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IosicHo-KoHeYHOCTHAsA MbleyHasi qucTpodus 2L (ITIKM/I 2L) sBasercs oAHOI U3 caMbIX YacTO BCTpedyaeMbIX
AHOKTAMHHONATHI ¥ MposiBisfeTcsd ¢JIa00CTBI0 MNPOKCHMAJIBHBIX MBI, MPEUMYIIECTBEHHO HHKHUX
koHeuyHocreil. IMKMJI 2L o6ycioBiena myranusiMua B reHe aHoktammHa 5 (ANOS), sBasiomerocs
BHYTPUKJICTOYHBIM KAJIBIHUH-3aBHCHMBIM XJOPHAHBIM KAHAJIOM, KOTOPBI 3JKCIpeccHpyeTcsi B CKeJIeTHBIX
MBIIILNAX, MHOKapAe M KOCTAX. B cTaThe mpeacTaB/ieHO ONMMCAHME KJIMHUYECKOrO CJIy4Yas HacJeJICTBEHHOMH
ayToCcOMHO-peneccuBHOl nporpeccupymomeii [IKMJI 2L, 00yc/I0BIeHHOI HAJIMYHEM reTepo3NroTHbIX MyTanmii
B rene ANOS5; B 5 3k30He - C.242A>G (p.Asp81Gly), B 20 3k3oHe - €.2272C>T (p.Arg758Cys ). XapakTepHbIMH
NPU3HAKAMHU SIBJSIOTCH ACHMMMeTPH4YHasA cjaaldocTtb M rumorpoduu Mblmy Oexep, nceBaoruneprpoduu
HKPOHOKHBIX MBIIII; CJIA00CTh MPOKCHMAJIBLHBIX OT/IEJIOB BEPXHHX KOHEYHOCTel BbhIpa)eHa MUHUMAaIbHO. U3
J1a00paTOPHO-UHCTPYMEHTAIbHBIX JaHHBIX 00pamaa0 Ha cedsl BHUMAaHHe CTA0WIbHBIN BbICOKMI YpoBeHb KDK
B NepHOA Bcero 3a0oJieBaHUsl, MbIIIEYHAs BHU3yaJqu3anMs CBHIETeIbCTBOBAJIA 0 KHPOBOii JereHepanuu
0oJIbIIMHCTBA MbILII Oeapa ¢ runoTpodueil 3agHell rpynnbl ¢ NPU3HAKAMHM MHMO3HTA COXPAHEHHBIX MbILIII,
KOTOPBIH NMPenMYyIIeCTBEHHO BBIPAa:KeH B JIEBOH MOJIYCYXO0KHJIbHOH Mblmne. /laHHbIe OHONCHH MBILIEYHOIO
JIOCKYTa € OTCYTCTBHEM JOCTOBEPHBIX NPH3HAKOB BOCIAJUTEJBHOr0 Mpolecca, a Takike Hecnenuduyeckue
NPU3HAKH XPOHHYECKOr0 mopaxeHnss Mbiun. C y4eToM TOro, 4YTo B OTe4eCTBEHHOH JHMTepaType He ObLIO
NPeACTABJICHO KINHMYECKHX NPUMEPOB AAHHOH MBIIIEYHON MATOJI0THH, HACTOsMIIee Ha0JII0JeHUe HMeeT 0co0yIo
LHEeHHOCTD.

KiroueBbie cnoBa: ANOS, anoktamun 5, [IKMJI 2L, mosicHO-KOHEUHOCTHAsE MbIlIeyHass AUCTpodust 2L, MbIeuHas
TUCTpO(dHs, ayTOCOMHO-PELIECCHBHOE CKEJICTHO-MBIIIICYHOE 3a00JICBaHHE.

THE HEREDITARY PROGRESSIVE LIMB-GIRDLE MUSCULAR DYSTROPHY TYPE
2L (ANOCTOMINOPATHY)
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Limb-girdle muscular dystrophy 2L (LGMD 2L) is one of the most common anoctaminopathies and is
manifested by weakness of the proximal muscles, mainly of the lower extremities. LGMD 2L is caused by
mutations in the anoctamin 5 (ANO5) gene, which is an intracellular calcium-dependent chloride channel of
skeletal muscle, myocardium and bones. The article describes a clinical case of genetic autosomal recessive
progressive LGMD 2L, caused by heterozygous mutations in the ANO5 gene; in exon 5-c. 242A>G (p.Asp81Gly),
in exon 20 - ¢.2272C>T (p.Arg758Cys). Typical manifestation is the asymmetric weakness and hypotrophy of the
hip muscles, calf hypertrophy; weakness of the proximal parts of the upper extremities expresses minimally.
From laboratory and instrumental research, a stable high serum creatinine kinase (CK) level was noticed during
the entire period of the disease. Muscle visualization demonstrated fat degeneration of most of the hip muscles,
hypotrophy posterior group of muscles, signs of myositis of saved muscles, which is mainly expressed in the left
semitendinosus muscle. Muscle flap biopsy data had no reliable signs of inflammation, and non-specific signs of
chronic muscle damage. Russian scientific literature has no presented clinical examples of this muscular
pathology; therefore this observation has particular significance.

Keywords: ANO5, anoctamin 5, LGMD2L, limb-girdle muscular dystrophy 2L, muscular dystrophy, autosomal
recessive skeletal muscle disorders.

