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Muomonuueckas ducmpous — vaubonee uacmas HacaedcmeerHas Gopma MoiueuHol Qucmpopuu y 83pocavix. 3abonesanue Xapaxmepusyemes npoepeccupyio-
WUM PUROM MEHeHUS, AYMOCOMHO-00MUHAHMHBIM HACACO0BAHUEM U MYALIMUCUCIEMHBIM NOPANCEHUEM (CKefemHble Mbiuilbl, MUOKAPO, SHOOKPUHHAS cUCmeMa,
0peat 3peHus u 0p.). B cmamve paccmMampusaromes KAuHu4eckue RposeaeHus MUOMoHu4ecKol ducmpoduu 1-e0 u 2-20 munos, a maxoice aHaAU3UpyIOmcs 2exe-
muteckue achekmbl U cogpemMenHble n00X00bl K QuaeHocmuke Muomonuseckoii ducmpoguu. Tpedcmasaeno cobecmeerHoe Kaunuueckoe Habaioderue 3a001e8anus
6 ceMbe, JeMOHCMpUpYiouiee pedkoe coYemarue MUOMOHUecKol oucmpopuu 1-20 muna, cupuHeoMueauy U nPOKCUMAAbHOL MblideyHoll caabocmu, a maxace
Ha2ASO0HbLI nPUMED (DeHOMEHA AHMULUNAUUI.

KmoueBbie caoBa: muomonuueckasn 0ucmpodmﬂ, muonamus, MyabmucuCmemHoe nopaxcenue, 3KCNAHCus MUKpocamesiumHuuvlx noemopos,
anmuyunauyus, CupuHeomuenus.
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Myotonic dystrophy: genetics
and clinical polymorphism
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Myotonic dystrophy is the most common form of hereditary progressive muscular dystrophy in adults. The disorder is characterized by progressive course, autosomal
dominant inheritance and multisystem involvement (skeletal muscles, myocardium, endocrine system, eyes, etc.). The paper highlights a huge heterogeneity of
clinical manifestations of myotonic type I and type 2, and reviews genetic aspects and current approaches to the diagnosis of myotonic dystrophy. We present our
own clinical observation of myotonic dystrophy in a family, which demonstrates a rare combination of a classical form of myotonic dystrophy type 1, syringomyelia
and proximal muscle weakness, and provides an classical example of the phenomenon of anticipation.
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Bsenenue U CHCTEM — HauboJiee 4acTo HapylleHUe CEpIeYHON MPOBOIM-

MOCTHU UM PUTMA, PAaHHIOIO KaTapakTy U S3HIOKPUHHBIE HApYyIIIe-
Muotonuyeckas muctpodus (manee M, YTO COOTBETCTBYET Hud [1]. D10 camas yactas reHeTuyeckas (Gopma MbILICYHOI
MIPUHSITOMY B aHTJIOSI3bIYHOM JUTepaType cokpaieHuio DM — JUCTPO(UY y B3POCIBIX, C KOTOPOU TIPUXOAUTCST CTATKUBATHCS
Dystrophia myotonica), TpaIMIIMOHHO paccMmaTpvBaeMas B B KJIMHUYECKOW TPAKTUKE KaXIOMy HEBPOJOrY Ha DYTHMHHOM
CMEKTPE MPOTPECCUPYIOLIMX MBILMIEYHBIX AUCTPOQUIA, Mpea- npueme. BmecTe ¢ TeM BbIpakeHHas! KJIMHUYECKas TeTepOreH-
CTaBJIsIeT cO0OM KJIMHUYECKHM TETePOreHHOE MYJIBTUCUCTEMHOE HOCTb U (DeHOTUTINYECKOE MEPEKPHITHE C IIMPOKUM CIEKTPOM
3a00/1eBaHUE, OCHOBHbIE KIMHAYECKUE MPOSBICHUSI KOTOPOTO HACNECTBEHHBIX U IPUOOPETEHHBIX 3200/1€BaHUIA HEPEIKO CITy-
BKJII0YAIOT HE TOJIbKO MUOTOHUIO U TIPOTPECCUPYIOLIYIO MBIILIEY- KUAT TIPUYUHON OTCPOYKM B YCTAHOBJIEHUM BEPHOTO IMArHO3a
HYIO IUCTPOGUIO, HO U MATOJIOTHIO CO CTOPOHBI APYTHX OPTraHOB Y Ha3HAYEeHWH a[IeKBaTHOTO 00CIeNOBaHMS U JICUCHUSI.
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JIM uMeeT pa3Hyl0 YacTOTY IPEACTaBICHHOCTH B Pa3HbBIX MO-
MyISUsX ¢ HamOonbllei vactoToir B ceBepHOil IlIBenuu,
Kgeoeke (Kanana) u backonuu (Mcnanus). CpenHsist yacto-
Ta BcTpevyaemoctu coctapiseT 1:8000 venosek [1]. Boigenstor
JIM 1-to tuna u JIM 2-ro tuna (IM1 u JIM2 cooTBeTCTBEH-
Ho). IM1 (OMIM#160900), wmu 6one3np Poccommo—ITITeii-
Hepra—barrena, BmepBbie Obiia omucana .M. Poccomumo
B 1901 &. B 1909 r. H. Steinert u EE Batten nanu 6onee moa-
POOHOE OIMMCaHMe KIMHMYECKON KapTHHH 3a0o0s1eBaHus. Jle-
Xauuii B ocHoBe pa3Butusi JIM1 reHetnueckuit qedekr ObL1
oTKpHIT B 1992 . JIByMS romamMu o3 iHee ObUTO OMTMCAHO aHAJI0-
TMYHOE MYJIBTUCUCTEMHOE 3a00JIeBaHIE, XapaKTepU3YIOIIEeecs
MBILIEYHOH cnaboCcThlo, Mpeobagaiouiell B MPOKCUMAaTbHBIX
OTIeTaX KOHEYHOCTEH, M KaTapaKToi, HO 0e3 medeKra reHa,
oTBevaroniero 3a paspute [IIM1. JlaHHoe 3a0oneBaHue MOJY-
YIJI0 Ha3BaHUE MPOKCHMAIBHONM MUOTOHMYECKON MUOIIATHU
(PROMM, proximal myotonic myopathy), Wi MMOTOHUYE-
ckoit muctpoduu 2 Tuma (AM2) (OMIM#602668) [2].

Tenemuxa u Moaexyasapuoti namozenes
ducmpoghuneckoli Muomonuu

O6a 32001€BaHMSI XapaKTePU3YIOTCS HATMYMEM TUHAMUYECKOM
MYTallul — HeCTAOMIBHOM SKCITAHCUM MUKPOCATEIUINTHBIX HY-
KJIEOTHIHBIX ITOBTOPOB, M ayTOCOMHO-IOMWHAHTHBIM TUIIOM
HACJeIOBAHUSL.

IMI obycnoBieHa AMHaMUUYECKON MyTallMedl B réHe MMOTO-
HMHNpPOTeMHKMHA3bl DMPK, 10Kaau30BaHHOM Ha IJUHHOM
miede 19-it xpomocomsel (19q13.3). Myrtauusi mpeactaBisieT
co6oit skcrmancuio CTG-TprUHYKJIEOTHIHOTO TIOBTOpA B 3’-He-
TpaHCIUPYEeMOI, HO TPAaHCKpUOUpyeMoii 001acTy reHa [3].

Boinenstor 4 dopmer JIM1: BpoxneHHyio, 10BeHWIbHY0, M
B3pocibix (knaccuueckyro IMI1) u IM ¢ mo3aHuM ne6roToM
(mo3maror0 JIM1). Kak u mpy MHOTMX Ipyrux 3ab0jeBaHUSIX,
CBSI3aHHBIX C HECTAOMJIbHOM SKCMAHCUEH MOBTOPOB, B Cydyae
JIMI cy1iecTByeT B3aMMOCBSI3b MEXIY TEHOTUIOM U (DEHOTH-
TIOM, 3aKJIIoyaloIasacs B TOM, YTO HauboJiee IIMHHbIE 3KCIIaH-
CUM acCOLIMUPOBaHbI ¢ HauboJjiee paHHUM NebTOM U Oolee
TSDKEJIBIM TeUCHIEM 00JIC3HMU.

