem 60 neT
SKU3HU CMepTHOCTb Ha 1-M oy 60 years on average
Life expectancy xus3Hu >40 %

Infant mortality >40 %

Juvenile DM 1 Classical DM 1 Late-onset DM 1
AHIporeHHast AHIporeHHast
ayionenust ajionenust
Her Androgenic alopecia  Androgenic alopecia
N MHoxecTBeHHbIE  MHOXeCTBEeHHBIE
HEBYCHI HEBYCHI
Multiple nevi Multiple nevi

B cpennem 60 et B cpennem 60 et Opgﬁ:::ﬁ?
60 years on average 60 years on average Not changed usually

ITlpumenarnue. MJ[1 — muomonuueckas oucmpogus 1-eo muna; C/IBI’ — cundpom depuyuma enumarus u eunepaxmusenocmu,; I9Pb —
eacmpoazogaeeanrsras pegarokcnas boaesnv; PAC — paccmpoiicmeo aymucmuueckoeo cnekmpa; 10 — koagpgpuyuenm unmennexma.
Muomonusa+++ — muomonus ecmpeuaemcs 8 60AbUUHCINGE CAYYACE; MUOMOHUA++ — 6cmpeuaemcs uacmo; Muomonus+ — nabno-

daemcs pexce, wem npu opyeux gpopmax M 1.

Note. DM 1 — myotonic dystrophy type 1; ADHD — attention deficit hyperactivity disorder; GERD — gastroesophageal reflux disease; ASD — autism
spectrum disorder; 10 — intelligence quotient. Myotonia~+++ — myotonia develops in most cases; myotonia++ — develops frequently; myotonia+ —

develops less frequently than in other forms of DM 1.

makpouedanuu B I11 TpuMecTpe 6epeMeHHOCTH SIBIISIETCS
XapakTepHBIM CUMITTOMOM BpoxkaeHHoii M1 1 [59]. TTpu M1 1
¢ 1e010TOM Ha 1-M MecsIiie XKM3HM Ha MePBbIii ITJIaH BEIXOIUT
CHMITTOMOKOMITIEKC BSJIOTO peOeHKa: BhIpakeHHast mudy3-
Has1 MblIlIeYHAas] TMITOTOHMSI, CHVDKEHHE I OTCYTCTBUE CYXO-

KITBHBIX pehIICKCOB, IbIXaTeIbHbIC HAPYILICHWSI ¥ TPYTHOCTH
Tpy KopmiteHnH [73]. Y yacTu maipieHToB OOHapy>KMBAIOTCS
apTPOTPUIIO3 U ABYXCTOPOHHSIS IehOpMAIIKsI CTOIT, KOTOPBIE
HapsIIy C MBILIEYHOM TUIIOTOHUE MOTYT ObITh €IMHCTBEH-
HBIMUY CUMIITOMaMU TP JIETKOM Te4eHuH 6osie3Hu [17].

Puc. 2. Ocobennocmu ghenomuna nayuenmog ¢ 8poxcoennoll Gopmoi muomonuyeckoi oucmpopuu 1-eo muna (cobcmeennvie HabAIO0eHUs A8MOpa):
a — nayuenm A., 9 1em, ¢ npeobradanuem @ KAUHUHECKOL KAPMUHe UHMEeANeKMYanbHbIX U nogedenyeckux napyuwenui,; 6 — nayuenmia C., 6 aem, ¢ 3a0ep-
JICKOI NCUXOPeHe6020 Pasgumus, NPOONEPUPOBAHHOU 2udpoyedanueil, madicenviMu 08ULAMENbHbIMU U OpMOneouecKumy Hapyueruamu, 8 — nayuenmka I,
3.nem, ¢ 3adepackoii ncuxopeuesoeo pasgumus U 0ghmanbMoao2uecKoll hamonoaueti

Fig. 2. Phenotype features of patients with congenital myotonic dystrophy type 1 (author’s own observations): a — patient A., 9 years old, with a predominance
of intellectual and behavioral disorders in the clinical picture; 6 — patient S., 6 years old, with delay mental and speech development, operated on hydrocephalus,
severe motor and orthopedic disorders; 6 — patient G., 3 years old, with delay mental and speech development and ophthalmic pathology



IETCKOM
HEBPOAOT UM

TUNUIHBIMY CUMITTOMAMU P POXICHUU SBIISIIOTCS
¢J1aboCTh JULEBOU MYCKYJIATypbl, TUXUIA KPUK U ILIay,
a TakkKe MUKPOaHOMaJIMU pa3BUTHUS (BbICOKOE HEDO, MTO3,
VIJUHEHHOE JIMIIO, HeIIPaBUJIBHBINM IPUKYC), aTpodus
BUCOYHBIX MBIIIILI, TaK HA3bIBAEMbIi KapIIOBHIi POT, hop-
MUPYIOLIMIACS BCJIEACTBUE CIA00CTU JIMLEBOM MYyCKYyJa-
TypBl U HEMIPAaBUJIIBHOTO IIpUKYyca (IIpeIcTaBiIsieT co0oit
nedopMalio BepxXHell TyObl 110 TUITY MHBEPTUPOBAHHOM
oykBbl V) (puc. 2) [51]. I1pu Haamyuu ciraboctu opoda-
PUHTEaIbHOI MYCKYJIaTyphl Y HOBOPOXKICHHBIX Pa3BUBa-
eTca gucdarusi, Hepeako TpeOyolas rnepeBoga peoeHKa
Ha 30HI0BOE ITUTaHue. [IpIxaTeIbHbIe HApYIIICHMS BCTPE-
yatorcst B 50 % ciyvaes [26, 69]. M3-3a pa3BUTHS AbIxa-
TEJIbHOM HEAOCTAaTOYHOCTH WJIM CUHAPOMA BHE3AITHOU
JIETCKOM CMEPTH JICTAIBHOCTD Ha 1-M IOy XKM3HHU COCTaB-
et 25—40 % [12, 18]. Y BbOKUBILINX AeTEll HAOMI0IaeTCst
BpeMeHHas CTaOMIM3aLMsI COCTOSIHUS, M, HECMOTPSI Ha 3a-
JIEpKKy MOTOPHOIO pa3BUTHSI, IIpeodiianaroiiemMy 00Jib-
IIMHCTBY MOCTYITHA (DYHKIIUSI CAMOCTOSITEIBHOM XOIbOBI
K 18—24 mec [17, 27]. Kak u npu Kiaccuyeckoit popme
MJ/I1, mo Mepe mporpeccupoBaHusi 00JE3HU pa3BUBAETCSI
JIACTAJIbHBIA MATTEPH PACIIPENEICHUS MBILLIEYHOM c1a00-
cty, K 15—20 romam 9yacTh MaleHTOB yTpauuBaroOT aMOy-
JIaTopHYI0 QyHKIM0. KimmHmyeckast MUOTOHUS — 3afepKKa
pacciabIeHUsT MBIIIIIIEI TIOCIIE €€ TIPOM3BOJBHOIO MaKCH-
MaJIbHOTO COKPAIIIEHMS], a TAKXKE IIEPKYTOpHasl (MeXaHJe-
CKast) MUOTOHUS — PeaKIIvs MBIIIIIBI Ha yaap HEBPOJIOTH-
YECKMM MOJIOTOYKOM, IIPOSBIISTIONIAsICS 00pa3oBaHUEM
«BaJIMKa» UM «SIMKW» — OTCYTCTBYIOT B Ae0I0Te OONe3HU
1 00BIYHO BhIBIIsAIOTCA TTocie 10 et [17].

