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Clinical case of a patient with Ulrich congenital muscular dystrophy

Pestome

BpoxnaeHHas mbilwedHas auctpocms Ynbpuxa (UCMD) - konnareHonartiis, cBs3aHHas ¢ natonorueid Tpex reqos: GOLGA1,
COL6A2, COLBA3. Bnepsbie 6bina onucaqa Ynopuxom 8 1930 1., npeacTasnset co60il camyto TAxenyto hopmy KonnareHonatmit
CKENETHOM MYCKYNaTypbl, YacTOTa 66 BCTPE4aeMocTy cocTasnaet okono 20 % scex BMII v conpsxeHa ¢ feduunTom KonnareHa
VI tuna. [1].MpeacTaBneH KnMHUYeCKMit criyyail pedeHka, y KOTOpOro ANarHoCTUPOBaHa BPOX/EHHASA MblLLEYHas JucTpodus
Ynbpuxa, ConpoBOXAAIOLLAACA ANCY3HON MbILLIEYHOA TUNOTOHMEN, NOBbILIEHMEM KOK, npu3Hakami MUONaTiyeckoro natrep-
Ha Ha HMT. Tpu npoBeaeHMM NPAMOro aBTOMATUYECKOr0 CEKBEHMPOBaHMS N0 CeHrepy BbiABNeHa aeneuns 29 HyKNeoTUaoB,
3axBatblBaloLLas nocne0BaTenbHoCTb 3k30Ha 29 reHa COLB6AT B romMo(remin)3uroTHOM COCTOAHMM.

Kniouesble cnoBa: BpOXAeHHas MblLLeYHaa AucTpodhua, 6onestb Ynbpuxa, re COL6AT, KnuHndeckuit cnyyail

Summary

Ulrich congenital muscular dystrophy (UGMD) is a collagenopathy associated with the pathology of three genes: COL6A1,
COL6A2, COLBAS. It was first described by Ulrich in 1930, is the most severe form of collagenopathy of skeletal muscle, the
frequency of its occurrence is about 20 % of all AMD and soprezhena with collagen deficiency type VI [1].

A clinical case of a child diagnosed with congenital Ulrich muscular dystrophy accompanied by diffuse muscular hypotension,
increased GKD, signs of myopathic pattern on ENMG is presented. Direct automatic sequencing by Sanger revealed deletion of

29 nucleotides, capturing the sequence of exon 29 of the COLGA1 gene in the homo(hemi)zygote state.
Key words: Congenital muscular dystrophy, Ulrich's disease, gene COL6A1, clinical case

Beenenue

Komnnarenomatuu — xnacc aupepeHInpoBaHHBIX (CHH-
JPOMHBIX) AUCIUIA3UH COCAMHUTENBHOI TKaHU, KOTOPBIE 00-
YCIIOBIICHBI MYTAIlMSIMH, HAapyIIAlOIUMU CHHTE3 M PacIaj
KoyulareHoB. M3BecTHo 29 THNOB KoJulareHa, KOAUPYEMBIX
23 renamu. Kommaren VI Tuma — GenKoBEIH retepoTpuMep
9KCTPALEIUTIONAPHOTO MaTpUKca, 00A3aTeNbHbIH 11t QyHK-
LMOHUPOBAHHMS CKEJIETHOW MBIIIIBI M KOXH, IIPUCYTCTBYIO-
Ui B CTPOME BHYTPEHHUX OPTaHOB, a TAKKe 00pa3yIomuit
MHUKPOGUOPUILUIIPHYIO CETh, TECHO CBS3aHHYIO ¢ 0a3aibHON
MeMOpaHOH B OONIBIIMHCTBE TKaHeH opranusma. OH COCTOHUT
U3 TPEX MENTUIHBIX LETEH, Kaxaas U3 KOTOPbIX KOAUPYETCs
otaenbHbIM TeHOM: COL6A1 1 COL6A2 (0b6a 3aHUMAIOT JI0-
kyc 21q22.3) u ren COL6A3, (sokyc 2q37). MyTtanuu 3Tux
TpEX TeHOB (K HACTOSIIEMY BPEMEHH BCETO UX OMHCAHO OKO-
10 80) MPUBOAAT K Pa3BUTHIO IIHPOKOTO CIIEKTPa KOJUIATreH-
VI-acconumpoBaHHBIX MHUOIIATHI — OT GoJiee THKENBIX HopM
BMJI Vippuxa (OMIM:254090) no Gomee MATKHX (opm
BM/I betnema y B3pocnsix (OMIM:158810). MyTauuu resa
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COLG6 MoryT OBITH JOMUHAHTHBIMH WITH PEIIECCUBHBIMA [ 1].
Bpokennast MHOIUCTPOHS
Buepseie onucana Ulrich B 1930 1. /lanHbie o pacrpoctpa-

HénHoctu BMJI VYnbpuxa BecbMa CKYAHBI, OTHAKO OpPHUEH-

CKJIEpOATOHNYECCKAsA

THpoBouHO oHa cocramisger 0,13 nHa 100000 HaceneHwus.
IIposiBnenuss BM/Jl Vnbpuxa 3aMeTHBI yXKe C POXKIECHUS WU
Pa3BUBAIOTCS B TEYEHUE NIE€PBOTO Tofa >KU3HU. BO3MOXKHBI
yKa3aHUs Ha HU3KYIO JBHUIaTEIIbHYI0 aKTMBHOCTb ILIOJA BO
BpeMs OepeMeHHOCTH[2].