Y 3noposoro uenoseka konmdectBo CTG-mOBTOpOB Bapbupy-
et ot 5 1o 37. DMPK-annens, conepxauuii ot 38 no 50 CTG-
TIOBTOPOB, TTOJTYY/J HAa3BaHUE MTpeMyTaHTHOTO ayutens. [1pu ta-
KOM MaJloM pa3Mepe 9KCMaHCHU 3a00/eBaHie He Pa3BUBAETCs,
OJIHAKO BO3PACTAET HECTAOMIIBHOCTD C TEHACHIMEN K 06pa3o-
BAHUIO TTOJTHOM MyTallMM B CJIEAYIOIIEM ITOKOJIEHUH, OCOOEHHO
TP OTLIOBCKOIA nmepenaye. Dxcnancuu pasmepom 51—100 CTG-
TIOBTOPOB HA3bIBAIOTCS TIPOTOMYTAIMSIMU U OOHAPYXUBAIOTCS Y
MaLKEeHTOB ¢ Mo3aHel popmoit IM 1 1o rnpu 6ecCUMITOMHOM
TeueHUu Oone3nu [4]. s MalMeHTOB ¢ KJIacCUYecKoii (op-
Moii JIMI xapakTepeH Iupokuii quamazoH kommdectBa CTG-
noBropoB — TpumepHo ot 100 mo 1000 (B cpentem 650 moB-
TOpOB), TOTAAa KakK MAIMEHThl C BPOXAEHHOW U IOBEHUIIb-
Hoii ¢opmamu IM1 umerot 6onee 1000 moBTOpoB (B cpeaHeM
1200 noBtopos) [5]. nsa JAIM1 xapakTepeH (heHOMEH aHTULIUIIA-
LUK — yTsoKeneHue (peHoTumna 3aboneBaHus U 6oiee paHHU BO3-
pacT 1edroTa B KaKIOM CJIeIyroIeM MOKOJIEHUH, 3aBUCSIIUI OT
T0JTa POAUTENST, TIEPENAIONIETO MYTAIMIO, U OT Pa3Mepa IKCTaH-
cuu. [Ipemyrauust u nporomytauuss DMPK Hacnenyorcs cra-
OunbHO WM ¢ HebombIM yBenuyeHreM uncia CTG-ToBTopoB
B TeYEHUE HECKOIBKUX TMTOKOJIEHUIA, €CIH Tiepeaya MPOUCXOAUT
o MatepuHckoi tuHuu. [pu nepenaye mpemyrauuu DM PK mio
MYXCKOW JIMHUK HaOIiofiaeTcsl TOBBIILIEHHASI HECTAOUIIBHOCTD
CTG-noBTOpOB B CTOPOHY PACUIMPEHUS, 3a4acTylO0 BILIOTh JO
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BO3HUKHOBEHMS MOTHOM MyTarmu (drcio CTG-moBropos >80),
B TO BpeMsl KaK IIPOTOMYTAIMsI IIOYTH BCEeraa MPUBOIUT K 00JIb-
IIOMY YBEJIMYEHUIO YMCTIA TPUHYKJIEOTUIHBIX MOBTOPOB. [lon-
HBbIC MYTallUM XapaKTePHU3YIOTCS BBICOKON HECTaOMJIbHOCTBHIO
NP HACJIEIOBAHUU OT 0OOUX TOJIOB C TEHAEHIIMEN K OOIbIIEMY
YBEJIMUCHUIO pa3Mepa 3KCITaHCUM TIPY HACNIeIOBAHUM OT MaTe-
pu. Cnyvau Tsokenoit BpoxkaeHHo M1 mpakTuyecku Bceraa
HaOTIONAIOTCS TIPY HACNEIOBAHUY OONIE3HU OT MATepU U JIWIIb
KpaliHe peaiko — oT ot1a [5].

JIM2 obycnoBneHa akcrnaHcueii HectadbunbHoro CCTG-moB-
Topa B | MHTPOHE reHa, TOKATM30BaHHOTO Ha KOPOTKOM TIjiede
3 xpomocomnl (3g21) 1 KomUpYIOIIero 00K, CBS3BIBAIOLIMIA
HYKJIEMHOBYIO KUCIoTy — nucleic acid-binding protein, CNBP
(paHee m3BeCTHbIM Kak Oenok zinc finger 9, ZNF9) [2]. Y 310-
poBoro yenoBeka KonuuectBo CCTG-moBTOPOB He MpeBhILIaeT
26, TIOJTHOM MyTalu cooTBeTcTBYeT OT 75 10 11 000 moBTOpPOB
(B cpemnem ~5000), a Tak Ha3bIBaGMOM «Cepoil 30He» — 27—
74 oBTOpPOB [4,6]. OcobeHHOCThIO IM?2 SIBNISIETCSI OTCYTCTBHE
3aBHCUMOCTH MEXIY TSLKECTBIO TIPOSIBICHUI M BO3PACTOM Ha-
yaJia 3a00JeBaHMsI U JUIMHOM 3KCMAHCUU, a TAKXe OTCYTCTBUE
BpoXaeHHO! (opmbl Oose3HU. AHTUIMNAnUs npu M2 He
BbIpaXkeHa M, HalpOTUB, YacTO HaOmomaercs (eHOMEH «00-
paTHOI aHTHLIMTIALIMN» — YMEHBIIEHNE YUCTIa TIOBTOPOB TIPU
repegade MyTaluy CleayroleMy MOKoJaeHuIo [7].

IMpu oboux Tmax JM mwHaMHUYecKas MyTamusl JeMOHCTPH-
pyeT HeCTaOWIbHOCTh HE TOJBKO B TaMETOIeHe3e, HO U IIPU
JeJICHUH COMATUIECKHX KJIETOK, UTO JIEKUT B OCHOBE COMATH-
YeCKOro MO3auliM3Ma, HApacTaloIero Ha IPOTSLKEHUM BCEi
KM3HN MHIWBHAYYMa. Mo3anIu3M MMeeT MeCTO KakK B pas-
JIMYHBIX TKAHSIX, TAK U B KJIETKaX ogHOM TKanu. Hampumep,
y B3pocjoro nauueHTa ¢ JIM1 B Ki1eTKax CKeJeTHBIX U cepey-
HOM MBIIIII pa3Mep SKCITAHCHY TPEBHIIIAET TAKOBOM B KIIETKAX
KpoBH B 2—13 pa3, a HaMMEHbILIME IKCITAHCUU 00HAPYKMBAIOT-
cs1 Bo (hpOHTaNbHOM KOpe U Tanamyce [5].

HecMoTps Ha BhlllIeONMCaHHbIE TEHETUYECKUE Pa3IN4Msl, MO-
JIEKYJISIpHBIN nmartoreHe3 odeux gopm IIM Bo MHOroMm o0t
M COCTOMT B mpuodbpereHun MyraHTHOi PHK Tokcuueckmx
cBoiictB. Ilatomornyeckuii TPaHCKPUNT MMeET M3MEHEHHYIO
CTPYKTYpy M 00Opa3yeT arperatsl B SIpe KJICTKHM — TaK Ha3bl-
BaecMble PUOOHYKJIEApHbIE BKIIIOUEHMS. DTH BKJIIOYEHMS CBSI-
3BIBAIOTCS C OEIKaMM-PEryIsSITOpaMy CIUIAMCHHTA — OeITKaMU
cemeiictrea MBNL u npyrumu PHK-cBssbiBaronumu ax-
TOpaMH, 9TO MPUBOIUT K HAPYLICHUIO (PYHKINHN 3TUX OEIKOB
[8]. B cBolo ouepens nameHeHue craiicunra npe-MPK MHo-
KecTBa Pa3IMYHBIX T€HOB JIEXUT B OCHOBE MOJMCUCTEMHOTO
nopaxenus mpu JAM [9]. Cxoxue MexaHM3MBI TIOBPEKICHUS
PHK moryT 00yc10BIMBaTh CXOACTBO MYJIBTUCUCTEMHOM KIU-
HUYecKoii cumnroMaTku JIM1 u JIM2.

Kaunuueckue nposieaenus

Kimanaeckue mposieienus [IM mpenctapieHbl MBIIICUHBIMA
(MuomaTHsI, MUOTOHISI, MUAJITHS) ¥ BHEMBIIICYHBIMU CHMIITO-
MaMH, Cpely KOTOPBIX MPEBATMPYIOT HAPYIIEHHUSI CO CTOPOHBI
opraHa 3peHust (Katapakrta), KapIuajibHble W SHIOKPUHHBIC
paccTpoiicTBa, a Takxke HapyueHus co croponbl IIHC. Bonee
JETATbHO MBIIICYHBIE ¥ BHEMBIIIEUHBIC TIPOSBICHHUS TUCTPO-
(hrYecKMX MUOTOHMIA OYIyT pacCMOTpeHBI HIDKe. Y MalueH-
ToB ¢ JIMI HaGmonaeTcsi yMeHblIEHUE MPOAOIKUTEIbHOCTU
KU3HH — CPEIHSAS IPOMOIKUTEIBHOCTh KM3HM COCTABISICT
53 roma, a cMEpTHOCTh IPUMEPHO B 7,3 pasa BhIllIe, YeM B CO-
OTBETCTBYIOLIEN Bo3pacTHoii rpymnme. [Tpu JIM?2 mponomxku-
TeJIbHOCTh XMU3HM MPaKTHYeCKu He cTpamaeT. B mexom M2



OPUTMHAITBHBIE CTATBIA. KnuHwyeckas HeBponorust

XapakTepu3yercs 0ojee MATKMMM IPOSIBICHUSIMM U Oolee
MO3THUM BO3pacTOM Je0I0Ta, YaCTOi BCTPEYaeMOCThIO M He-
PEeIKUM TOMUHHPOBAaHHEM 00JIEBOTO CHHApPOMA (B BUIEC MHU-
aIrMM WIW HallOMMHAIoUIero (puOpoMUaTuio), HepeaKuM
OTCYTCTBHEM MUOTOHUU IPH KIMHUIECCKOM OCMOTpPE M Heli-
poU3MONIOTNYECKOM UcclaenoBaHnuu. B cBa3u ¢ atum M2
YacTO OCTAeTCS HEAMAaTHOCTUPOBAHHOM.

OcHoBHBIe KIMHMYecKre ocobeHHoct AM1 u JIM2 npen-
CTaBJIeHHI B Ta0I. 1.

IMpu OIM1 kaxnaas u3 ¢GopM — OT BPOXAECHHOW A0 TO3A-
Hell — UMeeT CBOM 0COOCHHOCTH, TIPeCTaBIeHHBIC B Ta0I. 2
[10—13]. O6mast 3aKOHOMEPHOCTh COCTOUT B TOM, YTO (POPMBI
¢ 6onee IMHHBIMK SKCIAHCUSIMI U PaHHUM A€OI0TOM IIpO-
TEKAloT B 1IEJIOM TsKeNee, ueM mo3gHue hopmbl. Bmecte ¢ Tem

Taomuna 1. Knuanyeckue ocooennoctu JIM
Table 1. Clinical manifestations of DM

Knunnyeckue npusHakm /

MuoToHudeckas aucTpodust

MPSMOI KOPPEJIALNU MEXIY TCHOTUIIOM M (DEHOTHUIIOM HET,
1 BHYTpM Kiaccuuyeckoit ¢opmbl IM1 y OoTAeNbHO B3SITOTO
MalMeHTa HeBO3MOXHO IMpeackasaTh (PeHOTUI 3a00IeBaHUS
10 KOJIMYECTBY MOBTOPOB. MMeHHO moatomy nipu IM1 He pe-
KoMmeHzmoBaH nofacuet yncia CTG-TIOBTOPOB ¢ IPOTHOCTHYE-
CKOW LEJIBIO.