Hapsiny ¢ MbliiiedHo# ¢1ab0CThbI0 Yy MHOTHX JIETel Me-
€T MeCTO 3aJepKKa IICUXOPEUSBOTO Pa3BUTHSI, KOTOPAsI ITO
Mepe B3pOCICHUS IPUBOANT K KOTHUTUBHBIM U ITOBEIEH-
yecKuM HapyieHusM [18]. 3amep:kka pedeBOro pa3BuTHS
MOXKET OBbITh IJIABHOM U €AMHCTBEHHOM Xka1000i1, ¢ KOTO-
POl pOOUTENN MAIIMEHTOB O0PaIAlOTC K CIELIMATUCTY
[69]. HapyieHusT ICUXOPEYeBOr0 pa3BUTUS IIPUBOISIT
K Je3ajanTaluy B 6ojee cTapiieM Bo3pacte [27].

2. @opma M1 ¢ nedroToM B 1eTCKOM Bo3pacrte. Brime-
Js1r0T 2 chopmel M/I1 1ipu nedroTe B IETCKOM BO3pacTe: MH-
daHTIWIBHYIO (B ClIydae, €CIM CUMIITOMBI pa3BUBAIOTCS
B Bo3pacrte oT 1 roma 1o 10 j1eT) 1 10BeHIBHYO (TIpH Ae0r0Te
60se3nu B Bo3pacTte oT 10 10 20 jer) [26]. BaxxHo ormeTnTts,
YTO 3a1ePKKa MOTOPHOTO PAa3BUTHSI M MBIIIICYHAST TUITOTOHMST
BCTPEYAIOTCS PEAKO, MUOTOHUS OOHAPYXKMBAETCSI IIOCIIC
10-1eTHero Bo3pacTa, a TaKue CUMIITOMBI, KaK 3alepiKKa
TICUXOPEYEBOTO PA3BUTHS U TTOBEACHYECKUE UBMEHEHUS, Xa-
pakTepHblI AJ1s1 6onblIMHCTBA Aeteit ¢ M1 [17].

KoraurusHble ¥ ToBeAeHYECKHE HapyLIeHusl. Y YacTu Ae-
Teit HaOJTIoMaeTCsl CHIDKEHME YPOBHS MHTEJUICKTa, HO JaXe
IPpYA COXPAaHHOM MHTEJUICKTE Y MHOTHX MAIlUEHTOB MMEET
MECTO HapyIIIEHUE 3pUTEIFHOTO BHIMAHSI, 3pUTEIBHO-TIPO-
CTPAHCTBEHHOTIO ITIOCTPOEHMSI, ITIMCbMEHHOM 1 Pa3rOBOPHOMN
peun, 9TO MPUBOIUT K 3HAYUTEIHHBIM TPYITHOCTSIM ITPU 00y~
yeHnH. VIHTeUIeKTyaIbHBIe HApYIICHUSI MOTYT BapbUpO-

BaTh OT JIETKOW 10 YMEPEHHOU YMCTBEHHOMU OTCTAJIOCTH.
B T0 BpeMs Kak manMeHTH ¢ BpoxaeHHoM ¢opmoit M1 1
B 60 % city4aeB JIEMOHCTPUPYIOT ypoBeHb 1Q B muamna3oHe oT
40 1o 60 (yMepeHHas1 yMCTBEHHasI OTCTAJIOCTb), IIPY MH(MAH-
TWJIBHOM U I0BEHUJILHOM (POpMax 3TOT IOKa3aTeslb MOXET
jpocturath 114 (ypoBeHb MHTEIUIEKTA BhIIlIe CpeaHero) [6].
BoisiBnieHa 0OpaTHast Koppessiius MeX Iy Bo3pacToM Ae0ro-
ta MJ11 m ypoBHeM oOpa3oBaHusl. TpyTHOCTH py O0yIeHUN
B ILIKOJIE UCTIBITHIBAIOT 69—87 % mnairieHToB, Iipu 3ToM 81 %
TpebyeTcsl 00y4YeHMe MO CIlelMalIi3upoBaHHO 00pa3oBa-
TeJIbHOM rporpamme [16]. MHOrMMuU reciie1oBaTes MU IO/~
TBEPKIIEeHA MOJIOKUTEIbHAS KOPPEJISILIMS MEXKIY BEIpaXKeH-
HOCTBIO MHTEJUICKTYAIbHBIX HAPYIICHUN U KOJIMYECTBOM
CTG-noBTopoB B kposH [15, 22, 36].

IToMMMO KOTHUTUBHBIX HAPYIIICHUI Y TIAIIEHTOB IET-
cKoro Bo3pacrta ¢ M/l 1 yacTo BcTpevaroTcsl IcuxuaTpuye-
CKHME CHUMIITOMBI, Cpear KOTOPBIX CUHAPOM HeduIinTa
BHUMAaHMS ¥ TUTIEPAKTUBHOCTHU, TPEBOXKHOE PACCTPOMCT-
BO, AJIEKCUTUMMSI, HAPYIIICHNE COLIMATIN3AlINK 1 alallTHB-
Horo noseaeHus, Gooduun. CuHapoM aeduiTa BHUMaHUS
W TUNEPAKTUBHOCTHU SIBJISIETCS OMHUM M3 CaMbIX YaCThIX
McUxXMaTpudeckux 3adoneBanuii (17—35 %) u xapakrepu-
3yeTcs HapyllieHHeM BHUMAaHUS M HU3KUM YPOBHEM TUTIC-
PaKTUBHOCTH, TIPX 3TOM JIETU MEIIUTEIbHBI U CKIIOHHBI
K MOBBILIEHHOM corymBocTH [15, 16]. B 19—25 % ciayyaes
y geteii ¢ MJI1 auarHoCTUpPYIOTCSI TeHepalu30BaHHOE Tpe-
BOXXHOE PacCTPOMCTBO, cemapalliOHHAasl TPeBOTa 1 CIIe-
unduyHbie podun [16]. N. Angeard u coabr. (2018) orme-
TN, YTO YaCTOTA PACCTPOICTB ayTHUCTUUECKOTO CIIEKTPa
y IMallMeHTOB C BPOXIACHHOM 1 neTcKkuMu popmamu M1,
IO pe3yJbTaTaM KPYIHBIX HCCICTOBAHMI, BapbUPYET
oT 2,6 10 36 % [6]. Takoii LIMPOKMi1 AUAIA30H OJYYEeH-
HBIX TaHHBIX OOYCJIOBIICH TEM, YTO JIMIIb Y MAJION 9aCTH
IMAIIMEHTOB AMAarHO3 pacCTPOMCTBA ayTUCTUIECKOTO CIIeK-
Tpa OBIJI MOCTABJIEH B COOTBETCTBUU ¢ KputepusiMu DSM-
IV (muarnHocTudyeckoe 1 CTaTUCTHYECKOE PYKOBOJICTBO I10
TICUXMYECKIM PacCTPOMCTBaM 4-To U3MaHMs), ¥ OOJIBIIH-
CTBO JIETEI MMEJIH JIUIITb OTIEIbHBIC CUMIITOMBL.