[TosicHo-koHeuHOCTHBIE MbImeuHble auctpodun (ITKMJI) — reHeTHuecku rereporeHHas
rpynmna 3a0oJeBaHUN C BBIPAKEHHBIM KIMHUYECKUM MOJIUMOP(PHU3MOM, XapaKTepU3YIOLIascs

MIPOrpeccupyroueil cnadoCThI0 MBIIIL TPEUMYILIECTBEHHO Ta30BOI0 U TJIEYEBOTO MOSICOB.



I[IKMJI umeror ayrocomHo-goMuHaHTHBIA ([IKMJI 1 Tuma) m ayroCOMHO-PEIECCHBHBIN THITBI
HacinenoBanus (IIKMJI 2 tuna). Myranuu B OZHOM M TOM K€ T'€HE MOTYT BBI3bIBaTh Pa3HbIC
denorunuueckue BapuanTel Muonaruii. K Hanbonee vacteiM [IKM/] B 3aBHCUMOCTH OT MyTaIllu B
OIIPENICJICHHBIX T'€HaX OTHOCATCA KaJblIauHONATUH, JIUCHEpPIMHONATUH, CApKOTIMKaHONATHH,
JIAMUHOMIATHUH, aHOKTaMHHOMATUX U T.1. [1]. AHokTamuH 5 (ANOS) sBisieTCS BHYTPUKIECTOYHBIM
KaJIbLIUH-3aBUCUMBIM XJIOPUJHBIM KaHAJIOM, KOTOPBII 3KCIIPECCUPYETCA B CKEJIETHBIX MBIIIIAX,
MHOKapie M KocTax. Ero ¢yHKuMs 10 KOHIIA HE $ICHA, HO M3BECTHO, YTO OH JIOKAJIU3YETCS B
SHJOIUIA3MAaTUYECKOM PETHKYJIyME M MOXKET IPUHMMAaTh y4acTHE€ B pENapalyy MbIIIEYHOTO
BOJIOKHA Tmocie mnoBpexzaeHusa [2]. PeueccuBHble mytanuu B reHe ANOS mpuBOIST K TakuM
KIMHUYECKUM (PeHOTHUTIaM TEPBUYHBIX CKEJIETHO-MbIIIEYHBIX 3a0oneBanuii kak [IKMJ] 2L u
auctanbHas Muomm-mogo0Hasi MHONAaTHs, KOTOpble BhepBble Obumu omucansl B 2010 rogy B 5
ceMbsx [3, 4]. GeHOTUNHMYECKH OHU MMEIOT CXO/ACTBA C JUCHEPIMHONATUAMHU, KOTOPbIE BbI3BaHbI
mytanuei B rene qucdepnuna (DY SF) u Bkimtouatot B cebs 1Ba ocHOBHBIX (henotuna — [IKM/] 2B
U JUCTAJIbHYIO Muomatuio Muolm, a TakkKe pa3jMyHble BapUaHThl OT OEeCCUMITOMHOMN
runepK®Kemuu o 6onee tsoxenbix ¢popm [3]. AyrocomHo-moMuHaHTHas MyTanusi B rene ANOS
HPUBOJAUT K MOPAXKEHHIO KOCTeil — rHatoauadusapHas mucruiasus [5]. Myrtamuu ¢.191dupA B 5
sKk30He u C.2272C>T B 20 sk30He reHa ANOS sBistoTcss Hanboee YaCThIMU CPEAH BCEX MYyTallMid
npu [IKMJ] 2L B eBpomeiickoit nmonymsuuu [6]. B Hacrosiiee BpeMsi BBISBICHBI Pa3IMYHBIC
MyTaIuu B 9K30Hax 5, 8, 13, 14, 16, 18 u 20 mannoro rena. [IMK]] 2L BcTpeuaetcst B 2 pa3a yarie
IIKM/] 2B u 3anumaer TpeThe MecTo no pacnpocrpanéHHoctu nociae IIKMJI 2A u IIKMJ 21
Cpel eBpOIICHCKOro HaceleHHs, Kak W capkorinukaHomatuu [7, 8]. B a3marckoil momyssiuu
IIMK/ 2L BcTpeuaeTcsi OueHb PEIKO, O YEM CBHUJIETENBCTBYIOT JaHHBIE KOTOPTHOI'O UCCIIEIOBAHMS,
npoBenenHoro B Kurae [8]. B 3apyOexHol JuTeparype MPUBOIATCS OMUCAHUS KaK €AMHHUYHBIX
KIMHUYECKUX cllyyaeB, Tak M rpynn namueHtoB ¢ [IKMJ 2L. V GonbmuHcTBa 3a0o0ieBaHMe
HauMHaeTcs cO CIAa0OCTH MPOKCHMAJIbHBIX MBI HIKHUX KOHEUHOCTeH, runorpopuu Oenep u
roJIeHEeH, a MepBble CUMIITOMBI CBSI3aHbI C TPYIHOCTSIMU MPU X0Jb0€ M MOABEME MO JECTHULE. Y
BCEX MAIMEHTOB €1a00CTh B HI)KHUX KOHEYHOCTSIX OoJiee BbIpa)keHa, YeM B BEPXHMX, MHOTHE W3
HUX JI0 TOSABIEHHS CHUMITOMOB aKTMBHO 3aHMMAJIUCh CIOpPTOM. Bo3pacT Hauana 3abosieBaHust
Bapbupyer oT 20 mo 55 ner. XKeHmuHbl MMeOT Oosee N10OpOKaueCTBEHHOE TeUeHHEe OOJIe3HH.
Yposenp KOK B kpoBu mnpespimaer HopMmy B 10-40 pa3, HO B €IMHMYHBIX CIy4asX JUIIb
He3HaunTeNbHO noBbImIeH [4,5]. [ToMumo kimaccuyeckoit GopMbl ¢ BOBJICUEHHEM MPOKCUMAITBHBIX
MBIIII] KOHEYHOCTEH, CYIIECTBYIOT U Apyrue (peHOTHUIBI: JUCTalbHas Muonatus (mo tumy Muorm)
c arpoduell MKPOHOXKHBIX MBI, H30JUPOBAHHOM MPOKCUMAIbHONW MBIIIEYHOH C1a00CThIO
HIOKHUX KOHEYHOCTEH; H30JMpOBaHHAs NpPOKCHMajbHas MbllleyHas ci1adocTh B BEPXHHUX