Mblmeynbie CHMIOTOMBI

Mboimeunas caabocmp SBISCTCS OTHMM M3 HambojIee 4acTo
BCTpevaromuxcs cumntomoB nipu JAM [14, 15]. Jns mauu-
eHroB ¢ JIM1 XapakTepHbl MPEeUMYIIECTBEHHO AMCTANbHAS
MbIIIIEYHAs c1a00CTh ¥ aTpoduK ¢ IepBOOYEPeIHBIM BOBJIE-
YeHWEeM B TIATOJOTMUYECKWIA ITpollecC CTUOaTeNeil MajbleB,
crubaTeneii 3amsicThs M pasrubarencit crombl. IlopaxeHue
MOC/eHeH TPYIIbl MBIIIL MPUBOIUT K TOBUCAHUIO CTOIBI

AM1 / DIt M2 / DM2

Clinical features
Kntoyesble npu3Haku / Core symptoms

OyeBnaHa npu pa3BuUTMK 3a6051EBAHNA
y B3pocsbix / Apparent in adult-onset cases

KnnHN4YecKu BbIpaXKeHHass MUOTOHNS /
Clinical myotonia

AMT-npu3Hakun MUOTOHUN /

Electrical myotonia

[MpucyTcTByeT meHee 4em B 50% cnyyaes /
Present in less than 50% of cases

+ +-

MpuBoanT K MHBaNMAn3aumn ao 30-50 net /
Leads to disability before the age of 30-50
years

Karapakra / Cataract + +H—
MbiweyHble npossnenus / Muscle symptoms

KnuHuyeckm BoipaxeHa nocne 50-70 net /

LR QUEOEE § LIIKIDE Ve Clinically apparent after the age of 5070 years

CnabocTb MUMUYECKIX 1 XKeBaTEMNbHbIX MbILLL, /
Weakness of facial and masticatory muscles

CnabocTb 6ynb6apHOIi Fpynmbl MbiLwL /
Bulbar muscles weakness

CnabocTb ApbIXaTenbHbIX MbILUL, /

Bcerna npucytcteyet / Always present 06b14HO oTcyTeTBYET / Usually absent

MosaHee passuTme / Late onset OtcytcTByet / Absent

Mo3gHee passutue / Late onset

Respiratory muscles weakness

CnabocTb B ANCTaNbHbIX OTAENAX KOHEYHOCTEN /
Distal muscles weakness

Cna6ocTb B NPOKCMManbHbIX
0TAeNnax KOHeYHOCTel /
Proximal muscles weakness

Cna6ocTb rpyanMHO-KNHYNYHO-COCLIEBUAHON
Mbliwwubl / Weakness of sternocleidomastoid
muscle

Muanrus / Muscle pain

[Mpeo6napaet / Predominates

MoxeT oTcyTCTBOBaTH/NIErKasA CTENEHb
BbIP@XXEHHOCTY (pa3BuBaeTcs
Ha No3JHen ctagum) /
May be absent or mild (develops late)

Kpaiine pefko / Hardly ever

Pepnko (B rny6okux cru6arensx nanbLes) /
Rare (in deep flexors of fingers)

OCHOBHas NPUYNHA UHBANNAN3ALMN NALMEHTOB
(pa3BuBaeTcs Ha paHHeil ctagum) /
The main cause of disability (develops early)

+-

bonee 4em y 50% nauueHToB /
More than 50% of patients

BHembiwweyHble npossnennsa / Associated manifestations

MoBengHYeCcKMe U3MeHeHMs /
Behavioral changes
KorHuTuBHbIE HapyLueHns /
Cognitive impairment
KapaunansHble nposisneHus /
Cardiac manifestations
OHJOKPUHHbIE HapyLLeHns /
Endocrine dysfunction

Y 60NbLUNHCTBA NALNEHTOB /
In majority of cases
OT nerkoin 4o BbIPQXXEHHOW CTeneHu /
Mild to severe

OTCYTCTBYIOT UNK NETKO BbIPAXEHbI /
Absent or mild

OTCYTCTBYIOT UK NETKO BbIPAXEHbI /
Absent or mild

+-

+—-
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Ta6muna 2. Knuangeckue ocodeHHocTH pas3amunbix (opm JIM1
Table 2. Clinical findings in different forms of DM1

Yucno
CTG-noBTOpOB /
CTG-repeat size

Ne6ior /
Age of onset

dopma /
Clinical form

KnuHuyeckue npu3Haku, 0C06EHHOCTH TeYeHUs 3abonesanms /

Clinical features

* CHWXEHWe ABUraTeNlbHON akTUBHOCTU NN0Ja, BEHTPUKYOMEranus,
MHOroBOMeE, NpexaeBpemeHHble pofbl / decreased fetal motor activity,
ventriculomegaly, polyhydramnios, preterm labor;

» [bIXaTeNbHas HeA0CTAaTOYHOCTb / respiratory failure;

« 3aTpyaHeHue npu kopmnenuu / difficulty feeding;

* KpaHuodauuanbHble aHOManun: KOHUYECKUA NoAB0POA0K, FOTUYECKOE HEO,

AHTeHaTanbHbINA
BpoxaeHHas /

nHBepcus n V-o6pasHas opma BepxHeil rybbl; 4acTo apTporpunos u/unu
KoconanocTb / craniofacial abnormalities: conical chin, Gothic palate, inversion
and V-shaped upper lip; often arthrogryposis and/or clubfoot;

« 3a/lepXxKa neuxuyeckoro passutus, GOBI, aytuctuydeckoe nosefeHue /

intellectual disability, ADHD, autistic behavior;
« «JIByX(ha3Hoe» Te4eHne 3a60NeBaHNS: PErpecc HeoHaTaNbHbIX CUMMTOMOB
Y BbDKMBLUMX HOBOPOXAEHHbIX /10 NOSBNEHUS CUMMTOMOB, XapaKTepPHbIX
ans s3pocnoit hopmsl IM1 no mepe B3pocnenns / “biphasic” course of the
disease: regression of neonatal symptoms in surviving newborns before the
onset of symptoms characteristic of the adult form of DM1
» KOTHUTUBHbIE U MOBeAEHYeCKMe HapyLieHus / cognitive and behavioral impairment;
e MPUCOELMHEHNE MUOTOHMM Ha 60Nee NO3AHUX CPOKAX (Ha 2-M AeCATUNETUM)

C BbICTPbIM NPOrPECCUPOBAHUEM MbILLEYHOI 1 HEMbILLEYHON NaToAOrUK,
XapakTepHbIX 418 NALMEHTOB C Knaccuyeckoit chopmoii M1 / development of

myotonia in the later stages (in the 2nd decade) with the rapid progression of

muscular and non-muscular manifestations typical for classical form of DM1
e MbILLIEYHbIE CUMNTOMbI (MPOrpeccupyoLLas MblleqHas cnabocTb 1 arpodmu,

MuoToHuUs) / muscle symptoms (progressive muscle weakness and atrophy,

myotonia);
BHEMBbILLIEYHbIE CUMNTOMbI (KaTapakTa, HapyLLeHne Cepie4Hoi NpoBOANMOCTY

1 pUTMA, 3HJOKPUHHbIE 3a6onesanus u ap.) / non-muscle symptoms (cataract,
impaired cardiac conduction and rhythm, endocrine disorders, etc.)

. >1000 nepuog /
Congenital Antenatal period
}OBeHl_Aanaﬂ / 51000 1-10 net/

Juvenile 1-10 years

Knaccuyeckas / 20-40 net/

Classic 100-1000 20-40 years .
2070 net (Hanbonee o

Mo3aHss / 50-100 yacto nocne 50 ner) /

Late-onset 20-70 years (most often

after 50 years)

M YacThIM MaJeHMSIM U, KaK CIeICTBUE, TMOJYyYeHUIO TPaBM
[15, 16]. Kpome Toro, opaxarorcs MPakTHIECKU BCe KpaHH-
anbHble MBI C1abocTh U aTpoGust MUMUYECKUX MBILII]
1 TITO3 BEK MPUAAIOT JIUITY BEIPaKEHUE YCTANTOCTH, TPYCTH WIH
0€33MOLMOHANTBHOCTHY («MUOTIaTUYECKOe JT110»). [Ipu BhIpa-
>KEHHOM ¢/1a00CTH KPYroBOM MBIIILIBI [J1a3a MOXET OTMEYaTh-
cs1 marodTanbM, 9TO TIOBBIINACT PUCK Pa3BUTHS PEIMINBHU-
pymoiero KoHblOHKTUBUTA. C1abocTh U aTpodusi BUCOUHOIA,
KeBaTeNbHON M OpOhapUHTEATBHBIX MBIIII 00YCIOBIMBAIOT
pPa3BUTHE HEYETKOCTH PeYM, Ha30J1aIMU, IPpoOJIeM C KeBaHU-
eM u riaotaHueM. CnabocTh AbIXaTeIbHBIX MbILIL Pa3BUBAETCS
y 3HAUUTEJbHOrO KoJuuyecTBa nauueHToB ¢ IM1 Ha paHHe#
CTaauu 3a00eBaHUSI U MOXET CTaTh MPUUMHOM XPOHUYECKOM
IBIXaTeIbHON HEMOCTATOUHOCTH. PacmpocTpaHeHHOCTD IbIXa-
TeJbHOU HemocTaTouHoCTH Tipu IM 1 ToYHO Heu3BecTHa, Mo-
CKOJIbKY CHUMIITOMBI HOYHOM TUTOBCHTUISLIUU IICPEKPHIBA-
I0TCS TUITUYHBIMU HEHPOICUXOJOTMYECKUMHU CUMIITOMAMM,
TaKMMHU KaK yCTaloCTh, JTHEBHASl COHJIMBOCTb M HapyllleHUE
KOHLIEHTpauuu BHUMaHus [17]. JIpixaTenbHass HeZOCTATOY-
HOCTb Hapsily ¢ KapAMaJbHOI MaTOJOTrUel SIBISETCS] OCHOB-
HOI IPUYMHON CHIDKCHUS BRKIBAEMOCTH MTAIIEHTOB ¢ 1M,
MO3TOMY HeobOX0onuMa paHHsIS AUATHOCTHKA 3TUX COCTOSTHUIA.
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MbILLIEYHbIE CUMMTOMbI CNab0/yMePEHHO BbIpaXEHbI IM60 OTCYTCTBYIOT /
muscle symptoms mild/moderate or absent;