IToMIMO KOTHUTHBHBIX 1 TICUXUATPIYECKIX HApYIIIEHUI
1711 naureHToB ¢ M1 1 XxapakTepHBbI TTOBbIILIEHHAS! THEBHAS
COHJIMBOCTh M YTOMJISIEMOCTD, YTO HETAaTUBHO CKa3bIBACTCSI
Ha CIIocOOHOCTU K 00y4YeHU10. [{laHHbIe CUMITTOMBI BEI3BaHbI
HapyIIeHSIMU CHA, B YaCTHOCTY CHTHIPOMOM ITepHUOIIECKIX
JBYXKEHMI KOHEYHOCTEN BO CHE, CUHIPOMOM OECITOKOMHBIX
HOT, 0OCTPYKTUBHBIM U/WIY LEHTPAJIbHBIM HOUYHBIM aIltHO?,
WMHOTIa HAPKOJICTICHEI, YTO TIPUBOIUT K HAPYIIIEHUIO CTPYK-
TYpBI CHA M YaCThIM MpoOyKaeHusIM [53].

Hapymenus peun. Hapsiny ¢ 3anepkoii rcuxopeue-
BOTO Pa3BUTHS y IeTEl BO3MOXHO N3MEHEHHE apTUKYJIS-
uuu. AuzapTpusi, pa3BUBaIOLIasCsl BCAEACTBUE CIaOOCTU
opodanraabHO MYCKyJIaTyphl U HapylIeHUs MpUKyca,
HabIromaeTcsl Kak Ipy BPOXKIEHHOM (bopMe, TaK U IIPH Je-
010Te B IETCKOM BO3pacTe U IPOSIBIISICTCS HapYIICHHEM
MPOU3HOLLIeHUSI OMIabuaIbHBIX 3BYKOB, MEXK3YOHOM apTu-
KyJsuuyei 1 Hasonanueit [20, 61].
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KenynoyHo-KuineyHble Hapymenus. JIJisi malMeHToB
c n1e0ToM 00JIE3HU B JETCKOM BO3pacTe XapaKTepHO
BOBJICUCHHE B ITaTOJOTHMYECKUN IIPOIECC XKETYTOIHO-
KuIegHoro tpakra. [1o pe3yiabraTaM MHOTOIIEHTPOBOTO
IIPOCIIEKTUBHOTO UCCIICIOBAHMS, YACTOTA PAa3BUTHSI CUM-
IITOMOB ITOPaXXEeHUSI JKeJIyIO0IHO-KUIIIEYHOTO TPaKTa 3Ha-
YHMO HE Pa3InJaeTcs CPeau IMalMeHTOB ¢ MH(paHTUILHOK
1 IOBEeHUJIbHOI (hopMaMM, OMHAKO MPEBHIIIIAET TAKOBYIO
npu BpoxxaeHHoit MJI1 [7]. Cpenu Xeayao4HO-KUIIIeY -
HBIX HapylleHuii HauboJiee 4acTo BCTpevyalTcs 00Jib
B XKUBOTE, Heep>KaHME Kajla, KOHCTUITALNS, TUCharus;
HECKOJIBKO peXe — TracTpod3odarealbHBI pedioke
u nuapes [27, 63]. BoileonucaHHble CUMIITOMBI MOTYT
OBITH CJICICTBEM MUOTOHUH TJIAIKOM MYCKYIaTyphl BHY-
TPEHHUX OpraHos [57].

Odrampmosorndeckas narosorusd. B oTmane ot B3po-
CJIBIX, Y HallMeHTOB ¢ AeboToM MJI1 B 1eTCKOM Bo3pacTe
B Hayayie 3a00JieBaHUs KaTapakTa BCTpPedacTCs PEaKo,
OIOHAKO TaKue O(TAIbMOJOIHYECKUEe HAPYIICHUS, KaK
CHIKEHUE OCTPOTHI 3pEHMSI, ACTUTMATU3M U TUTIEpMETPO-
IMUsI, TUAarTHOCTUPYIOT Y MHOTUX AeTeil. Tem He MeHee
A.B. Ekstrom u coasr. (2010) yrBepxnatot, uto y 41 % ma-
LIMEHTOB C BPOXACHHOM 1 neTckumMu popmamu M/11 Boz-
MOXKHBI MI3MEHEHMS B XPYCTAIMKAX, YKa3bIBAIOIIME HA PaH-
HIOIO CTaIuIO KaTtapakTsl [19].

MbIieynbie CAMIITOMBL. MBITIICUHBIE CUMITTOMEBI HE SIB-
JISTFOTCS IOMUHUPYIOIIMMHU B KJIIMHUYECKOM KAPTUHE Y IETEN
¢ MJI1, oOBIMHO OHU Pa3BUBAIOTCS [0 MEPE IIPOrPECCUPO-
BaHMS 00JIC3HU Y MOTYT OTCYTCTBOBATD BIIOTH IO B3POCIIO-
ro Bo3pacta [18]. ¥ HeKOTOphIX TTallMEHTOB HA0II0maeTCs
OBICTpOE HapacTaHMe MblllieuHoU cinaboctu Bo Il mekane
KM3HU, HEPEIKO MPUBOJSIIIEEe K yTpaTe CIIOCOOHOCTH K ca-
MOCTOSITEJIBHOM XOIbOE BCETO 3a HECKOJIBKO JieT. U Bce ke
y OOJIBLLIMHCTBA IeTe 1 MOAPOCTKOB MbIIlIeUHAas1 CJ1a00CTh
OCTaeTCs JIETKOBBIPAXXCHHOU M HE MPUBOIUT K TSLKEJION
vHBauau3auun. st M1 xapakTtepeH AMCTalbHbIN MaT-
TePH pacIpene/ieHNs MBIIIEYHON C1a00CTH, HO BO3MOXXHO
BOBJICUYCHHE ITPOKCUMAJIBHOU ¥ aKCUAJIBHOM MYCKYJIaTyphl
B Ae010Te 3a00JIEBaHMSI, YTO CBUAETEILCTBYET O MEHee OJia-
TOIPUSITHOM IPOTHO3e [26].