CHUMIITOMOKOMILTEKC 00JI€3HU YIbpHXa BKIIOYAET MBI-
MIEYHYIO THIIOTOHUIO W CI1a00CTh, BBIPAKCHHYIO THUIEPIOA-
BIDKHOCTb B JUCTaJIbHBIX CyCTaBaX, KOHTPACTHPYIOIIYIO C
peTpakIusAIMH MPOKCHMAIbHBIX M AKCHAJIBHBIX CYCTABOB.
XapakTepHa MacCHBHasi TMIIEPIKCTEH3US MNalbleB, KUCTEH
u cron [2]. YV 50 % manueHTOB HAOIIONACTCS BPOXKAEHHAS
JMCILIA3KsA/BBIBUX Ta300eqpeHHoro cycrasa. Cpeau Apyrux
BPOXIEHHBIX CHUMIITOMOB MOIYT BCTpPEUaTbCsl KpUBOLIES,
KH(OCKOIHNO03, KOHTPAKTYPHl B Ta300€APEHHBIX, KOJIEHHBIX
U JOKTeBbIX cycTaBax. K koxxHbIM nposiBieHusM BMJ] Vib-
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YPAJIbCKUN
MEZULIMHCKUN XKYPHAJT

NEUROLOGY

puxa OTHOCHTCS (DOJUTMKYJISIPHBIA TUIEPKEpaTo3, KOTOPBIH
JIOKQJIU3YeTCsI B OCHOBHOM Ha pa3THOAaTeNbHBIX MOBEPXHO-
CTAX KOHEYHOCTEH, kerouaHble pyois! [3]. YacTo y 60nbHBIX
BCTPEYAIOTCSl YENIOCTHO-JIMIEBBIE TUCMOPOHH — MHUKPO-
THATUsI, OKPYIVIOE JIUIO, OMYIIEHHE HIDKHUX BEK, OTTOIBI-
pEHHBIE YIIHBIE PaKOBHHBI, apkoBuaHOE HEOO [4]. ITporpec-
CHpOBaHHE 3a00JIEBaHHSI COMPOBOXKIAETCS HEU30CIKHBIM
HapaCcTaHUEM HNPOKCUMAJIBHBIX W AKCHAJIbHBIX KOHTPAKTYP
C yTpaToil HaBBIKA K CaMOCTOSTEIBHOMY HEpEIBHKEHHUIO,
TSOKEJIOW PECTPUKTUBHOM  JIBIXaTeIbHOM HEJOCTATOYHO-
ctbt0. Hapymienus co ctopossl cepaua u nopaxenus [THC
Ui Oone3HW YibpHxa He XapakTepHsl [4]. B 3aBucumoctu
OT COXPAHHOCTH NPHOOPETEHHBIX J[BUIaTEJIbHBIX HABBHIKOB
MIPEUTOKEHO TIOAPA3AeTiaTh OONBHBIX HAa TPH TPYMIBI IO
CTCIICHU TAXKCCTU: MAlUCHTBI, KOTOPbIC HUKOI/Ia HE CMOT'YT
XOIWTH (paHHHUH TsDKENMBbIH (DeHOTHN YIbpHXa); MAIUeHTHI,
KOTOpBIE TO3IHO MPHOOPETYT HABBIKK XOAbOBI, HO B Jajb-
HEWIIIeM UX yTpaTaT (THIHYHBIN (EHOTHIT YIIbpUXa, yMEpeH-
Hasl TSHKECTD); MAMEHTHI, COXPAHSIONINE HABBIKH XOABOBI B
teyenue 20 et u 6onee (MPOMEKYTOUHBIH (EHOTHIL, JerKas
crernens) [1].