KOHCYHOCTAX, MNPOKCUMAJIbHO-AUCTAJIbHAA MbIIICYHAA cl1adoCTh B HIDKHHX KOHEYHOCTAX,



M30JIUpOBaHHAsT TUNEPTpodUs HMKPOHOXKHBIX MbImIl;, acumnTomHas KdKemus [5]. Yacto
HaOJII0AaeTCsl CHI)KEHHAsl TOJEPAHTHOCTh K (PU3MYECKUM Harpy3kam u muairuu [9]. YUerBeprthb
MAIUEHTOB TEPSIOT CIHOCOOHOCTh CaMOCTOSITENIBHO TMEPEABUTaThCS M HYKIACTCS B HHBAIATHOM
kpecie crycrs 10-20 met ot nHavana 6onesnm [1,10]. K. Wahbi u coast. B 2013 roay BrepBbie
OIKCAJIN BOBJICUEHUE CEPJICYHON MBIIIIBI B MMaTOJIOTMYECKUI MPOLIECC MPU ITOM 3a00JIeBaHUH, O
4yeMm paHee He Obu1o m3BecTHO. OHM TOKA3aJIM, YTO JWIATAIIMOHHAS KapAHMOMHUOIATHS MOXKET OBbITh
nposiBiieHueM Mytauuu B reHe ANOS. OgHako KOJIMYECTBO MALMEHTOB HE ITO3BOJIMIIO IIPOBECTU
peanbHYI0 OLIEHKY pacrpocTpaHeHHocTH Kapaunomuonatuu npu [IKM/JL 2L. Bee ke cneayer ObITh
HAaCTOPOXXEHHBIM IIpU BBISBICHUU Yy MauueHta noBbllieHHOro K®K B CBHIBOPOTKE KpOBU H
KapAMOMHUOTIATHH, HE CBS3aHHOW C TakUMH 3a00JICBaHMSMH, KaK THIIEPTOHHYECKAas OOJIC3Hb,
uireMuveckas 6omnesup cepana u T.a. [11] Ipu ITKM/J] 2L umeroTcsi OTHOCHTEIBHO XapaKTepHbIC
MaTTepHbI MbIIIEYHON Bu3yanu3zauuu. Habmogaetcs runotpodust MbIIIl 3aJHUX OTIENIOB Oenep u
UKp C 3aMEIICHHEeM WX >XHPOBOM TKaHbIO, MEHEE BBIPaKEHHAs THUMOTPO(HUS MBI MEePEIHUX
oTnenoB Oenep; mpsmMasi, MOPTHsDKHAS, TOHKAs MBIIIIBI OeApa M KOPOTKas rOJIOBKAa JBYIJIABOU
MBIIIIEI O€/]pa 9acTO OCTAIOTCS COXPAHHBIMH U BOBJICKAIOTCS B MMATOJIOTHUYCCKUH TIpoIece Ha Oolee
Mo3aHUX cTaausx [5, 6, 12]. IIpu Ouorcuu MBI XapaKTepHbl HeceuPpHIECKHE TUCTPODUIECKHE
M3MEHEHUs, KpOME TOro, nmpu okpacke KOHIro KpacHbIM BBISBISIIOTCS OTJIOKEHUS aMUJIOMIA B
MBIIIEYHON CTEHKE KPOBEHOCHBIX COCY/IOB M B WHTEPCTHUIIMH, PaHHEE 3TO OBbUIO OMHMCAHO MPH
nuchepaHONaTUIX, TPUYEM Y JAHHBIX MAIlMEHTOB HE ObUIO MPU3HAKOB CUCTEMHOTO aMHUJIOHW103a
[10]. B koropTHOM wuccie0BaHUH, B KOoTOopoe BKIOUmWin 101-ro maiueHTa ¢ HEYTOYHEHHOMN
MHonatuel, y 25 Obiia BbisBiacHA myTaius B reHe ANOS [6]. YuuThiBas 3T0, MOKHO CHENaTh
BBIBOJ, YTO MPU MHUOMATHSIX HEYTOYHEHHOTO TeHe3a ClIeyeT MPOBOAUTH auddepeHnanIbHbIi
JTMArHO3 C aHOKTaMUHOTIATHUSIMU.