KmmHmaeckast MUOTOHMS — He BEMYIITUI CUMITTOM TSI
JIETCKOM (hOpMbI, BO3MOKHO €€ BEISIBJICHHE C BO3pacTa S JIeT,
u K 10 rogam oHa Bcrpevaercsa y 75 % manueHToB [57].
KiHuyeckast MMOTOHUMS Yallle HaOIroaaeTcsl y IeTeil ¢ IoBe-
HUJIbHOHM (pOpMOIi, MBIIIIEUHas1 cIaboCcTh OoJiee 3aMeTHa
y MalMeHTOB ¢ nH(aHTWILHOU (popmoit M1 [7].

Takue opronennueckue npoodaeMbl, Kak aedopMauu
CTOII ¥ CKOJIMO3, HEPEIKO Pa3BUBAIOTCS Y AeTel HA paHHEM
9Tare, a KOHTPaKTypPhl TOJICHOCTOITHBIX CYCTaBOB MOSIBIISI-
JOTCS TI03Ke IT0 Mepe MPOrpeccupoBaHus 6ose3Hu [26].
YacroTa pa3BUTUSL OCJIOXKHEHU CO CTOPOHBI OIIOPHO-
JIBUTATEIFHOTO aIlrapara TO0CTOBEPHO BEIIIIE CPEIM TTaIIH -
€HTOB ¢ BpoxneHHoM (popmoit MJI1 [27].

TakuM 00pa3oM, Tpu MHPAHTWIHHON U I0BEHUJILHOM
¢dopme MJI1 Ha mepBBIi IJ1aH B KIMHWYECKOM KapTHUHE

BBIXOJIST ITOBEACHIYECKIEC, KOTHUTUBHBIC M PEUEBBIC HAPY-
IIeHUS, a TaKXKe TUCOYHKIINS KeTyTOUHO-KUIIEYHOTO
TpaKTa, B TO BpeMs KaK MBIIICYHBIC CUMIITOMBI MOTYT
OTCYTCTBOBATD WJIX IIPUCOSITUHSTHCS ITO3KE IO Mepe IIPOo-
rpeccupoBaHus 00JIE3HU.

3. Knaccnueckas ¢opma MJI1. [1pu knaccumaeckoi
(B3pocioii) popme MJI1 nebroT 60JIe3HN IPUXOTUTCS Ha
Bo3pact oT 20 10 40 et [7]. [ToMuMo KI1acCUYeCKNX MbI-
LLIEYHBIX MPOSIBJIEHUI, BKJIIOYAIOLIUX CJ1A00CTh, TUIIOTPO-
1M 1 MUOTOHMIO, Y ITAITMEHTOB UMEET MECTO ITOpaXKeHUE
MHOTHX OPTaHOB Y CUCTEM, CPeIr KOTOPBIX OIIMCAHO BO-
BiieYeHUE TepudepruuecKoil 1 LeHTPaIbHON HEPBHOM
CUCTEMBbI, CEPICUYHO-COCYINCTON CUCTEMBI, XKETYAOUHO-
KHUIIIEYHOTO TPaKTa, SHAOKPUHHBIX OPTaHOB, a TAKXKE pa3-
BUTHE PAaHHEM KaTapaKThl.

Mblieynble CHMOTOMbI. B K1MHMYeCKO KapTUHE 10-
MUHHPYIOT MBIIIEYHAs CJ1a00CTh, aTpOGUs TUCTAIBHBIX
OTIEJIOB KOHEYHOCTE M MUOTOHMS. [IpenmyIiiecTBeHHO
BOBJICKAIOTCSI CTUOATEIN ITaIbLICB PYK, ThUIBHBIC CTHOAaTe-
JIM CTOTIBI, CTUOATEIN U pa3rudaTen Ieu, JINIeBast My-
CKyJIaTypa, B JAJIbHEMIIEM B ITATOJOTMYECKUNA ITPOLECC
HepPEeaKO BOBJICKAIOTCS M IIPOKCHUMAJIBHBIC TPYIIITHI MBIIIIIT
[29]. IIpu ocMoTpe oOpaIIaioT Ha ce0sT BHUMaHKUE BhIpa-
JKEHHBIC TUIIOTPO(DUM HE TOJIBKO TUCTAJbHBIX OTIEJIOB
BEPXHUX M HIDKHUX KOHEUYHOCTEH, HO ¥ TPYANHHO-KITIO-
YUIHO-COCIUEBUIHBIX MBI, JUIEBON MYCKYJIATypHI,
BUCOYHBIX 1 3K€BAaTEIbHBIX MBIIIIII.

MuoTOHHMS BCTpPEYaeTCs] B PA3IMYHBIX MBIIICYHBIX
rpyIIax, HO Yallle B KHUCTSIX, XKeBaTeIbHBIX MBIIIIIaX
U s13bIKe. XapakTepeH (heHOMEH «BpabaThIBAHMSI», T.¢. YMEHb-
IICHUE BBIPAXKEHHOCTH MUOTOHUY TTPY TIOBTOPHBIX MBIIIIEY-
HBIX COKpaIIeHUsIX. B To ke BpeMsi OHa MOXKET YCHIINBATh-
csI IO BO3ACHCTBUEM Pa3HBIX TPUITEPOB, HAIIpUMEDP Ha
xoJjioze 1 Ha ¢oHe crpecca [66]. HeobxoanMo mOMHUTE,
YyTO Ha (POHE TSKEJIOro Iape3a 1M aTpodU MBI BbIpa-
KeHHOCTh MUOTOHMY YMEHBIIIAETCS.

ITopa:xxenune nepucpepudeckux HepBoB. [lopaxeHue re-
pudeprIecKX HEPBOB TaKXe ONMMCAHO Yy IallMEHTOB
¢ M/I1, mpu 3TOM TOJIMHEeHponaTusi BCTpeyaeTcsl Jalle
y MaIlMeHTOB C COIYTCTBYIOIICH MHCYTMHOPE3UCTEHTHO-
CTBIO, a TaKXe NUC(PYHKIMEH IMUTOBUIHOM XKEIe3HI.
VY nmauueHToB, He UMEIOLIMX META00IMUYEeCKUX HApYLLICHU,
MOXET pa3BUBAThHCSI CECHCOPHAsI aKCOHAIbHAS ITOJIMHEMPO-
IMaTHsI, 9aCTO IPOTEeKaIoIast CYOKIIMHUISCKH, BBIBIIIEMast
TOJIBKO TIPY BHITIOJTHEHUY CTUMYJIIIIMOHHOM 3JIEKTPOHEH -
pomuorpacduu [47]. B Hacrosiee BpeMsI HETOCTATOUYHO
JIAHHBIX, IIO3BOJISIIOLINX TOYHO BepU(UIIPOBATH ITUOJIO-
TYI0 BOBJIeUeHU TiepudeprudecKux HepBoB rmpu M1 1.