BHEMbILLEYHbIE CUMMTOMbI (HaLLe BCEro, KatapakTta, )POHTaNbHOE 06J1bICEHNE) /
non-muscle symptoms (most commonly, cataracts, frontal baldness)

ITpu JIM2 MbilieuHbie aTpoGuu MeHee BBIPAXEHBI, C1ab0CTb
OTMEYAeTCsl TPEUMYIIECTBEHHO B MBIIIIIAX MTPOKCHUMAIbHBIX
OTIEJIOB KOHEYHOCTE! M TYJOBMIIA, OMHAKO B MaTOJOTMYE-
CKHI TIPOIIECC MOTYT PaHO BOBJIEKATHCS M MBIl KHCTH
(rmybokuii crubaTenb majiblieB M MbIIIbl I manbua) [14, 15].
[MpenmymiecTBeHHOE TOpakeHWe IPOKCHMATbHBIX MBIIIIII
MOATBEPXIAIOT TaHHbIE MAarHUTHO-PE30HAHCHOW TOMOTIpa-
¢unm (MPT) Mpimii, BbISBASIONIEH pPaHHIOW AUCTPOGDUIO
MBIIIIIBI, BBITPSIMISIONICH TTO3BOHOYHMK, U OOJBLION SITO-
auyHoi Mblnbl [18]. JInuesast u abixaTeabHass MycKyJaTypa
€CJTM ¥ BOBJIEKAETCS B TIATOIOTHMUECKMIA TIPOIIECC, TO CTpagaeT
B MUHMMAJIbHOI CTEMEeHM, YTO MOXET IMOMOYb mpu Audde-
peHuuanbHoi auarHoctuke ¢ AMI [15].

Muomonus KIMHIYECKU TIPOSIBIISETCS HEBO3MOXHOCTBIO He-
ME[UIEHHOTO pacciabieHuss MBILILBI [TOCIE €€ COKpalleHMs.
[py TTIOBTOPHBIX OMHOTUITHBIX MBILIEYHBIX COKPAIEHUSX Ha-
OomaeTcsl YMEHBIIEHNE BRIPAKEHHOCTH MHOTOHUN — (PEHO-
MeH BpabathiBaHus [1]. B ocHOBe maToreHe3a MUOTOHUM JIEXUT
HapylIeHNe CUHXPOHHOM pa0OTHl XJIOPHBIX KaHAJIOB BCIE-
creue HapymreHus crutaiicuara PHK rena CLCNI (reH 6enka
MBIIIEYHBIX XJIOPHBIX KAHAJIOB), YTO IPUBOIMT K YCTONUMBOIA
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nenonspu3aimy MeMopansl Muoduoput [19]. Ilpu ocmotpe
MalyeHTa Haubosee 4acTo MMOTOHUYECKU I (heHOMEH BbISIBIISI-
€TCS1 B MBILILIAX IUCTAIbHBIX OTIEI0B PYK, KeBATEIbHBIX MbIILI -
L[aX U SI3bIKe — KaK MpPU BBHITIOJHEHUH MAIIIEHTOM IBKECHUIA,
TaK U MPH MEPKYCCUU MBILILL.

Muaaeus nanbonee xapakrepHa st JIM2, HO MOXeT MPUCYT-
CTBOBATh M B KiIMHUYecKoi KaptuHe JIM1. XKano6sr Ha mud-
(y3Hy10 00Jb B MbILILAX NPEAbBIsAET 0KoMo 60% OOJIbHBIX
JIM?2. WHTeHCUBHOCTh 60U B OOJBIIMHCTBE CIYyYaeB UMEET
yMmepeHHblit xapaktep. [IpoBouumpytomumu daktopamu He-
PEKO CyKaT GU3nIecKue Harpy3Ku 1 Xonof. [l HEKOTOphIX
MalxeHTOB 00JIeBOI1 CUHIPOM SIBJISIETCSI OCHOBHOM MPUYMHOM
CHIKEHMSI Ka4eCTBa XKU3HHU, 0COOEHHO MpY HeAhhEeKTUBHOCTH
MPUHIMAEMBIX aHAJTBIeTHUECKUX mpemapaToB. [latodusnono-
TMYECKMI MEXaHU3M, JIeXall1ii B OCHOBe MUairuu mnpu JAM2,
OKOHYaTeJIbHO He siceH [15, 20].

Buembimeynbie NPOABJICHUA

Cepoue. XapakTepHbie A5t JIM u3MeHeHUsI CO CTOPOHBI Cepii-
1Ia MOXHO YCJIOBHO Pa3IeMTh Ha 3 TPYIIIBL HapyIIeHHS Ipo-
BOAMMOCTH, HAapyLLEHUS PUTMA CEPALA U APYTMe HapyLIECHUS.
IMpu IM1 BbiSIBI€Ha B3aUMOCBS3b MEXIY YUCIOM KOMMIA
CTG-noBTOpPOB U PUCKOM PAa3BUTHSI TSKENOW KapAMalbHOM
MaToJIOTHU, a TaKXKe CPOoKaMu ee Bo3HUKHOBeHMsI [21]. He3Ha-
YWTEIbHO BEIpAXeHHBIE, 110 JaHHBIM DKI, HapymeHus mpoBo-
JIUMOCTH B BUjie YAJMHeHUs uHTepBaaoB PR u QRS 3ayactyio
MIPUCYTCTBYIOT yXe B ie6roTe JIM 1, a Takke Mpy aCUMITOMHBIX
(opmax 3aboneBaHus. B ganbHeiilieM OHM MOTYT Iporpec-
CHPOBaTh, KIMHUYECKU TPOSIBISISICH ONBIIIKON, T'OJOBOKPY-
>KEHHEM, CHKOMIAJIbHBIMUA COCTOSHUSIMU M JaXe pa3BUTHEM
BHe3amHo# cepaeuHoit cmeptu [21, 22]. HambGonee pacmpo-
CTpaHeHHBIMM HapyIIeHUAME putMa rmpu IM 1 sBistioTcs Haz-
KeJTyIOYKOBBIE TAXUAPUTMUU, B OCOOEHHOCTY (PUOPMIISILIMS
W TpereTaHue mpeacepauii. XKemymoukoBble apuTMHUM BCTpe-
yarorcs pexe [21]. Oubpumauus npeacepanii 1 HapyleHue
MIPOBOIMMOCTH MUOKapna, 1o naHHbM DKI, ciyxat nmporHo-
CTUYCCKUMH (DaKTOpaMM pHCKa BHE3aIHOM cMmeptH mpu JAM
[23]. CepneuHo-cocyaucTbie HapylIeH!s y MauydeHToB ¢ JIM?2
BO3HHMKAIOT pexXe, 9eM y MamueHToB ¢ M1, XOTa TOYHBIC Ya-
CTOTA U CTETIEHb BOBJIECUYEHMS CEP/LIA B MATONIOINYECKUIA IIPO-
necc npu AM?2 HeuzBecTHsI [24]. TTpu IM?2 onucaHbl ciydau
KapAMOMHUOIATUN — KaK KTMHUYECKH BBIPAXXEHHOM, TaK 1 Oec-
CYMIITOMHOM, a TaKXe IUjIaTalus KaMep cepaia ¢ yMepeHHOU
rumnepTpodueii 1eBoro xemyaouka [25].

Opean 3penus. JIng JIM cnenmduyHO pa3BUTHE KaTapakKThl B
BUJIE 3aIHETO CYOKATICYISIPHOTO MTOMYTHEHHUS XpyCTaIlKa Y Ma-
1eHToB Mojtoxe 50 neT [26]. Pexe BCTpeyaroTcs peTHMHOMNATHS,
TUCTPOGUS CETIATKU M OPYIUe IOPAXCHUS OPTaHOB 3PCHMS.
ITo yactote u Tuny Karapakthl JIM2 He oTnuaetcs ot JAM1 [7].

Indokpunnasn cucmema. Y naiyeHToB ¢ 1M MoxeT HaOM0oaTh-
¢S HapylIeHWe (PYHKIIMU ITUTOBUTHON KeJIe3bl, TIOMKeTyI0d-
HOI Kee3bl, TUIOTaIaMyca, TTOJIOBBIX XKeJie3 1, TI0 MOCIeAHUM
JTaHHBIM, TApallUTOBUAHBIX Kele3. IlepBUUHBIN TMIIOTOHA-
JIU3M pacrpocTpaHeH Y MyxXuMH ¢ JIM1 u, B MeHbllel cTene-
HH, ¢ JIM2. DT0 cOCTOSHME MOXKET MPOSIBISATHCS APEKTUIBHOIA
IMCGhYHKIMEH, HU3KUM YPOBHEM TECTOCTEPOHA, aTpodueit
SIMYEK, KOTopas Hapsmy ¢ aTpodueil CeMEHHBIX KaHaJblIeB
MPUBOAUT K Oecrutoauto. becruioaue MoxXeT BO3HUKATh U Yy Ma-
LIMEHTOB ¢ 6eCCUMNTOMHBIM TeueHueM JIM. ¥ XeH1uH yacto
BCTPEYAIOTCSl MPUBBIYHOE HEBbIHALIMBAHKE OEPEMEHHOCTH U
HapyIIeHUs] MEHCTpYyaJdbHOro IMKiIa. CaXapHBI IuabeT IpH
JIM BcTpeyaeTcs yaiie, yeM B oomieit nomyasauuu [27, 28]. s
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nanueHToB ¢ JIM xapakrepHo HapyiueHue criaicuHra MPHK
UHCYJIMHOBBIX PELENTOPOB, YTO OOYCIOBAMBAET MX MHCYJIU-
HOPE3UCTEHTHOCTh M MIPUBOIUT K BTOPUYHO pa3BUBAIOLICHCS
TUTEPUHCYIMHEMUU. B cBOIO ovepenb 0XupeHUe BCIEACTBME
TUTIONMHAMMY YBEIWYMBAET PUCK DPa3BUTUS auabera [29].
B uccnenosanuu E. Passeri u coasr. y 18% matuentos ¢ M
ObLT 0OHApYXXeH BTOPMYHBIIN THIIEpIIapaTupeo3 Ha (hoHe HU3-
KOTO YpOBHS 25-rHapokcuBUTaMrHa D Ipy HOpMabHOM KOH-
LEHTPaLUK KaJbLusl CbIBOPOTKU KposH [30].