Llenr wuccnenoBaHus: OMHMCAaHUE KIMHUYECKOTO Ciy4yas TE€HETHYECKH MOATBEPKICHHOU
IMKM/I 2L Tuna ¢ mo3JHuM HavajioM.

Kaunnuyeckoe Hab101eHne

[Tatmentka M., 55 ner nocrynuna B ssHBape 2020 roga B HEBPOJOTMYECKOE OTIIEIICHHUE
Haunonansnoro Menuuunckoro MccnenoBarensckoro Ilentpa (HMUILL) um. B.A. AnmasoBa c
xKarnobaMyu Ha HApyIIEHUE MOXOJKH, TPYJHOCTU MPHU BCTAaBaHWU C HHU3KOTO CTyJa, MOJBEME IO
JIECTHUIIC, CHUXEHUE TOJEPAaHTHOCTH K (U3MYECKUM Harpyskam, 0oiap B MeImmax Oemaep. B
aHaMHe3€ TAlMeHTKU oOpamana Ha ceOs BHUMaHUE OTATOIICHHAs HACJIEICTBEHHOCTH (OOKOBOM
aMuOTpo(pHUeCKUl CKIIEpO3 MO MaTepuHCKOW muHMH). Kpome TOro, mamuMeHTka cTpaaaia
oxxupenneM | crenenu u runepronnueckoit 6onesnrto Il ctanuu. B MonogoM Bo3pacTte manueHTka
3aHUMaIach KOHBKOOEKHBIM CIIOPTOM W HUKAKWX TPYAHOCTEH BO BpEMs 3aHITHI CIOPTOM HE

otmeyana. [lepBbie cuMnToMsbl nosiBUIIMCh B Havasie 2013 roga B Bo3pacte 48 jeT, Korjga 3HaKOMbIE



NAIMEeHTKN CTajly o0pallaTh BHUMAHUE HAa MU3MEHEHHE ee MOXOoAKu. YyTh Mmo3xe cama ManueHTKa
3aMeTuia IOSBJICHUE TPYAHOCTH NPU NOABEME IO JIECTHUIIE, ITOCTEIIEHHO IOSBUJIAcCh U CTasa
HapacTaTh HEJIOBKOCTh B JIEBOM HOre. B ceHTs0pe TOro ke rojga mocie BaKIWHAIMKA OT TPHIINA
OTMETHJIAa MOosiBIeHUe cyO¢eOpwinTeTa B TeueHHE Mecsdua. beina oOcienoBaHa B OTAEIECHUU
HEBPOJIOTUU TI0 MECTY JKMTENbCTBA, I ObUIO BBISBICHO IOBBILICHUE YPOBHS KpEaTHHKUHA3bI
(K®K) mo 1509 EJl/n (N 24,00-170,00), no manubM 3nektrpoHeiipomuorpadhuun (OHMI') Obuin
YCTaHOBJICHBI BBIPAKEHHBI TEKYIIUHA MHMOIEHHBIM IIPOLIECC U IOJIMHEMPOINATUsS CMEIIAHHOTO
reHe3a ¢ NOpakeHUEM IPOKCUMAJIbHBIX OTIENIOB HI)KHUX KOHEUHOCTEeH. bplna Ha3HaueHa Tepanus
(Oxronumnen, HelipomuauH, BUTaMHHBI Tpymisl B), oqHako sddekra OT je4eHHs OTMEYCHO He
osu10. [Toctenenno no siBaps 2014 roga cnabocTh B HOrax HapacTajia, HECKOJIBKO aCHMMETPUYHO,
Oouble ciieBa, MAaMEHTKA CTajla OTMEYaTh TPYAHOCTH NPHU BCTABAHWU W3 TIOJOKCHUS CUIS, IS
yero eil TpeboBanack nomoulb pyk. B sHBape 2014 roga maumeHTka ObUla TOCIMTAIM3UPOBAHA B
OT/eJICHHE PEBMATOJIOTUU [0 MECTY JKUTENIbCTBA, IJIe HA OCHOBAHUU Y>K€ MMEBILUXCS JAaHHBIX U
npoBeaeHHoro aooOcnenoBanus (moseimenue KOK no 1509 EJl/n, ypoBeHb HUPKYIHPYIOLIHX
uMmyHHBIX KoMmIuiekcoB (LIMK) mo 103 y.e. (N 0-120)) Obi1 ycTaHOBJIEH QUAarHo3: MEPBUYHBIN
UAMONATUYECKUN TTOJIMMHUO3UT, [10I0CTPOE TEUEHUE, aKTUBHOCTD 2, MOJIMHEHPONATHs CMEILIaHHOTO
reHe3a C IPEeUMYLIECTBEHHBIM BOBJIEUEHHEM HIKHUX KOHEYHOCTEH. bBblna mpoBeneHa mysbce-
tepanus Tiarokokoptukoctepounamu (I'KC) — mermnmpenuuszononom (750 Mr), ¢ HEKOTOPHIM
MOJIOKUTEIBHBIM 3 dexkToM. B MapTe TOro *e rojga B peBMaTOJOTUYECKOM OTIEIEHHM IPYroro
CTallMOHapa ObUI BBICTABJIEH WHOW JMAarHO3. CUCTEMHBIM BacKyJIUT, W IPOBEICHO JIEUECHUE
npenHusoigoHoM B goze 60 mr B cyrku. Ha ¢one monorepanuu ['KC cmabGocts B Horax
COXpaHsUIach U 3HAYMMOM JTMHAMUKU HE oTMevasloch. [lanuenTka Obljia CHOBA roCUTaIM3UPOBaHA
B OT/CJICHHE PEBMATOJIOTHM MO0 MeCTy >kutenbcTBa B mioHe 2015 roma. Ilpu oGcnenoBanun
YCTAQHOBJICHO OTCYTCTBHE aHTHUHYyKJeapHoro ¢akropa (AH®) u aHTUTENn K IUTOIUIA3Me
Heiftpoduinos, onHako ormeueHo Hapactanne KOK no 2500 EJl/n. C npeacraBieHuem o0
Y3€JIKOBOM MepuapTepuuTe, CMEIIAaHHOW MOJIMHEWPONaTUU ¢ MUONATHYECKUM CHHIPOMOM ObLIa
HasHayeHa tepanus [KC (Mmetwnnpemumzonon mo 250 mr Ned) u murocratukamu (LIC)
(uuknodocdpan 400 mr Ne3), Ha (oHe KOTOpOIl HalMEeHTKa BIIEPBBIE OTMETHJIA YMEHBIICHUE
cnabocT B HOrax. bBbUIO pEeKOMEHIOBAaHO MPOAOJDKEHHE JaHHOW Tepamuu amMOyJIaTOPHO C
MTOCTETIEHHBIM CHI)KEHHUEM J103bl, OJTHAKO IMallME€HTKa MOCJIE BHIMMCKH BHOBb OTMETHIA YXY/IIICHUE
COCTOSIHMSI U peKOMEHJaluu He coOirofana. Tem He MeHee, MpU MOBTOPHOW TOCHUTAIU3ALUU B
asrycre 2016 roga nabopaTopHble JaHHBIE CBUAETEIHCTBOBAIU O cHMKEeHUU ypoBHA KDK no 1494
EJl/n, mpum 5TOoM ycTaHOBJE€HO ToOBbImieHHe Muorioouna 382 wur/mn (N 0,0-106,0) u
nakrataeruaporenasel  (JIAI) 627 EJI/mn (N 125-220). Bbeuia mpoBeneHa OHWOIICHS KOXKHO-