KoraurusHble 1 SMOLMOHA/IbHBbIE Hapymenusi. HecMoTpst
Ha To, yTo M]I1 siB/IsIeTCS HEPBHO-MBIILIEYHOU 00JIE3HbIO,
BOBJICYCHME B MATOJOTUUYECKUM IIPOLECC LEHTPAIbHOM
HEPBHOI CUCTEMBI I0KA3aHO MHOTMMU HCCJIEA0BAHUSIMU
[44, 68]. TToMrMMO KOTHUTHMBHBIX HAPYILIEHUIA, BKITIOYAIOLIIVIX
CHIDKCHHUE TaMATH, HapyIIeHNe 3pUTEeIbHO-TIPOCTPAHCT-
BEHHOTO MOCTPOSHMSI 1 BBICIINX UCITOTHUTEIbHBIX (DYHK-
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LIMi1, y MHOTHIX TTAIIMEHTOB HAOIIONAIOTCS SMOIIMOHAIBHBIC
W TMYHOCTHBIE M3MeHeHus [70]. KimmHnueckn 3Haummast
armaTus, IETPECCHs M TPEBOTa BEISIBIISTIOTCS Y IIPe00IIamaro-
111eT0 OOJBIIIMHCTBA MALIMEHTOB, IPU 3TOM CUMITTOMBI Tpe-
BOTH U IETIPECCUIN MOTYT OTpaXKaTh alallTallMOHHYIO peak-
LIMIO B OTBET Ha ITporpeccrupoBanue cone3nu [60, 67].

I1pu npoBeaeHUKM MarHUTHO-PE30HAHCHOM ToMOTpaduun
TOJJOBHOTO MO3ra y naureHToB ¢ MJI1 MOTYT BbISIBISITCS
TaKye M3MEHEHUS, KaK TUTICPUHTEHCUBHOCTD OSJIOTO Bellle-
CTBa B 00JIACTU MOJIFOCOB BUCOYHBIX JI0JIEi, TOOHBIX U Te-
MEHHBIX J0JIeH, a TaKKe INI00aIbHAsI KOPTUKAIBHAS aTpo-
¢usi, CBUIETEIBCTBYIONINE O MOPAXXCHUN LIECHTPAJIbHOM
HepBHOM cucTembl [45]. TToBbIIeHWe cUTHANIa OT OEJI0To
BelecTBa B T2-pexkmMe MOXET ObITh OIIIMOOYHO MHTEPIIPE-
TUPOBAHO KaK oyaru AEMUEIUHMU3ALMUW, YTO TMPUBOAUT
K Ha3HAYCHUIO HepallMOHAJILHON (hapMaKOTepary 1 3a-
JIiepXKe B YCTAaHOBJIGHMM BepHOTo nuarHo3sa [37].

Hapymenusi cHa. YTOMJISIEMOCTb U MOBbILLIEHHAS THEB-
Hasl COHJMBOCTHL BcTpevatorcss y 70—80 % manueHTOB
U MOTYT OBITH ITEPBBIMUA CUMIITOMAaMMU TIpY KJIACCHUECKOi
dopme MJI1, 1 3HAaUMMO CHIKATh Ka4eCTBO XKU3HU TTaLy-
eHToB [14, 55, 64]. B pa3BuTHe TaHHBIX CUMIITOMOB, IIOMH-
MO CJIa0OCTH IBIXaTeJIbHON MYCKYJATYPhl, BHOCSIT BKJIAL
HapyIIeHUSI CHa B BUIE IIEHTPAJIbHOIO HOYHOTO allHO?,
OOCTPYKTHBHOTI'O alTHO3 CHA, HOYHOU TMIOBSHTWISIINH,
a TaKkKe IBUTATeIbHBIX HapYIIeH!I BO CHE: CMHIpOMa Oec-
TMOKOWHBIX HOT U TIEPUOINYECKUX IBUXKEHUI KOHEYHOCTEU
BO cHe [56, 71]. HacTopo:XeHHOCTb O BBILIEOMMCAHHBIX
CUMIITOMAaX KpalHe BaXKHAa B CBSI3U C UX MOTCHIMAIbHOU
KypaOeIbHOCTBIO; TaK, UCIIOJIb30BAHIE HEMHBA3BHOM BEH-
TWISILIMA JIETKUX MO3BOJISIET KyIIUPOBaTh CUMIITOMBI 00-
CTPYKTUBHOTO aITHO? CHa, a MpUMEeHEHHe T0(DaMUHEePIH-
YECKMX MPEIapaToB — YMEHBIINTD CTETICHb BEIPAXKEHHOCTHU
CUHJIpoMa OeCITOKOMHBIX HOL.

Cepneuno-cocymicToie Hapymenus. Hapyimenus co cro-
POHBI CEPICIYHO-COCYIUCTOM CUCTEMBI HapsIAy C IbIXaTelIb-
HOM HETOCTATOYHOCTBIO SIBJISTIOTCS BEMYIITUMU IPMYMHAMEI
CMEPTHU y MALIMEHTOB TIpU Kaccudeckoit popme M1 [8].
Kapauonornyeckue CUMIITOMbBI OOBIYHO MPOSIBISIIOTCS
B BUIE ITPOTrPECCUPYIOIIEH aTPUOBEHTPUKYJISIPHOM 6J10Ka-
IIBI, HECKOJIBKO pexXe — MUCHYHKLIMU CHHYCOBOTO Y3IIa,
XKeJIyIOYKOBOI U TIpeACepIHON (UOPWIIISIIANA U TpeTieTa-
Hus nipencepnuii [28, 50]. BoamoxHo Hamuue y marnmeH-
TOB 3JICKTPOKAPIUOTrpadIeCKIX OTKIIOHEHWI, HATIpUMED
yrnuHeHus uHTepBaioB PR-, QRS- u QT, He compoBo-
XKIAIOIIMXCI KIMHUYECKOU cuMnToMaTukoi. Takue 6ec-
CHMIITOMHBIC HApYIICHUSI HEPEIKO SIBJISTIOTCST IIPUYUHOMN
CUHIIpOMa BHe3aIHol cepaeyHoii cmeptu [31]. Perymsp-
HOE MPOBEICHNE XOJTePOBCKOIO MOHUTOPHPOBAHMS SJICK-
TPOKAapAMOTPAMMBI ITO3BOJISIET HAa pAaHHMX 3TaIlax IUarHo-
CTUPOBATh HAPYIICHUS pUTMA U IIPOBECTU MEPOIIPUSITHS,
KOTOpBIE TTO3BOJISIT CHU3UTDH PUCK Pa3BUTHSI BO3MOXKHBIX
OCJIOXKHEHUMU.