Ilenmpaavnaa nepenas cucmema (IIHC). Bopneuenue ITHC
nipu JIM BriepBbie ObLIO0 OTMEUEHO Y MALIMEHTOB C BPOXKAECHHOIA
1 10BeHWJIbHOM opMamu IM1 B cuiy Oojiee 3HAYUTETBHOIM
BBIPAXXEHHOCTU Y HUX KOTHUTMBHOW muchyHKuMM. Y meteii
1 TIompocTKOB ¢ JIM1 ommcaHbl yMepeHHAsT WM TSDKeas yM-
CTBEHHa$! OTCTAJIOCTb, 33/IEPKKa PEUEBOTO PA3BUTUSI, A€DULIUT
3PUTETbHO-KOHCTPYKTUBHEIX HABBIKOB, HEe(MUIMT BHUMAHUS
U TUIIEPaKTUBHOCTh, PACCTPOICTBA ayTUCTHMIECKOTO CIEKTpa,
Mpo0JIeMbl ¢ KOMMYHHKAIIMEH ¥ COLWaIbHas Je3adanTalivis
[31-34]. HeobxomuMo OTMETUTH, YTO Y MAIIIEHTOB C BPOX-
JIEHHOH ¥ 10BeHUIbHOM hopmoit JIM1 nepBbIM KIMHUYECKUM
TIPOSIBIIEHNEM OOJIE3HN MOTYT OBITh KOTHUTHBHBIE (3PUTEIb-
HO-TIPOCTPAHCTBEHHBIC HAPYILICHUS, CHIKEHME WHMIIAATHB-
HOCTH, araTtysi, HEBO3MOXHOCTb TIIAHUPOBAHUS M TIPUHSTUS
PEIICHUH, TPYIHOCTU ¢ OOYYEHHEM) WM TICUXMIECKUE CHM-
NTOMBI (HapyllleHHe COLMAIbHOIO B3aUMOJENCTBMS CO CBEp-
CTHHMKaMMU). ¥ MallMEHTOB C «KJ1accuueckoi» hopmoit JIM mpo-
SIBJICHUSI HEeHPOTICHXOJIOTMYECKOro neduiura Bapuabe bHbI.
VY Hux yacto HabIofaeTCd U3MEHEHME JIMYHOCTH B BUJIE CHU-
KEHUSI KPUTUKU K CBOEMY COCTOSTHHIO, allaTHsl U yMEpeHHbIE
KOTHUTHBHBIE HapyiieHus [10, 21, 22]. [ToMUMO KOTHUTUBHBIX
1 TIOBeIEHYSCKHX HapymieHui mpu M1 9acTo oTMedaroTcs
YTOMJISIEMOCTbD, Ype3MepHas JHEBHASA COHJIMBOCTb, TPYAHOCTUA
KOHIICHTpAIINY BHUMAHWS, pacCTPOMCTBA CHA (TIepUOIIMIEeCKIE
JBIXEHWS HOT, HapymieHus: moeneHus B REM-cdase cHa),
CMHJIPOM HOYHOTO alTHO3. MATKHE CUMITOMBI KOTHUTUBHBIX 1
MOBEIECHYCCKMX HAPYIICHUI TaKKe IPHUCYTCTBYIOT Y MallMeH-
ToB ¢ JIM2. B yacTHOCTH, y 3TUX MAlIMEHTOB OOHAPYXMBAIOTCS
HapyLIEHUS] 3pUTEIBHO-IIPOCTPAHCTBEHHBIX W HMCIONHUTEIIh-
HBIX (DYHKIIMIA, CHMXKEHME BHUMAHUS ¥ THOKOCTU MBIILICHUS,
3aMKHYTOCTb, HEOOLIUTEIBHOCTD U Aenpeccust [335].

Ilepughepuueckasn nepsnasn cucmema. CylecTByIOT HEKOTOPbIE
pa3HOTIACHsI OTHOCHUTEIBHO TOTO, SBJISICTCS JIM TOJIMHEHPO-
naTusl OTHeJbHbBIM cUMITOMOM JIM WM HOCUT BTOPMYHBIiA
XapakTep U BbI3BaHA META0OIMYECKMMHU M SHIOKPUHHBIMU
HapYIIEHUSAMHU, XAPAKTEPHBIMU IJIS JAHHOTO 3a00JI€BaHUA
(caxapHbIil TMa0eT, TUMEPTPUTIUIIEPUAEMUS, TUTIepIIapaTy-
peo3s). CormacHo ucciemoanuio S. Peric u coaBrt., Hamboee
pacipocTpaHEHHBIM TUIIOM Tepudepuieckoii monuHeipomna-
MU y ateHToB ¢ JIM1 (57% mauueHTOB) sIBseTCS IeMue-
JIMTHU3MPYIOIIasl MOJIMHENpONaTus ¢ MPEUMYLIECTBEHHO MO-
TOPHBIMU TIposiBleHUsIMU [36]. B nccnemosanuu L. Leonardis
y 6onbHBIX ¢ IM2 mpeobnagan akCOHATBHBIM TUI TOJINHEH-
POTIaTHU ¢ MOTOPHBIMU U CEHCOPHBIMU TposiBIIeHUSIMH (29%
nanueHToB) [37].

Keayoouno-xumeunovui mpaxm. Haubonee pacripocTpaHeHHbI-
MM CUMIITOMAMU TUCGHYHKLIUM XeJTyI04HO-KUIIEYHOTO TPAaKTa
y manuenToB ¢ IM1 sBnsiiotcs 60mb B XuBote (55% manmeH-
toB), nucarus (45%), peota (35%), XpoHUYECKasH MU SIIU30-
mrdeckas quapest (33%) u Henepxanue kana (30%). Hepenko
OTMEYAETCS MOBBIILIEHNE YPOBHS OMOXMMMYECKMX IOKA3aTe-
Jieit GyHKIMY NIeYeH): alaH|H- 1 acliapTaTaMMHOTpaHchepa3s,
y-TIyTaMunTpaHcdepassl U 1meaoyHoi Gocdatassl. [ToBbiiie-
HA 4acTOTa Pa3BUTHsI XOJEIUTHA3a, YTO, BEPOSTHO, SIBISETCS
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CIIE[ICTBUEM BOBJICUECHUS B ATOJOTMYECKUI TIPOLIECC [IAIKHIX
MBIILIL XeTYHOro my3bips [38, 39].

Koxca u ee npudamru. BoneueHue B MaToNIOrMYeCcKUii MpoLiecc
KOXHU U ee TPUAAaTKOB y marueHToB ¢ JIM1 omucaHo HeMHO-
TMMHU aBTOpaMM M BKJIIOYAeT B ceOs B OCHOBHOM aHIPOIEH-
HYIO aJIoNelnio 1 nuiomMatpukcoMy. HemaBHee rccienoBaHme
A. Campanati 1 COaBT. 10KA3aJ10, 4TO [10 CPABHEHUIO C TPYIIION
KOHTpOJIs y nmanueHToB ¢ JIM1 yvaie Habmoganuch GoJIMKy-
JISIPHBIN TUTIEpKepaTo3, (PMOPOMBI, JIOKATBbHBIA THIIEPTUAPO3,
paHHSSl aHApOTe€HHAs ajoIelys, TOYeUHbe YIIyOJeHUs Ha
HOTTEBBIX TJIACTMHAX, CEOOPEWHBIN AepMaTUT, TPUXOKUHE3 1
JIoKajbHas runepnurmenTtanus [40, 41].

Jpyeue cucmemnvie npossaenus. CoracHO TaHHBIM SITUIEMHO-
JIOTMYecKuX uccnenoBanuii, M1 accolupoBaHa ¢ yBeIMYeHu-
€M pHCKa Pa3BUTHS OITyXOJIel IIMTOBUIHOM XeJle3bl, TIMIHUKOB,
toncroit xumiku, sHmoMeTpusi, IIHC u a3 (xopuommanbHas
MenaHoMa) [42, 43]. TTomumo 3toro IIM1 cBsi3aHa ¢ MeTabou-
YeCKVMH HapYIIeHUSIMHU, BKIIOYAIONIIMMHM ITOBBIICHHBIN YpoO-
BEHb XOJIECTEpUHA M TUIEPTPUNIMLEPUAEMIIO. Y MalUeHTOB
¢ IM1 ypoBeHb CHIBOPOTOYHOI KPEaTUHKUHA3bl MOXET OBITh
CIIeTKa MOBBIIIEHHBIM, HO YacTO ObIBAaeT HOPMAJIbHBIM IIpHU Oec-
CHMIITOMHOM TeueHMU 3aboieBaHus1. Takke y YacTv MaIjueHToB
BBISIBJIEHO CHIKEHME YPOBHS MMMyHoOTI00yMHa G [28].

Ilo maHHBIM HemaBHero mcciemoBaHusi, y 60% obcienoBaH-
HBIX ManueHToB ¢ JIM2 Habmonanoch ciaboe Ui yMepeHHOEe
HapylleHue ciyxa. Y OOJbLUIMHCTBA U3 3TUX MallMEHTOB OblLTa
IMATHOCTHPOBAHA HEMPOCEHCOPHAsT TYTOYXOCTh, KOTOpas MO-
KeT OBbITh paclieHeHa KaK paHHUI NpecOraKy3uc (Bo3pacTHast
moteps ciyxa) [44]. AHaTOTIYHBIE OCOOCHHOCTH HApYIICHHS
Cllyxa Take OMUcaHbl B HEKOTOPBIX MCCIEN0BAaHMSX MaLlUeH-
ToB ¢ JAIMI1.