MBIIICYHOI'O JIOCKYTA: JOCTOBCPHBIX IIPU3HAKOB MHUO3WUTA, BACKYJIUTAa HEC BBISABIICHO, OAHAKO HECJIb3s



ObUIO HCKIIIOUYUTh MHUOMATUYECKYIO AUCTpouio. Bbbul BhICTaBIEH AMArHO3: MHUOMATUYECKUIN
CHUH/IPOM HEYTOUYHEHHOIO TI€HE3a, CEHCO-MOTOPHAs IOJMHEHponaTvs ¢ MPEUMYLIECTBEHHBIM
BOBJICYCHUEM HWXHUX KOHEUHOCTEH, U mpoBeaeH ouepeaHoil kype tepanuu ['KC (npennusosnon 5
MI' B CYTKH C IPOJODKEHHEM Ha aMOYJIaTOpHOM 3Tare) U HUTocTaTukamMu (3Hgokcad 2500 mr Ha
Kypc) 0€3 3HaYUTEeIbHOM MOJOKUTEIbHON AuHaMUKH. J[1s koppekiuu Tepanuu B 2017 romy roga
NAaUEeHTKa MocTynuiaa B peBmaroiorudecke otaenenue HMMUL[ umenn B.A. Asmaszosa. C
MPEJCTaBICHUEM O MOJMMHO3UTE YMEPEHHOW CTENEeHHM aKTHBHOCTHU, U YUUTHIBAs 3((HEKTUBHOCTH
ucnons3oBanusg [IC B aHamHe3ze, ObUIO NPUHATO pEIICHUE O BO30OHOBJICHHWE TEparuu
nuknodochanom (10 goctmwkenus cymmapHou 10361 3000 mr) copmectHo ¢ ['KC (mpeanuzomnon 5
mr). Tepanuio manueHTKa MEPEHOCHIIA YIOBIETBOPUTEIHHO, OJHAKO KIMHUYECKA U JabOpaTOpPHO
3HaYUMOTO J(QeKTa MOCTUTHYTO He Obuto. bbima mpomsBeneHa cmena nukiodocdana Ha
nukiocnoput (ot 50 7o 150 Mr B cyTKH), KOTOpbIE 3aTeM ObLITM 3aMeHeHbl MeToTpekcaToM (20 mr 1
pa3 B Helem), Takke 0e3 MoNIoKUTeIbHOro KuHu4eckoro ¢ dekra. [lannentka craga ormeuana
O6omu B MbImmax Oexep, OBICTPYIO YTOMIIIEMOCTh B MBIIIIAX HOT, HApyIICHHE IOXOJKH.
JlabGopaTopHO Takke COXpaHSIINCh JTJAOOPATOPHBIC PU3HAKN AaKTUBHOCTH 3a00JIeBaHUs (MHOTIIOONH
615 ur/mn, KOK 1970 En/n, JIAT 303 Exn/n). C yderom pedpakTepHOro TEUECHHUS MOJIMMUO3UTA B
anpene 2018 roma ObUIO NPUHATO pEUICHHE WHHUIMHUPOBATH AHTU-B-KIETOYHYIO Tepamuio
purykcumabom. Ha mnepByro um Bropyto uHy3unm mno 500 mr Obuta OTMEYeHa XOpoluas
MEPEHOCUMOCTh ¥ TIOJIOKUTENbHAS TUHAMUKA KIMHUYECKHX M JTAOOPaTOPHBIX IAHHBIX, ITO3TOMY
ObUIO PEKOMEHJOBAHO MPOAOIDKUTH pUTyKcMMab B jo3upoBke 1000 mr pa3 B momroga c
coxpanerueM npexsux 1103 LIC u I'KC. Oanako B aekabpe 2018 roga ObU10 BHOBb YCTaHOBIIEHO
HapacTaHue aKTUBHOCTU CHUMIITOMOB, B CBSI3U € UeéM OblLIa yBeJIWYEeHa JO3MPOBKa pUTyKCcUMabda 10
2000 mr, HO B mambHeimem nabopaTtopuble nmaHuble oT mas 2019 roma (KOK — 1722 En/n,
muorsiobun — 326,5 ur/mu, JIAI' — 281 En/n) cBuugerenscTBOBaIM 0O Hed(PPEKTUBHOCTH
IPOBOJMMON  MEIUKAMEHTO3HOW Tepanmuu pUTyKcuMaOoMm. bplla  BBINOJIHEHA MarHUTHO-
pe3zoHancHass ToMorpadust (MPT) wmbiming Oenpa, BhIIBHUBINAS KapTUHY BbIpaXX€HHOW aTtpoduu u
KHUPOBOM TUCTpOoGHUHU Bcex rpymnn Mblii Oenep (6osblie mpaBoro 6eapa), yMEPEHHOIO MHO3MTA
3aJHe M MeIualbHOW rpynn Ml Oexep. s BepudUKaMy MOPa)KEHUsT MBI TPOBOIUIACH
OMoNCHS MBIIIEYHOTO JIOCKYTa C MepeAHelH-O0KOBOW IMOBEpXHOCTH JIEBOro Oejipa: OTMedeHa
WHBa3usl JTUMQPOIUTOB W HEUTPOMMIBHBIX TPAHYJIOIUTOB B IMTOIUIA3MY OTIENBHBIX MBIIICYHBIX
BOJIOKOH C SIBIICHUSIMH (POKAJTLHOTO HEKPO3a M MPU3HAKK XPOHUYECKOTO MOPAKEHUSI MBIIII] B BHJIE
¢ubpo3sa n nunomarosa. beuta nposenena nocrenennas ormena LIC u 'KC, ognako nocie mogHoro
MPEKpaIleHus Tepanuy MalueHTKa OTMETHIIa HEKOTOPOE YXYIIEHUE COCTOSHHUSL.