OdransmosiornyecKkas naToJiorusa. PaHHSS TepeaHsst
WJIU 3a0HSI CYOKarCy/IsIpHas KaTapakTa 10 TUITY «<HOBOTOII-

Heit enku» (“Christmas tree”), pa3BUBaIOIIAsCs B BO3pacTe
1o 50 yet, IBNIIeTCS XapaKTepHBIM MPU3HAKOM OOJIE3HU.
Takoe Ha3BaHME OHA TOJTYYMIa M3-3a MHOXKECTBEHHBIX pa3-
HOIIBETHBIX IEPEIUBAIOIINXCSA BKIIOUCHMI, JIOKATU3YIO-
IIAXCS IPEUMYIIIECTBEHHO B 3aHEH KalICyJie XpycTaanuKa
[45]. BaxkHO OTMETUTD, UTO JaHHbIE U3MEHEHMSI BHISIBIISI-
I0TCS TIPU OPTAIBMOJIOTHYECKOM OCMOTpPE C ITOMOIIBIO
1LIeJIEBOM JIaMITbI, B TO BpeMsl KaK Py IIPSIMOIT 0pTaTbMO-
CKOITMH MX MOXHO He yBUAETH [66]. KaTapakTa 10BOIBHO
OBICTPO MPOIrPECCUPYET, YACTO €CTh HEOOXOAUMOCTD ITPO-
BEICHUSI XUPYPTUUIECKOTO JICICHUS I10 3aMEeHe XpycTaInKa
B TeUCHME HECKOJBKMX JIET MOCJE IOSIBICHMS ITePBBIX
CHMIITOMOB.

Kenynouno-kuieunblie Hapymenus. Hepenko y mauu-
eHToB ¢ M/I1 HaGmoaa0TCsl U3MEHEHMSI B J1a0OPaTOPHBIX
ITOKAa3aTeJIsIX, B YACTHOCTH ITOBBIIICHUSI YPOBHEH acmap-
TaTaMUHOTpaHC(epasbl U alaHMHAMUHOTpaHCdepassl,
OOBIYHO He TIpeBhIIaIe HopMy B 2—3 pa3za. [Ipenmno-
JIaraeTcs, 9TO ITOBBIIICHNE YPOBHS TaMMa-TJIyTaMIITPaHC-
¢epassl BEI3BAHO COKPAIICHUSIMH KETYHBIX KaHaJIOB
U TIPOTOKOB. 3aepKKa OIMOPOXKHEHMS XKEeJTTHOTO ITy3bIpsT
MOXKET YBEJIMIUTH PUCK 00pa30BaHMS XKEITYHBIX KaMHEH
[66]. YepenoBaHue 3a11opoB, B3AYTHUS JKMBOTA U JUAPEU —
YacThlii cUMITTOM y nauueHToB ¢ M1 [48]. ducdarus,
pa3BUBAIOIIASICS BCJIICACTBUE CHUXKCHMS IJIOTATEIbHOTO
pedirekca 1 MOTOPUKH THIIEBOIA, IIPUBOIUT K ITOBBIIIIC-
HUIO pUcKa acnupauuu. B couetaHuu co cinaboCcThIO Abl-
XaTeJIbHOM MYyCKYJIaTypBhI 3TO BJICUET MOSBICHUE PEIIVIM -
BUPYIOIINX THEBMOHMI U IMOBBIIIICHHOTO PHICKa CMEPTH.
MerakoJIOH ¢ pa3BUTHEM KUIIEYHOM HEIPOXOIMMOCTH,
3aBOpOTa M pa3phbiBa KMUIICYHHUKA SIBISICTCSI CEPhE3HBIM
M OMACHBIM JUISI XKU3HU OCJIOXKHEHEM [69].

ITopaxxenue Koxku. TiareabHbIA OCMOTP KOXHbBIX IO~
KpPOBOB IallM€HTa MOXEeT MOMOYb B auarHoctuke MJI1.
¥V nanmenros ¢ M1 1 BcTpevaroTcst TaTOTHOMOHUYHBIE KOX-
HbIC U3MEHEHHST — MHOXECTBEHHBIE ITUJIOMATPUKCOMBI —
JIIOOPOKAYECTBEHHBIC OITYXOJIU IIPUIATKOB BOJIOCSIHOTO
MaTpHUKca, IIPeACTABISIONINE COOOM IJIOTHBIC Y3€JIKN Ha
roJIOBE U 1lIee, KOTOPbIE SIBJISIOTCS CaMOIA 4acToi 100po-
Ka4eCTBEHHOM OITYXOJIbIO M MOTYT CIIY>KUTh PAHHUM CITe-
mudunaeckum mapkepom MJI1 [21, 33, 72]. Boabioe ko-
JIMYECTBO HEBYCOB KOPPEIUPYET C OOJIBIITNM KOJIUIECTBOM
CTG-nioBTOpOB [13]. Takke TTpu 0CMOTpPE MOXHO OOHa-
PYXKUTh OYArOBBIil TUTIEPTUAPO3, DOUTUKYISIPHbIN TUTIep-
KepaTo3, PAaHHIOI aHAPOTCHHYIO aJIOICILINIO, TPUXOKIHE3,
Cce0OpEeITHBIN TePMATUT, TUIICPIIUTMEHTHBIC TISITHA M paH-
HIOI0 cenuny [11].