WncTpymenTanbhas u jabopatopHas auarnoctuka 1M

OkoHuarenbHO auarHo3 1M ycTaHaBiaMBaeTcs Ha OCHOBAaHUU
pe3yJIbTaToOB reHeTUYecKoro aHanu3a. K 1omnoiHuTenbHbIM Me-
TOJaM TUArHOCTUKU OTHOCATCS saekTpomuorpadus (OMI),
MPT ronoBHOro Mo3ra 1 MBbIIILL, MBILIEYHAsS OUOTICHS U T1ab0-
PaTOPHBIE METO/TBI UCCIIENOBAHMS KPOBH.

Tenemuueckaa ouaznocmura. 1N TMOATBEPXKICHUS MYTallUK
UCTIOB3YIOT MOoJMMepasHylo LenHyto peakuuto (ITLIP) wu
Cayzepu-6motr. TpexmpaitmepHas I1L[P mo3BossieT BBISIBUTDH
HOPMaJIbHOE KOJMYECTBO MOBTOPOB, 3KCMAHCHUIO B TeTEpPO- U
TOMO3HUTOTHOM COCTOSIHMHU. JIaHHBI MeTon SIBNISICTCS Kaue-
CTBeHHBIM. [IJ1s1 orpeneieH|sl TOYHOTO YKC/Ia TIOBTOPOB MPU-
Mensietcst Cay3epH-0JI0T.

Jlabopamopnvie noxaszameau. YpoBeHb CHIBOPOTOYHOHN Kpea-
THUHKMHA3bl MOXET ObITh CIIErKa IOBBILICHHBIM 0oliee YeM y
70% nauyenTtos ¢ JIM1.

IMT sBnsieTcsl OCHOBHBIM METOIOM, MO3BOJISIOIINM BBISIBUTD
3NIEKTPMYECKYI0 HECTAOMIBHOCTh MBIIIEYHBIX BOJIOKOH JaXe
TP OTCYTCTBUU SIBHBIX KJIMHUYECKUX IIPOSIBICHUN MHOTO-
Huu. Uronpyatas OMI mosBonsieT 3aMKCUpOBaTh MaTOJO-
TMYECKYI0 BO3OYIMMOCT MEMOpPAHBI MBIIICYHBIX BOJOKOH B
BUJIE XapaKTEePHBIX MMOTOHMYECKUX pa3psiaoB (MP) Bbicokoii
yactoThl (20-150 Tir) ¢ maneHueM aMIUTUTYAbI U YaCTOTHI CO-
CTaBJISIONIMX pa3psia nmoteHimanos [45]. [Ipu mpociymuBaHum
MP BBISIBIISIETCS XapaKTEePHBIN 3BYK «ITUKUPYIOIIETO O60MOap-
IMPOBIIMKa». MP SBIAIOTCS 0OIMIaTHBIM TUATHOCTUYCCKUM
npusHakoM [IM 1 oOHapyXuBalOTCs axe Y KIMHUIECKH MH-
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TaKTHBIX HocUTeNel npuanHHoi mytaumu. [pu IM2 MP yna-
eTcst 00HapyXuTh B 50% (a MHOTA ¥ MEHbIIIE) UCCIEA0BAHHbIX
MBI [46].

MPT 201061020 Mmo3ea. OnvcaHHbIE B JUTEpaType JaHHbIE,
nonydyeHHble pu MPT rojoBHOro mosra mauueHtoB ¢ JAM,
BKJTIOUAOT ITMPOKMUI CITEKTP aHOMAJIMIA, HAYMHAs OT THTICPHH-
TEHCHBHBIX 0YaroB B O€JIOM BEINECTBE OOJBIINX ITOMYLIApUil
M 3aKaHYWBasl IreHepaJnM30BaHHON 1liepeOpaibHOil aTpodueii.
IMpu IM1 usmeHeHuss MP-curHana ot Geforo BemiecTsa ro-
JIOBHOTO MO3Ta TIPEACTABICHbI CYOKOPTUKAIbHBIMU U, B MEHb-
IIeil CTereHu, MEepUBEHTPUKY/ISIPHO PACTONOXEHHBIMU OYa-
raMy TMITepMHTEHCUBHOTO curHaia B pexumax T2 m FLAIR.
Ouaru JJoKanu3yloTCs MPEUMYLIECTBEHHO B JIOOHOM, BUCOYHOM
U TeMEHHOM HOJSIX. [MIIepMHTEHCMBHOCTh OENOTO BEIIeCTBa
nepeaHero otaena (Mojoca) BUCOUHOM NOJIM SIBISIETCS OTHO-
CUTENbHO crenu@uyHbIM npusHakoM M1 u mpucytcTByeT
MPUOIM3UTENBHO Y OMHOM TPETH maiueHToB. [TomuMo rumep-
MHTEHCHUBHBIX 04aroB B OEJIOM BEIIeCTBE OTMEYAIOTCS TeHepa-
JIM30BaHHas IiepeOpanbHast aTpodus OT YMEPSHHOU 0 TKe-
JION CTeNeHM, pPaclIMpeHue MepUBACKYISPHBIX MPOCTPAHCTB
BupxoBa—PobuHa, aunaraims XenyTo4koB TOJTOBHOTO MO3ra
1 TOOHBIN rurepocTos [47, 48]. I1pu BoKCceT0pueHTUPOBAHHOIM
MopdoMeTpur Y manueHToB ¢ IM BBISIBIEHO YMEHbIIEHUE
o0beMa ceporo BellecTBa JOOHOM, BUCOUHOM, TEMEHHOM 1 3a-
TBUIOYHOM J0JIel, a TakKe Mo3xeuka [47].

MPT moimy. B uccnenosanuu C. Kornblum u coaBT. y nmaiu-
eHtoB ¢ JIM1 Habmoganach yacTasd M paHHSS JereHepalus
MEIMATbHBIX TOJOBOK MKPOHOXHBIX MBI, KaMOaJIOBUIHBIX
MBIIIL, MeAUAIbHbIX MKUPOKUX MbIL Oeapa. [Tpu JIM2 vame
MOPAXaTMCh MBIIIIIA, BRIIPSIMIIIONIAsS TO3BOHOYHUK, 1 00JIh-
11ag ssroaryHasg Mbinina [ 18, 49].

Mboumeunas Ouoncus SIBISETCS BCIIOMOTaTeIbHBIM METOIOM
auarHoctuku JIM. B mopakeHHBIX MblLILIaX HAOMI0IAI0TCS He-
crierduIecKie MUOTIaTUYeCKIEe N3MEHEHMS, TAKME KaK N3Me-
HEeHMe pa3Mepa MbIILIEYHbIX BOJOKOH, YBETMYEHHBIE LIEHTPab-
HO pacIoIoXeHHBIe Sapa, HGudpo3, Kupopoe 3aMenieHue. s
JIM xapakTepHO HaJIMYKe SIEPHBIX IIBI00K, HE TUITMYHBIX UIS
JPYTUX MbIIIEYHBIX auctpoduit. ¥ manuentos ¢ AM1 o6bu-
HO HabmogaeTcs MpeuMyLIeCTBeHHas aTpousl BOJIOKOH 1-To
TUMa (MELIEHHO COKpallarolirecs KpacHble BOJOKHA), B TO
BpeMs KaK y areHToB ¢ JIM2 ipeobiamaet aTpodusl BOJIOKOH
2-ro Tuna (6sICTpO cokpaliatoiuecs oesbie BosokHa) [S0].

Knunmueckuii caayyait

B kavecTBe MIIOCTpaALIMM K pPACCMOTPEHHBIM BbILIE KIMHUKO-
T€HETUYECKUM O0COOEHHOCTSIM [IM mnpuBOaUM COOCTBEHHOE
HaboieHre KiuHdeckoro ciayvast IM1 B cembe (y MaTepu 1
JI0Uepn).

Tayuenmra /1., 28 net, mocTynuia B 5-¢ HEBPOJIOTUYECKOE OT-
nenenne ®I'BHY «HayuHblit IeHTp HEBPOIOTHI» ¢ HATIPaBH-
TENbHBIM [UarHo3oM: «[Iporpeccupyomasi MHOr004YaroBast
neiikosHuedanonartus». [Ipenpsasiasiia xano0bl Ha c1aboCTh
B pyKax U HOTaX, ObICTPYIO YTOMJISIEMOCTb, MEPUOAUYECKUE
TOJIOBHBIE 0OJM CTPENSIONIETO XapakTepa B JIEBO BUCOYHOM
00JacTi, CHUXEHUE aMSITU Ha TEKYIIUE U OTIANCHHBIE COOBI-
THSI, CHYXXEHUE OCTPOTHI 3pEHUSL.

W3 anamuesa HacTosiero 3a00jieBaHKs U3BECTHO, YTO MAl-
€HTKa C JIETCKOTO BO3pacTa HabJIooaeTcsl Y HEBPOJIOTa 110 Mo~
Boy oprannueckoro nmopaxenus LIHC (mocnenctsust pomoBoii
TpaBMbI, TiepuHaTajibHas sHuUedanonatus). Co cIoB Mare-
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Puc. 1. MPT rojosHoro Mo3ra nanuentku /1. (A — pexum T2; B — pe-
xum T1; C — pexxum FLAIR)

CHUMKHM JIeMOHCTPUPYIOT OYaroBble M3MEHEHHMSI OENIOTo BelecTBa
0OJIbIIMX MOMYLIAPUIL, @ TAKXKE THIEPOCTO3 JJOOHBIX U TEMEHHbIX KO-
cTei

Fig. 1. Brain MRI of patient D. (A — T2-weighted image; B — T1-
weighted image; C — FLAIR).