Jns nooOcienoBanus U noAdOpa Tepanuy MaUeHTKa MOCTYIIA B OT/IEJICHUE HEBPOJIOTHH

HMMUI] ¢ BeimeonucanapiMHA KanoOaMu. B HEBpoJOTMUECKOM CTaTyce MPU TMOCTYIUICHUU OBLT



BBISIBIICH TICEBIOOYIBOApHBI CHHIPOM (XOOOTKOBBIM, MapuHecky-PagoBuun ¢ ABYX CTOpOH);
MBILIEYHBIA TOHYC ObUT 1 (y3HO MOHMKEH, OOJbIIEe B HIPKHIUX KOHEYHOCTSX, MAJIBIIAIIUS MBIIII]
0e300ne3neHHa. [Ipu uccnen0BaHNN MBIIIEYHON CHIIBI OTMEYaliach CIa00CTh BCEX MBI Oenep ¢
o0enx cTopoH 10 3-4 GayioB, Oojiee BbIpaKEHHasl CIIEBA, JIETKas YCTYIMYUBOCTh MPYAHBIX MBI U
MBILII-pa3rudarenel nanpLeB pyK ¢ ABYX CTOpoH. OTMedanuch runoTpoduu Melin o6eaep, Kucren
PYK H TceBAOrHnepTpoduu MbIII] ToneHeil ¢ 2-X cropoH. PacuuKymsauuii He HaOII0Ianoch,
oJHaKo Ha ()OHE HArpy3KH B MBIILAX Oelep MOSBILIUCH KpaMiH. bpromHbie peduiekchl Obun
COXPaHHBI, CYXOXXWJIbHbIE pEQUIEKChl C PYK OBLIM CHUMMETPHUYHO CHU)KEHBI, ITOBEPXHOCTHBIE U
riy0okue pegreKkchl ¢ HMXHMX KOHEeuHocTell oTcyrcrBoBanu. Habmomamuch narosorndeckue
cronHble 3Haku [lycema ¢ nByx ctopoH. Kpome rumecre3un B 00JIaCTH THUIBHON U JIaJOHHON
MOBEPXHOCTU 4-TO U 5-T0 MaNIbIEB KUCTEH C IBYX CTOPOH, APYIHMX HAPYIICHUS YyBCTBUTEIHHOCTH
NalMeHTKa He mpeabsBisuia. llpu mpoBeneHHMM KOOPAMHATOPHBIX HpoO oOTMedanach Jerkas
MHTEHLUS B HIDKHUX KOHEYHOCTsIX. B mo3e PomOepra onpenensiach MaTKOCTh, BEPOSITHO, 33 CUET
nape3oB. [Ipu oleHKe OCaHKM M TMOXOJKM Yy TMAIlMeHTKH OBUIM OTMEUYEHBl XapaKTepHas I03a C
nepepasrudoanueM Oefep M yCUJIEHHEM MOSCHUYHOTO Jiopjao3a (puc. 1), Muonmaruyeckuil narrepH

XOIBLOBI.