DHmokpuHHbIe Hapymenns. st MJI1 xapakTepeH psin
SHIOKPUHOJIOTMIECKIX HapYIIeHUH: MHCYTMHOPE3UCTEHT-
HOCTB, CaXapHBIA ArabeT 2-TO TUIIA, TUIIOTOHAIN3M, Ha-
pymieHne (pyHKIWU IIMTOBUIHON M MapalldTOBUIHOMN
XKeJie3bl, a Takke geduumt ButamuHa D. E. Passeri 1 coaBT.
(2013) coobmraioT 0 BOBJIEUEHHUH I10 KpaliHeit mepe 1 op-
raHa 9HIOKPUHHOMW CUCTeMbl y 44 % maludeHTOB Ha UC-
XOIHOM YpoBHe U y 84 % mauueHTOB 4yepe3 8 jeT [46].
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HexoHTpoaupyeMbiii caxapHbIii 11adeT MOXET yCYyIyOUTh
MMEIOIIYIOCS KIIMHUYECKYIO KapTUHY BCJICACTBHE pa3BU-
TUs 1MabeTUYEeCKOU MOJIUMHENAPOINaTuM, KOTopasli B CBOIO
ouepenb NPUBOIUT K YCUJIEHUIO HEYCTOMYMBOCTU IpU
XOIb0e M YYBCTBUTEIHLHBIM HAPYIICHUSM B OUCTAJIbHBIX
oTJeaX KOHEYHOCTel, HeliponaTu4ecKomMy 0oaeBOMY
cuHapoMy [69]. [unepnapatupeos MoXeT IOTEHLIMPOBATh
MMeIOIYyIocs Yy nanueHToB ¢ M/I1 yroMisieMoCTb U Mbl-
LIEYHYI0 cIa00CTh. [MMoroHagu3M IPOSIBIISIETCSI IPEK-
TUWIBbHOM TNCPYHKUIMENH, HU3KMM YPOBHEM TECTOCTEPOHA
U aTpodureii IMIeK y My>KIMH, Y XKSHIITMH — HapyIIeHUEM
MEHCTPYaJIbHOTO LIMKJIa, MPUBBIYHBIM HEBbIHALLIIBAHUEM
0epeMEHHOCTH, paHHUM KauMakcoM [62]. [Tporpeccupy-
1o1ast aTpoUsI STMUYEK SIBJISIETCST XapaKTePHBIM ITPU3HAKOM
60oJs1e3Hu 1 BcTpedaeTcs B 80 % ciyuaes. [iicromornyeckue
M3MEHEHUS BKITIOYAIOT T’MaJIMHU3aLNIo, aTpoduto, hudpos
CEMEHHBIX KaHAJIBIIEB ¥ CHIDKCHIE KOJIMIECTBA CIIepMa-
T030MI0B. OJIUTOCTIEPMUSI U 2300CIIEPMUSI BBISIBJISTIOTCS Y
73 % nauuentoB ¢ M1 [34].

Onkosiornyeckue 3adoynepanusd. Y namyeHTos ¢ M1
BBILIE PUCK pa3BUTUS 0a3aIbHOKJIETOYHOM KapLIMHOMBI U
MeJIaHOMBI, 4eM B o011eit rromyssiuyu [40, 68]. ITo pesynb-
TaTaM KPYIHBIX SMUIACMHUOJIOTHYECKUX MCCASIOBAHUIMA,
MJI1 saBnsieTcs1 mepBoit 00JIe3HbIO 3KCIIAHCUM, ITIPU KOTO-
poli moKa3zaHa MpPeapacIiooXeHHOCTh K Pa3BUTHIO paKa
[1]. Hanbonee yacTto cooOl1iaeTcsi 0 pa3BUTUMM paka -
TOBUIHON XeJe3bl, OPraHOB PEIPOAYKTUBHOMN CUCTEMBI
(sIM4YeK, mpeacTaTeIbHOM XKeJIe3bl M SHIOMETPHST) M KOJIO-
peKTaIbHOTO paka [29].

Takum obpazom, 111 Kimaccudeckoit hopmbr M/ 1 B paB-
HOI CTETICH! XapaKTePHO HATMIKE KaK MBIIIICYHBIX CUMIITO-
MOB, TaK 1 BOBJICUCHUSI MHOTMX OPTaHOB U CICTEM.~

4. ®opma M1 ¢ no3gaum aediorom. JlanHas dopma
nebrotupyet mociie 40 J1eT M XapaKTepu3yeTcsl TOBOJILHO
MSTKAM (DeHOTUTIOM 1 OJIaTOIPUSATHBIM ITporHo3oM. He-
PENKO eMMHCTBEHHBIM CUMIITOMOM OOJIE3HN MOXET OBITh
paHHSS KaTapaKTa WIX (DPOHTAJIbHAS aJIOIIeIs IIPU OT-
CYTCTBUM KaKUX-JINOO MBIIIEYHBIX CHUMITTOMOB. B ciryuae,
©CJIM MBIIIIeYHast C1ab0CTh M MIOTOHUS pa3BUBAIOTCSI, OHU
HEe IPUBOIAT K TSDKEION WHBAIMAW3AINN IallMEHTOB
M 9aCTO OCTAIOTCSI He3aMeUeHHBIMU. [1pomosKUTeIbBHOCTD
xu3HU 1ipyu MJ11 ¢ mo3gHuM ae010TOM OOBIYHO HE U3Me-
HEHa, B OTJIMYXE OT ITALIMEHTOB C BPOXICHHOM, IETCKOM
u B3pocnoit popmamMu MJI1, 4bsT TPOAOIKUTEIBHOCTD
Ku3HM cocTaBiseT 45—60 ner [26]. OnHakKO HEOOXOIUMO
ITOMHHUTB O BO3MOXXHOCTH Pa3BUTHSI HAPYILICHUS CEPACYHOMN
IIPOBOIMMOCTH JIaKe ITPU MATKOM (hopMe 3a00JIeBaHUS.

06cyxxaeHune

Hecmotpst Ha To, yTo M1 1 sIB/ISIETCSI OMHOM U3 CAMBIX
pacIpocTpaHeHHBIX HEPBHO-MBIIIEYHBIX 00JIe3HEH cpenu
00111eli MOIMYJISILMK B MUPE, CYLLIECTBYET IIpodJieMa ee HU3-
KOW BBISIBJISIEMOCTH, OCOOEHHO cpeau aeteid. JlaHHast mpo-
0J1eMa OTYaCTU O0YCJIORJIEHA T'eTePOreHHOCThIO KIIMHUYECKOM
CHMIITOMATUKU, MYJIBTUCUCTEMHOCTBIO 1 OCOOCHHOCTSIMU