The images demonstrate hyperintense foci in the white matter of both
hemispheres, as well as hyperostosis of the frontal and parietal bones

pu, OepeMEHHOCTh OCJIOXHIIACH MHOTOBOAMEM, POIBI IPO-
XOIWIN B CPOK, OMHAKO OBbLIM CTPEMUTEIbHBIMU (MeHee 2 u);
XOUTh Havyana ¢ 1 rona, pa3roBapuBaTh — MPUMEPHO C 2 JIET.
B nmerckom camy oTMevanoch HapylieHHE COLMANIU3AUU —
He urpaja ¢ IpyrMMu AeTbMU. B 7 net moruiia B 1Koy, ooy-
Yanach CO CBEPCTHUKAMU, 00yYEHUE JABAIOCh OUEHb TSIXKENO:
MO3Xe OCTANbHBIX HayYMIach YUTATh M MHUCATh, HE BHIMTOJIHS-
JIa TIPOCTBIE apU(pPMETUUCCKUE ACHCTBUS. YPOKU (PM3MIECKOI
KYJBTYpBI TIOCE1IaNIa pery/sipHo, Xano0 Ha cJ1aboCThb, OBICTPYIO
yTOMJISIEMOCTb He mpenbssisiia. C 18 et Hayana oTMeyarhb 1o-
SIBJIEHUE MPOTPECCUPYIOIIEH c1aboCTH B HOTaX, U3MEHEHHUE M0~
xoaku. [Ipu MPT ronosHoro mo3ra (Mapt 2018 1.) BbISIBJIEHBI
MHOXECTBEHHBIC CKJIIOHHBIC K CIMSHUIO OYard THIICPUHTCH-
cuBHoro curtaia B pexumax T2 u FLAIR B 6enom Belectse
JIOOHBIX, TEMEHHBIX ¥ BUCOYHBIX J0JIEH, CYOKOPTUKAIBHO U Tie-
PUBEHTPUKYISIPHO, a TAKXKE TMIIEPOCTO3 JOOHON M TEMEHHBIX
Kocteit (puc. 1).

IIpu ocmompe obpaiano Ha cebsi BHUMaHME AMU3papUuecKoe
TeJOCTOXEHNE MAIMECHTKH: KOHMIECKHUI ToA00pOI0K, TOTH-
yeckoe Hebo, MHBepcHs U V-o0pa3Hast (hopMa BepxHeEi TYOHI,
BOPOHKOOOpa3Hast TIpydb, OpaXWIAKTIINS, HEIPOITOPINO-
HAJIbHOCTh TeNOoCI0XeH s Takke OTMEYanuch THIEPTPUXO3,
TUPCYTH3M.

B neeponoeuneckom cmamyce 0TMEUanoch CHUXXEHUE KPUTUKU
K CBOEMY COCTOSIHMIO, KOTHUTUBHbIE HapynieHus (20 6asioB
no mkane MoCA; akanbKy/us, arnpakcus, MHECTUYECKUE Ha-
pyuieHust). BeipaxeHHas c1aboCTb MUMMYECKOW MYCKyJna-
Typbl. YMepeHHast au3aptpusi. Cuiia Mbllii-crudareneii meu
YMEPEHHO CHIXXeHa. JIerKuii mape3 B JUCTATbHBIX OTIENAX PYK
1 Hor Jio 4 6aytoB. [TapaTonuu B KoHeuHOCTsIX. Jlerkas Tumo-
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MuoToHudeckas aucTpodust

Tpodus TeHapa, TMIToTeHapa ¢ 2 ctopoH. CyxXOXUIbHbIE U Tie-
pUoCTaAIbHbIE pedIeKChl 3HAYMTENbHO CHUXEHBI, 0e3 YeTKOM
aCUMMETpUU CTOpOH. KucTeBoil MUOTOHMYECKMII (heHOMEH
(mpotuBonoctaBneHue | maabiia KUCTH MOCIe KOPOTKOTo yaapa
HEBPOJIOTMYECKUM MOJIOTOUKOM 110 m. thenari). B mpode Pom-
Oepra ycToitunBa; B yCJI0XXHEHHON — HeycToituuBa. Jlerkas 6o-
JieBasl TUTIECTE3Us B TUCTATBHBIX OTIENAX JIeBoil HOrM. YeTKux
HapyIIEHUIA ITy00KO YyBCTBUTEILHOCTH HE BBISIBICHO. XOMIb-
0a caMoCTOsATENIbHAS, C BJIEMEHTAMHU CTEeIIaxa.

TIpu doobcredosanuu nateHTKU pu DMI omydeHsl mpu3Ha-
KM TIEPBUYHO-MBIIICYHOTO ITOPaKEHHSI ¢ YMEPEHHOM TEKYIIei
AKTUBHOCTBIO MBIIICYHBIX BOJOKOH B BHMIE MUOTOHMYECKMX
paspsiioB pasHoit aauteabHocTu. Ilo manHbiM DKIE cuHyco-
Boiil put™m ¢ YCC 76; BepTUKATIbHOE IIOJIOXEHKE DIEKTpUYe-
ckoit ocu cepata. CHIKeH BosbTax; Aubdy3HbIe U3MEHEHUS
MHUOKapma. B OMOXMMMYecKOM aHalIM3e KPOBU OTMEYANoCh
cnaboe TOBBIIIEHUE YPOBHS 0011Iei KpeaTnH(HOCHOKMHAZEI 10
255 En/n.

VuuThiBasg KIMHUYECKYIO KapTUHY (paHHMI Ae0l0T 3a00eBa-
HUSI, TIPOTPECCUPYIONIAsl MBIIIEYHas! CJIa00CTh, MUOTOHUYE-
CKUIl CHHIPOM, OTCTaBaHME B ICHXUYECKOM PA3BUTUM U Ha-
PYILIEHUS B KOTHUTUBHOM cepe, SHTOKPUHHBIE PaCCTPOICTBA
1 HavyalbHBIC TPU3HAKK IOPaXEHUS CepIeYHO-COCYIMCTOM
cucteMbl no gaHHbIM DKI, xapakrepHas kaptuHa MPT ro-
JIOBHOTO MO3ra), OblIa KJIMHUYECKU AUArHocTupoBaHa [IMI,
MPENOI0XUTEIbHO I0BEHUIbHAS (hopMa.

IHayuenmxa E., 64 net, noctynuia B 5-¢ HEBPOJIOTHYECKOE OT-
neneane ®ITBHY HIIH mo yxony 3a mouepsio. Beumy cHike-
HUS KPUTHKH K CBOEMY COCTOSTHHIO Xallo0 He IIPembsBisIa.
ITpu akTMBHOM paccrpoce OTMETUIA HaTUu4YMe o0Iel ciabo-
CTH, OBICTPYIO YTOMJISIEMOCTb, CHMXEHWE MBIIIEYHON CHUITBI
B pyKax ¥ Horax (0osiee BhIpaXXeHHOE CIIpaBa), IMIATKOCTh MPU
X0omb0e, CHIXKEHME MaMSTH Ha TEKYIe COOBITHSI.

W3 anamnesa Hactosiero 3a001eBaHKsI M3BECTHO, YTO PaHHEE
Pa3BUTHE TIPOXOAMIO COTJIACHO BO3pacTHBHIM HOpMaM. B Bo3-
pacte 55 JleT malueHTKa cTaja OTMeYaTh OBICTPYIO YTOMIIsie-
MOCTb TTPY BBITIOTHEHUW TIPUBLIYHON (DPU3MUECKOI HATPY3KH.
C 60 neT mosSIBUINCH YMEPEHHOE CHIDKEHUE MBIILEYHON CHIIBI
B pyKax M HOTax, o011ast c1abocTh, CHIXKEHUE TaMSITH Ha TeKy-
e coorrtust. [Ipy MPT romoBHoro mo3ra (mexadops 2015 1)
TIOJTYYEeHBI TAHHBIE 32 0YATOBbIC U3MEHEHUS B 0€JI0M BEILIIECTBE
00oMXx MoNyIrapuii rojoBHoro mosra. Habmonganace ¢ nua-
rHo3oM «Cocynucras JeiikosHuedanonatus». Takke B KOH-
ue 2015 . mosBUIKMCh OHEMeHUe B 1, 2 manbliaX MpaBoi pykH,
00J1b B 00JTACTH IIEH U B PYKax, MPOTPSINEHTHO HapacTaloIIast
c/1aboCTh B MpaBOil pyKe M HOTE, BOHUKIU TPYAHOCTH TPU
BCTaBaHMM U3 MOJIOXEHUIA ¢ KOPTOYEK U CO CTYJa, IIPU MOTb-
eMe II0 JIECTHUIIE, U3MEeHWIAch noxonka. Beimonneno MPT-
UCCIeOBAHME LICHHOTO OTAeNa IMO3BOHOYHMKA ((eBpaib
2016 1), rae BBIIBIEHBI INPU3HAKA KMCTO3HBIX IIOJOCTEH B
cnMHHOM Mo3re Ha ypoBHe C2—C4 u Thl mo3BOHKOB — Hau-
0oJiee BEPOSATHO, ITOJIOCTH CUPUHTOMHUEINH. BHITOTHEHO ote-
patuBHoOe JeueHue — JaMmuHaKTomus C4—CS5, npeHupoBaHue
cupuHromuenuueckoir kuctel C3—C4. B mocieonepalioH-
HOM IIepHoJic OTMeuaja perpecc 001eBOro CHHAPOMA, OTHAKO
COXpaHsiIach c1aboCcTb B KOHEYHOCTSIX, OoJiblie crpasa. [1pu
noBTopHoM MPT-uccnenosanun (cenrssops 2016 1.): mo3so-
HOYHBIN KaHal Ge3 BhIpaXEeHHBIX cyxXeHuil, MP-kapTuHa cu-
punromuenu Ha ypoBHe C3—C4 u Th1 mo3BoHKOB (puc. 2).