Puc. 1. Hapywenus ocanku u xapaxmepuas no3a ¢ nepepaseubanuem beoep, ycuieHuem

NOACHUYHO20 ﬂopc)osa

[Tpu mpoBeneHun 1a0OpPaTOPHBIX HCCIeNOBaHMK ObUIO BhIsABICHO moBbimieHHe KPK 1o
1618 EJl/n u obnapyxen AH® tutpom 1:100 ¢ rpanyisipHbIM TUTIOM cBeueHHs. [Ipu mpoBeaeHun
OHMI' BepxHHMX M HIKHHX KOHEYHOCTEH Obla MOATBEP)KICHA KOMIPECCHOHHO-UIIEMHUYECcKast
HEBpOIaTusi JIOKTEBBIX HEPBOB C JABYX CTOPOH M H3MEHEHHMsS MMOTEHHOI'O XapakTepa BO BCEX
WCCTIEIOBAHHBIX MBIIIIAX, Hanbojee BbIpaKeHHBbIE B MbImmax Oeaep. Ilo manabiM MPT wmbrmg

npsamMasi, IMOPTHAKHAA, TOHKAasT MBIIIIBI OBLIM OTHOCHTEIIHLHO COXpPaHHBI C HC3HAYUTCIIbHBIM OTCKOM,



MOJTYCYXOKHJIbHASI MBIIIIIBI CJieBa OblJJa B COCTOSHUM BBIPAKEHHOTO OTEKa CO CKOIUICHHEM
KUAKocTH Ton (acuuedt Mbimipl. OcCTalbHBIE MBIIIIB (AKTUYECKH TOJHOCTHIO 3aMEHEHBI
KUPOBOM TKAHBIO MPH COXpaHEHWU oOBeMa TEpeaHEeH TPYIIbl W C TPU3HAKAMH TUIIOTPOPUU

3ajHel rpymimsl (puc. 2).

Puc. 2. MPT-kapmuna svipasxcennoli 0eceHepayuu Mulidy Oeoep ¢ 3ameujeHuemM HCuposol mKaHvio

C y4eToM MHONATHYECKOTO CHHIpPOMa OBUIM  MPOBEIEHBI  crnuwporpaduss u
axokapauorpadus, MO pe3yibTaraM KOTOPBIX JCSITEILHOCTh IBIXaTCIBHBIX MEBIII W Cepala
OKa3ajJuCh HE HAPYIICHbl. YUMUTHIBAS MEJUICHHO IMPOrpeccUpyrolee TeueHue 3aboieBaHus C
MPEUMYIIECTBEHHBIM TOPAXEHUEM MBIIII[ Ta30BOr0 TOsSCa M MPOKCHUMAIBHBIX OTAENIOB HOT,
cTabunpHO BBICOKHMU ypoBeHb K®K B mepwon Bcero 3aboneBanus (ot 1500 mo 2000 En/m),
OTCYTCTBUE KIMHUYECKOTO U JabopaTopHoro 3¢ dekra ot nposoaumoit tepanuu ['KC, LIC u anTu-
B-knetouHoil Tepamuu, AaHHbIE OWONCHM MBIIIEYHOTO JIOCKYyTa C OTCYTCTBHEM JIOCTOBEPHBIX
MIPU3HAKOB BOCHAJIUTEIBHOIO TIpOLIECCa, a TAKXKE BBIPAKEHHbIE MPU3HAKA XPOHHUYECKOTO
MOPKEHUSI MBI OBUT TPEANOJIOKEH HUarHo3 HACJIEIACTBEHHOTO 3a00JIeBaHUS - MBIIMICYHON
muctpoduu. [lo pesynbpraram ucCiIeIOBaHMS AKTHBHOCTh M3MEPEHHBIX JHU30COMHBIX (PEPMEHTOB
Obuta B mpeaenax pedepeHCHBIX 3HAUEHUH, YTO IMO3BOJHIIO HCKIIOYUTH Tinukoreno3 Il Tuma.
MeTo10M MaccOBOTO MapalieIbHOTO CEKBEHHpOBaHUs Ha mpubope lon S5 Obul mpoBeneH aHamus
82 reHoB, OTBETCTBEHHBIX 32 META0OJIMUYECKHE U MOSICHO-KOHEUYHOCTHBIC MBIIIEYHBIC AUCTPODUH.
BbutH  BBISIBJICHBI W3MEHEHWS HYKICOTHIHOW TIOCICIOBATSIIBHOCTH: B S5 3k30He Tena ANOS
BbisiBIieHa MyTaiusi C.242A>G (p.Asp8lGly) B rerepo3urotHoM COCTOSHUH, a B 20 dK30HE T'eHa
ANOS5 - wmyranus €.2272C>T (p.Arg758Cys), Takke B TETEpPO3UTOTHOM COCTOSIHMH. B
coorBerctBuu ¢ kpurepusmu ACMG (American College of Medical Genetics) BoisiBieHHBIE
BAapUaHThl HYKJICOTHIHOW TOCIEAOBATEIIbHOCTH SIBJISIIOTCA TATOTEHHBIMH BapuaHTamu. O0e
mytanuu onucansl npu genotune [TKMJ] 2L, myranus B rene ANOS acconuupoBaHa Takke ¢
aucTanpHOM Muomnatuer Muomm. Takum oOpa3om, mManuMeHTKe OBLT yCTaHOBJIEH OCHOBHOMU