Junarno3 UCMD BeicTaBisieTcss Ha OCHOBaHUHM OCO-
OCHHOCTH KJIMHUYECKOH KapTHHBI, ypoBeHb KOK moxer
OBITH HOPMAJIBHBIM MM YMEPEHHO MOBBIIICHHBIM; Tpr MPT
MBI (KaKk IMPaBHJIO, NPSIMOH M JIaTepalibHOW IIMPOKON
MBI 6e/ipa) MOXKHO BBISIBUTH KAPTHUHY 3aMEICHUS MBIIIEd-
HOW TKaHM >KUPOBON U COECIUHUTEIbHOM, HAUMHAIOIIYIOCS B
oOmact Qacuii, OKPYKaOUUX WK MPOOOTAONINX MBIII-
1ry; Ha OHMI' — muonaruueckuit maTTepH; TUCTONIOTHYECKAsT
KapTHHAa MBIIIEYHOro OHOmTara: OT HalW4Hs HecTennugu-
YEeCKUX MHOMATHYECKUX MPU3HAKOB IO BBIPAKEHHOTO JHC-
Tpoduueckoro marrepHa. mmynorucroxumuaeckoe (MI'X)
uccenoBanue Ha komtareH VI tuma B ciyyasix ayTOCOMHO-
peueccuBHoro Hacnenosanus BMJI VYioppuxa neMoHCTpH-
pyeT pe3Koe CHIKCHHE KOHIEHTPAIWH, BIUIOTH JO MOJIHOTO
OTCYTCTBHUs, KojulareHa VI Tuma B 0a3anmpHON MemOpane,
OKpY’Karomeli MbIIIedHble BOJIOKHA. JlydmmM Mmarepuanom
JUISL MCCIIeN0oBaHMs KoareHa VI Tuma sBIsieTcsl KynbTypa
¢bubpobnacToB. MoeKyIsIpHO-TeHETHYECKOe HCCIIE0BaHIE
— Meron Bepudukanuu auarsoza BMJ] Vioppuxa. Anamu3
MyTaliii B HacCTOsIIee BpeMsl BO3MOXKEH AJIS BCEX 3K30HOB,
OTBETCTBEHHBIX 34 CHUHTE3 BCeX TpEX uened kosnareHa VI
tuna[1]. Bo3amoxHa npeHarangbHas quarHoctuka mytém UI'X
aHanM3a BOPCUH XOpHOHA Ha KojutareH VI tuma

Knunuveckuin cnyyaii

ITaumentka M., 4 rona, Habmonaercs B Kimmuuko-nua-
THOCTHYECKOM LeHTpe «OXpaHa 310pOBbI MaTepH U PeOCH-
Ka» y Bpaua HeBpOJIOTa U FeHETHKa B CBS3U C 3aAEPXKKOHU CTa-
THKO-MOTOPHOTO Pa3BUTHS (CaMOCTOSITENFHO HE XOIWT, HE
TI0NI33€T), JBYCTOPOHHUM BBIBUXOM O€apa, MHAaTOHHUECKUM
CHHZIPOMOM, OyIb0apHBIMH pacCTpOHCTBaMH (IIONEpXHUBa-
HUE TpU NpHEeMe MUIIH, TUC(HOHUS), THIEPMOOUIBHOCTHIO
(hayaHr ManbleB pyK, HOBbIIICHHEM ypoBHSI KDOK.

Pebenok ot 3 6epemennocTH (1 GepeMEHHOCTD — MEIH-
LIUHCKHI a00pT, 2 6EpEMEHHOCTh CPOYHBIE POJbI), IPOTEKAB-
mreit Ha (OHE TeCTAIMOHHOTO CaXapHOTo quadeTa, MpoBOH-
J1ack MHCYJIMHOTEpAMnus ¢ 28 HeAeNnu recTaliy, 0TMeJanach
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XpoHHMYecKas (eToIulaneHTapHas HEeZOCTATOYHOCTh. Pompl
B 40 Hezmenb, METOIOM KecapeBa cedeHus (pyOer Ha MaTke),
npu poxkaeHuu Bec — 3360 1, poct — 52¢M, OLEHKA T10 IIIKa-
ne Anrap — 7/8 6amuroB. CeMelHBIH aHAMHE3 HE OTSTOIICH.
C poxxaeHus AeBOoYKa HaOII0AAIach y HEBPOJIOTa 10 MTOBOAY
HepHHATAIbHON JHIIe(aloNaTHH CMEUIaHHOTO I'eHe3a, MBI-
IIEYHOH THIIOTOHWH, 3aJI€PKKU CTATHKO-MOTOPHOTO pa3BH-
THSI — JISPXKUT TOJIOBY C 5 MECSILIEB, JIe)Ka Ha )KUBOTE, OKOJIO 2
MHHYT, IEPEeBOPAINBACTCS C 7 MECAIEB, CAMOCTOSTEIFHO HE
CaIuTCs, He XOMUT. PeOCHOK ¢ pOXXACHHS COCTOMT Ha JIHC-
MAHCEPHOM yd4eTe OpToIle/a 10 IOBOIY BPOXKICHHOTO ABY-
CTOPOHHETO BBIBUXa Oepa, MPOBOAMIOCH JIYEHHE — HAlo-
JKeHHe MHUHBI TI00MHTepa, 3aKphITOE BIIPABICHNE C ITATHBIM
JIedeHHeM B THUIICOBBIX INOBs3kax. HeomHOkpaTHO neBodka
Ipoxoauiia Kypcsl peabunuranuonsoi Tepanuu B HIILL «bo-
HYM».