Taxxe U3 aHaMHe3a U3BECTHO, UTO B Bo3pacTe 49 JieT mepeHec-
JIa OTIEPaTHBHOE BMEIATEIECTBO IO TIOBOIY ABYCTOPOHHEN Ka-
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Puc. 2. MPT mejiHoro otiesia no3soHoYHHKA namueHTkH E. (A — pexnm
T1; B — pexum T2).

Ha cHMMKax BUIHbI KICTO3HBIE TIOJIOCTU B CTIMHHOM MO3T€ Ha ypPOBHE
C2-C4 u Thl mo3BoHKOB

Fig. 2. MRI of the cervical spine of patient E. (A — T1-weighted image;
B — T2-weighted image). = )

The pictures show cystic cavities in the spinal cord at the level of C2-C4
and Th1 vertebrae

Puc. 3. MPT mbin 6expa nauuentku E., T1-pexum.
MpbileyHast Macca BcexX TPYIT MBI 000uX Oenep CHUXeHa. B nzpa—
BOM Oejipe OTpeessieTCsl XXUPOBOE 3aMellieHUe IPOMEXYTOUHOH (2) u
MeauanbHO (1) MPOKOI MBIILL, OONBILION MpUBOAsLIEH (3) U MoJTy-
nepenoHyaTol (4) Muli. B 1eBoM Gexpe oTMeuaeTcst KupoBas mepe-
CTpoliKa MpOMEXXyTOUHOM IMPOKOI MBILILIBI Oeapa

Fig. 3. MRI of thigh muscles of patient E., T1-WI.

The muscle mass of all muscle groups of both thighs is reduced. In the

right thigh, the fat replacement of vastus intermedius (2), vastus medialis

}1), adductor magnus (3) and semimembranous (4) muscles is seen.
n the left thigh there is a fat restructuring of vastus intermedius muscle

tapakThl. B 2005 . 06HapyXeH MHOTOY3JI0BOI 3YTUPEOUIHBIIA
300 2—3 cTeneHM; B 3TOM Xe TOIYy BBINMOJHEHA palvKalbHas
TUCTEPIKTOMHUS B CBSA3HU C IBYCTOPOHHUMU KACTOMAMU TMUHM-
KOB 0OJIBIIMX pa3MepoB B mocTMeHomnay3e. bonee 10 net Hazan
TAlMEHTKeE MOCTaBJIEH JMaTHO3 CaxapHOoro radeTa 2-To THIIA.
B 2016 . mpu poBeaeHun miaHosoro DK -ucciaenoBaHus BbI-
sSIBJIeHa MepIiaTeIbHasT apUTMUSL.
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B nesponoeuueckom cmamyce: MauyeHTKa anaTM4yHa;, HaOIO-
JIaeTCsl CHUKEHME KPUTHKHM K CBOEMY COCTOSIHMIO, THEBHAs
COHJIMBOCTb, YMEPEHHbIE KOTHUTUBHbIE HapylieHus (25 oan-
JoB no 1mkaige MoCA). YMmepeHHast c1aboCTb MUMUYECKOM
MycKyaaTypbl. [u3apTpusi JerKoil CTemeHW BBIPAXEHHOCTH.
Cuia MBI 1IIEM YMEPEHHO CHMXEHA. YMEpeHHbBIN TeTparna-
pe3 D>S (B pykax — muddysHblii, B Horax — 6osee BbIpakeH
B TIPOKCUMAITbHBIX oTaenax). JAuddysHas MpleqHas TMoTo-
Hus. [unoTtpodus yeThipexriaBoii MbIlbl 6eapa D>S; Mblii
TIEYEBOTO Mosica, TeHapa U runoteHapa D=S. BripaxeHHas
€1a00CTh MBILILL CIIMHBI, Ta30BOTO Nosica. BecraBaHue ¢ KopTo-
YeK — «JIeCTHUYHOro» tuma (cumntoM losepca). Cyxoxuiib-
HbIE ¥ TepUOCTalbHbIE pedIeKChl 3HAUYMTENIbHO CHUXEHBI,
0e3 4eTKOW acCUMMETPUHU CTOPOH. KucTeBOi MUOTOHMYECKUI
(benomeH. B mpobe PombGepra noiarsiBaercsi. [ToBepxHOCTHasI
U 11y0O0Kasi YyBCTBUTENBHOCTh HE HapylleHsl. [loxomka camo-
CTOATENIbHAS, TIAPETUYHAS.

[Tpu noob6cnenoBaHuu Mo AaHHBIM M BHISIBICHBI TIPU3HAKU
MEePBUYHO-MBIIIEYHOTO TIOPaKCHUSI C HAMOOINBIIEH aKTWB-
HOCTbIO MBIIIEUHBIX BOJIOKOH B TepenHeil 00bledepoBoii
MbllILE. B 3TOH Xe MBbIIle perucTpupyioTcss MUOTOHUYECKIE
pas3psiabl. Bommonnena MPT MbIn HMKHMX KOHEYHOCTEH,
MpU KOTOPOH BBISIBJIEHO CHIKEHHE MAcChl BCEX TPYI MBbILILL
oboux Oenep M, B MEHbIIEH CTeleHM, roJeHel, a TaAKXe XU-
POBOE 3aMEIlEHNE MPOMEXKYTOUHON U MenuanbHOM MIMpPOKOH
MBIIIT, OOJIBIION TIPUBOISINEH ¥ TOMYIIEPEIIOHYATON MBIIIII,
KaMOAaJIOBUIHON U MeIMAaNbHON TOMIOBKM MKPOHOXKHOM MBIIII-
1l (puc. 3). B buoxumuyeckom aHaiu3e KPOBU OMpenessiiach
TUTIEPXOJIECTEPUHEMUS 7,5 MMOJIb/JT; TUTIEPTPUTIULIC PHICMUS
7,22 MMOJIb/11, TUTIEPTIMKeMuUs 7,3 Mmoot/ 1o narnHbIM DKT:
cunycosblii put™ ¢ YCC 56, AB-6iokana 1 crernenu, HermomHas
Os10Kkana nmpaBoil HoXKU myyka [uca, yniunenue QT 0,49 mc.

C yyeToM KIMHMYECKON KapTMHBI M CeMEMHOro aHaMHe3a
(nmpennonaraemast JIM1 y moyepu) KIMHMYECKU ObLT TaKxke
yctaHoBNeH auarHo3 IM 1, xraccudeckast popma.

BriocnenctBuu y obeux mauueHToK B pesynsrate JTHK-
aHaJIM3a B OJHOM M3 XpOMOCOM BBISIBJICHO YBEIUUSHHOE YHCIIO
konuit CTG-noBTOpoB B 3’-HeTpaHCIMpyeMoit 0061acTH reHa
DMPK, otBercTBeHHOr0 3a pazsutue JMI1. Pasmep skcnaH-
CUM TPUHYKJIEOTUIHBIX TIOBTOPOB He onpenesiics. [anueHT-
Ke E. Takxe OBUT BBIITOJTHEH MOMCK HAaN0OJIee YaCThIX MYTAIIMIA
B reHe ZNF9 — naHHBIX 33 HaJIMUME MYTallMU HE TI0JIy4YEHO.

O0cyxnenue

[TpuBeneHHbIe KIMHUYECKME CITYYau XOPOLIO MILTIOCTPUPYET
HIMPOKYIO BapHabeTbHOCTh KIMHIYECKUX CUMIITOMOB U CHH-
JIpOMOB y TanueHToB ¢ JAM, a Takxe AeMOHCTpUPYET (eHO-
MeH aHTuLMnauuu npu JAMI1: 6onee paHHMit ae6IOT U Ooee
TsKeNloe TeyeHue 3aboseBaHus y gouyepu. Kpome Toro, ciy-
vail manMeHTKu E. mpencTaBiser ocoOblil MHTEpeC BBUAY He-
TUIMMYHOCTU KIMHWIECKON KapTHHBL. Y MalMeHTKH OTMeda-
JIOCh Mpe00JIalaHue MBIIIEYHOM C1ab0CTU B MPOKCUMATbHBIX
oT/eN1aX KOHEeYHoCTel, 6ojiee xapaktepHoe ais JAM2. Takke
y Hee Ha0II0aI0Cch peakoe coyetanne M1 u cupuHromue-
Ju. B mutepatype onmvcaHo JUIIL HECKOIBKO TaKMX CTy4Yaes.
B 1977 &. R.B. Levisky u coaBT. ommy0iKOBanu COOOIICHNE O
ceMbe, rae 2 cubca ctpaganu JIIM, a TpeTuit — cupuHroMue-
mueit [51]. B 1998 . M. Mascalchi u coaBT. Takxke cOOOIIUIH
o nauuenTte ¢ JIM1 u cupuHroMuenueit, acColMMpoOBaHHOM ¢
reMaHTro0aacTOMO cliMHHOro Mo3ra [52]. B 2016 r. rpynmoii
KMTalCKMX YIEHBIX OBLIO OMMCAHO COYETAaHME BBHIIICYKa3aH-
HBIX MaTojoruit y 28-n1etHero MyxuuHsl [53]. B HacTosiee
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BpeMsI OCTaeTCsI HeSICHBIM, SIBJIsIeTCs Jii codeTtanue JAM ¢ cu-
PUHIOMUENIMEN IPOCTHIM COBMAICHMEM WM 3TU 3a00/1eBaHUS
MaTOTEHETUIECKU B3aUMOCBSI3aHbI.

3akmouenne

CoracHO pesyJibTaTaM MCCJIENOBAHUN TMOCIEAHUX JIeT pe-
KOMeHayeTcss paccMarpuBaTh [IM Kak upe3BBIYAiHO TeTe-
pPOreHHOEe MYJIBTUCUCTEMHOE 3a00JIeBaHKE C BOBJIEYEHUEM B
MATOJIOTUYECKUI MPOIIeCC He TOJBKO MBIIII, HO U HEPBHOI
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CHCTEMBI, a TaKXe OOJNBIIMHCTBA BHYTPEHHUX OPraHOB. DTO
00CTOSITENILCTBO BJEYET 32 COOOM HEOOXOAMMOCTb MYJIBTHU-
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