ne6iota M/11 mpu pasHbix hopmax. Huzkast BEISIBIISIEMOCTh
M/I1 cpenu neTcKoro HaceaeHus1 00yC/IOBIeHa OTCYTCTBUEM
B Je010Te 00JIE3HU KJIACCUYECKUX MPOSIBIICHUM, TIPUCYILIIX
B3pocioit ¢popme. Takue neTn HAOMIOJAIOTCS C 3aAePXKKOM
TICUXOPEYECBOTO PAa3BUTHSI, PACCTPOMNCTBAMU ayTUCTUIECKO-
ro CIEeKTpa U APYTMMHU MOBEAEHYECKUMU HAPYLIEHUSIMU
y HETCKUX TICUXMATPOB. TpynHocTH nuarHocTuku M1
y IMAIIMEHTOB 1-T0 roga XXU3HU MOTYT OBITh CBS3aHBI C He-
crienuPUIeCKUM CUMIITOMOKOMITIIEKCOM «BSUIOTO peOeH-
Ka», KOTOpbI HaOII0maeTCsl MpU OOJIbIIOM KOJIUYECTBE
Ipyrux Hozonoruil. Takxke BoJIHOOOpa3Hoe TeueHue 00-
JIE3HM C MEPBBIM ITUKOM Ac0r0Ta Ha 1-M Mecslle XU3HU
C TIOCTICMYIOIINM HACTYIUICHUEM BPeMEHHO cTabmim3a-
LIMKA COCTOSTHUSI TTIPUBOAMT K 33JI€PXKKE YCTAHOBJICHUS AU -
arHosa. ¥ gereii ¢ BpoxXIeHHOM (popMoii 001e3HU UMEIOT-
Csl BBIIICONIMCAHHBIE (DEHOTUITMYECKIE OCOOCHHOCTH,
MpY HAIMYMKY KOTopbix M/I1 OyzeT nepBbiM 3a001€BAHUEM
B criicKe quddepeHINaIbHOIO TMarHo3a «BsUIOro pedeH-
Ka»; 11t M/11 KJTloueBbIM 4acTo SIBJSIETCSI OCMOTP MaTepu
pebeHka. Takske Tpu Kilaccuueckoit (popme y ImaireHTOB
Pa3BUBAIOTCS IIPEUMYIIICCTBEHHO MTUCTAIBHBIN ITepude-
pUYECKUI TeTparape3 U cJIaboCTh crudaTesiei 11eu, a IIpu
nebroTe 00J1e3HU B IETCKOM BO3pacTe MblllieuHasi CJIaboCTh
MOXKET OTCYTCTBOBATb WJIM OBITh BHIPAXKCHHOW HE3HAYM-
TeJIbHO. MUOTOHUS, BCTpeYarolasics y peooJiagatoliero
OOJILIIIMHCTBA MALIMEHTOB ¢ KJIACCMYECKOi (DOpMOI O0JIe3HM,
y IeTel, KakK IpaBUjIo, OTCYTCTBYET IpUMeEpHO 10 10-1eTHe-
ro Bo3pacrta. Karapakra, sSIBIISTIOIIAsiCSI CAaMBbIM YaCTBIM CO-
MaTHUIECKIM CUMITTOMOM Y B3POCIIBIX TTALIEHTOB, IIPH IET-
cKux (hopMax 00JIE3HU BCTPEUACTCSI PEIKO.

3aTparuBasi TeMy TeHETUICCKOM TUAarHOCTUKH, HE00-
XOIMMO OTMETUTb, YTO Tpeobanaroliee 00JbILIMHCTBO
nabopatopuii B Poccuu Mcnosib3yloT TpeXIpaiMepHYIo
IMOJIMMEPA3HYIO LIEITHYIO PEaKIINIo, C IOMOIIBIO KOTOPO
MOXKHO TOATBEPAUTE NHMarHo3. Mcmoibp3oBaHne KOJIMIe-
CTBEHHOr0 MeToja OJOT-TMOpUAN3alUU MO3BOJISIET TO-
cuynTaTh ToyHOe KonmmdectBo CTG-TTOBTOPOB, UTO SIBIISI-
eTCsl aKTyaJIbHbIM JJIsI 00Jie3Hel dKCIaHCUU. XOPOIIo
M3BECTHO, YTO IS TAKKX 00JIe3HEH XapakTepeH (heHOMEeH
a"HTuumMnanuy. 3Hasg TouHoe KonmdecTBo CTG-oBTOpPOB,
MOXHO TIPeAIIOI0XKUTh MPUMEPHBIN Bo3pacT nedrora M1 1
U OLEHUTh MPOrHo3. XOTs1 OOJbIIMHCTBO IyOIUKaLUA
YKa3bIBaIOT Ha ITOJOXUTEIbHYIO KOPPEISIIINIO MEXITY KO-
ymuectBoM CTG-IOBTOPOB M TSKECThIO TeUeHMSI OOJIE3HU,
B HEKOTOPHIX OTIEIbHBIX CIIy4asiX BBISIBJICHO HECOOTBET-
CTBHME JaHHOU 3aKoHOMepHOCTU. C MPOTHOCTUYECKOI
TOYKHU 3PEHUS U IIJIST BBISIBJICHMSI BO3MOXKHBIX, OITMCAHHBIX
paHee B Pa3HBIX MCCIICIOBAHMSIX HECOOTBETCTBUIM BaxKHO
omnpeneneHne TouHoro Konmmdyectsa CTG-TTOBTOPOB y TT0-
OYJISILUKM POCCUMCKMX MaLeHToB ¢ M/J11.

Oco0oe colMaabHOE 3HAYCHUE NMEET CO3MaHNe U IO/ -
nepxaHue peructpa nauueHTon ¢ MJ11, a Takxke oO0beau-
HEHME NAIMEHTOB 1 UX CeMel B ITAIIMEHTCKIE COOOIIIECTBA.
CoszgaHne MogoOHBIX OpTaHM3alNii ITO3BOIUT 00ECIICYNUTD
KOMMYHHUKAIIAIO MEXIY CEMbSIMU, TIOBBICUTH OCBEIOMIICH-
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HOCTb O TeUeHUHU 00J1e3H1, BOZMOXKHbBIX OCJIOXKHEeHUsIX M/11
M criocobax MX MpeaoTBpalleHusl KaK y MalMeHTOB, Tak
U 'y MEIULIMHCKUX COOOIIECTB, a TAKXKE YIyYLIUTb KAYeCTBO
OKa3bIBAEMOM MEIUIIMHCKOM ITOMOIH U TIOBBICUTD KAYECTBO
xu3Hu naureHToB ¢ MJI1. Ceityac B MMpe HECKOIBKUMU
BeIyLLIMMU JIA0OpaTOpUsSIMU BeeTcsl pa3paboTKa IaToreHe-
TUYECKOM Teparnuny, BKITIIoYaromiei 3 moaxoaa: co3naHue Ma-
JIBIX MOJIEKYJ, CO3IaHUE TIPENapaToB Ha OCHOBE AaHTUCMbI-
CJIOBBIX OJIMTOHYKJIEOTUMAOB W 3aMECTUTEJbHYIO T€HHYIO
Tepanuio; yacTth rpernapartos rpoxoadat 11 u 111 da3y knmHn-
YECKUX UCTIbITAaHUIA. B CBSI3U € 3TUM 0XKMIAI0TCSI 3HAYUTEb-
Hble MI3BMEHEeHUs1 B moaxonax K tepanuu M1 yxe yepe3
HECKOJIbKO JIET.
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KJIIMHUYeCKas KapTUHa TIpY BpoXIeHHOoM (popMme, popme
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