JIMarHo3: TOSCHO-KOHEYHOCTHas MbllmieyHas auctpodus 2L tuna. [lpokcumanbHbIN HUKHHMA



yYMEpeHHBIN napanape3. C y4eToM HaclIeICTBEHHOTO XapaKTepa U MEIJIEHHOTO MPOrPECCUPOBAHUS
JaHHOTO 3a00JIeBaHUs, MAMEHTKE II0Ka3aHa HeclenuduuecKas MOICPKUBAIONIAas Tepamnus,
neyeOHasT THMHACTHKA, MAacCaX M OPTOMNEIUYECKHE MEpOINpPHATHSA, a TaKkKe IWHAMHYECKOe
HaOJroieHne, 0COOEHHO C YYeTOM CKJIIOHHOCTH MHMOAMCTPOGUN K IMOPaKEHUIO JbIXaTEeIbHOH U
CEpIACYHON MYCKYJaTypBbl.

3aki0uenue

B mpencraBnennom nHamu ciyudae [IKMJ] 2L Ttuma manudectupoBasiia y TMalUEHTKH B
JOCTaTO4HO 3pesioM Bo3pacte (48 ser). OT MOSBIEHUS MEPBBIX CUMITOMOB J0 IOCTAaHOBKU
AMarHo3a mnpouuio 7 yer. JlnurenbHelii nepuoa qudepeHuanbHoN AUarHOCTUKY COMPOBOXKIANICS
OMOOYHBIMU TPEACTABICHUSIMHI O HAJMYUU ayTOUMMYHHOTO 3a00JIeBaHUS C MOPAKEHUEM MBIIII]
(MOAMMHO3UTA), YTO OBLIIO CONPSKEHO C Ha3HAYEHHMEM MMMYHOCYIPECCUBHOM TepanuM, OTBET Ha
KOTOpYI0 ObUI MHUHMMAaJ€H W B KOHEYHOM HTOre OTCyTCcTBOBaJ. Ilo JaHHBIM JuTEpaTyphl
CYLIECTBYET THIIEPAMATHOCTHKA IIOJIMMHO3MUTA, M MPU OTCYTCTBHUM JOJDKHOIO OTBETa Ha
MMMYHOCYIIPECCHBHYIO TEpalldI0 CIEAyeT IEepeCcMOTPETh IIPEACTABICHUE O JAuarLose. B
BBIIICONIMCAHHOM HAaOJIIOJICHUU TPOTUB BOCHAIMTEIBHOW MMOIATHH TAaKXE CBHUAETEIbCTBOBAIU
JAHHbIE MBIIIEYHOW OHOICHM, TIJl€é BOCHAIMTENIbHbIE W3MEHEHHs MBI OBbUIM IpEICTaBIICHbI
MUHUMaJIbHO. J[MarHo3 MbleqHol aucTpoduu noarsepkaanu aaHHsie MPT Mbliin, BbIsiBUBLINE
NPU3HAKU OKUPOBOM JereHepanuu Mblm Oenep. VYKiIaablBaeTcsi B IPEJICTaBICHHE O
HacyenCcTBeHHOW muoguctpopuu u ypoBeHb KOK y Hamell manMeHTKH, KOTOPBIA IMPEBBIIIA
HopMy 710 10 pa3, HO Ha BceM MPOTSHKEHUH 3a00J1eBaHus ObUT Ha J1OCTaTOYHO CTAOMIILHOM YpPOBHE.
OTCyTCTBUE OTJIOKEHHUS aMWIOMAA B MBIIIAX IpH OKpacke KOHIro KpacHbIM, XapaKTepHOE AJs
IMKMJT 2L [10], He MOrj0 B JAaHHOM Cllydae MOBJHSTH Ha JOCTOBEPHOCTh JHArHO3a, TaK Kak
pemaroniyio poib B moctaHoBke auarHo3a [IKMJ[ 2L ceirpamu pe3ynbTaThl MOJEKYISPHO-
TCHETUYECKOM NUAarHOCTUKU. DyHKIHA CEpACYHOM MBIl Yy IIPEACTABICHHON ITallMEHTKU
HapylleHa He ObUIa, OJHAKO CJeNyeT NMPOBOAMTH MEPHOAMYECKH CKPUHMHIOBOE HCCIIEJOBaHHE,
YUYUTBIBasi BO3MOXKHOE pa3BUTHE JMIATAIIMOHHON KapanoMuonaTtuy y nanuentos ¢ [IKM/] 2L [10].

Takum o0OpazoM npu MHUONATHM HEYTOYHEHHOTO TeHe3a C T[O3JHUM HadajoM C
NPEUMYIIECTBEHHBIM TOPAXEHUEM IPOKCUMAIBHBIX MBI KOHEYHOCTEH ciemayer ObITh

HAaCTOPOKCHHBIMU B OTHOILICHUN HKMI[ 1 IPOBOAUTDH MOJICKYIISIPHO-TCHCTUYCCKOC UCCIICAOBAHUC.
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