B Bo3pacte 1 rofa naryeHTka BIepBbIe MPOKOHCYNBTHU-
pOBaHa T'€HETHUKOM, IPH OCMOTpE BEISIBIECHB OCOOCHHOCTH
(eHOTHIIA — CBETIIBIE BOJIOCHI, TONyObIe CKIIEpHI, pocT — 75
cM, BeCc — 7,5 Kr, BOpOHKOOOpa3Has nehopMaius rpyaHOi
KJIETKH, KPYyITHbIC yITHBIE PAaKOBUHBI, BBICOKOE HEDO, yIUIO-
IIEHHOE TepeHOCke, BOPOHKOOOpasHas nedopmanust rpya-
HOH KJIETKH, IByXCTOPOHHUI BEIBUX Oeziep. B neBpomorude-
CKOM CTaTyce: CO CTOHBI UEpPENHBIX HEPBOB — HETIOCTOSIHHOE
cxofsIieecss Kocomntasue, Jerkas auchonus; anddysHas
MBIIIEYHAS THIIOTOHUSI, CyXOXKHIBbHBIE PE(IICKCHI C KOHETHO-
CTEH 3HAYHUTEIHHO CHIDKEHBI. UyBCTBHTEIBHOCTH COXpaHe-
Ha. [umepMoOHIBHOCTE cycTaBoB. OrpaHUYeHHE OTBEICHNE
Oenep B Ta300enpeHHBIX cycTaBaX. PeOeHOK He monsaer, He
CaJuTCs, HE BCTAeT, IEPeBOPaYNBAETCS C 7 MecsIeB, TOBO-
pur 2-3 cnoBa. 1o pesynsraram DHMI BBISIBICHO CHIKEHHE
aMIUTUTYABI M-0TBeTa, MPU3HAKU MHOIIATHIECKOTO MaTTepHa
(HU3KOAMIUTUTYIHbIE, KOPOTKHE MO ATUTEIBHOCTH MOTEHIIH-
aJbl IBHUTATENBHBIX equHun). [IpoBeneHa TaHaeMHas macc-
CIIEKTPOMETPUS, AMUHOAIMIONATHH, OPTaHUIECKUE aIuIy-
pun, nedexTbl 6eTa-OKUCICHHUS JKUPHBIX KHCIIOT HCKITIOUCHBIL.
PebGenky mocTaBiieH npeaBapUTENbHBIA THarHO3 — CHHIPOM
COCIMHUTENBHO-TKaHHO# ucrnazuu. uddepeHunanbHpiit
JIMarHO3 C HACJIEACTBEHHONH HEPBHO-MBIIIEYHOH ITaTOIOTHEH
— BPOXKJEHHON MUOIIaTHEN; pEKOMEHI0BaHO NPOBEJEHUE MO-
JIEKYJISIPHO-TeHETHYECKON TUarHOCTHUKH.

B 2 roma 3 mecsma aeBoYKa MOBTOPHO IPOKOHCYIIb-
THUPOBaHA TEHETHKOM. IIpy oCMOTpe COXpaHseTCsi CHHIPOM
MBIIIEYHONH TUIIOTOHNUHM, TUIOpedIeKcns, 3aepKKa CTaTH-
KO-MOTOPHOTO M PEUEBOTO Pa3BUTHUS, BHIPAXKEHHAs! THUIEp-
MOOMJIBHOCTE (haJlaHT MaNbIEB KUCTEH, TYTOMOIBIXXHOCTH
JIOKTEBBIX U KOJIEHHBIX CyCTaBOB, Jerkue OyapOapHbIe pac-
CTpOICTBA, HEMOCTOSIHHOE CXOJSIEeecs: KOCOIIa3he, acTUr-
MarusM. Ilo maraeiM ODHMI muarHOCTHPYIOTCS TPH3HAKH,
XapaKkTepHbIe AJIs NepBUYHO-MbIILIEYHOH maTonoruu. B 6uo-
XUMHUYECKOM aHalln3e KpoBU NoBbIIeH ypoBeHb KDK 10 376
En/n. 3meHenuit mpu mpoBeJeHUM 3JIEKTpOodHIEeanorpa-
¢uu He BoisiBICHO. [1o manHbiM Y3U BHYTpEHHHX OpPraHOB,
oOHapy)keHa TemaToMeraius, sxokapauorpadguum — moda-
BOYHAs XOpAa JIEBOTO *kenlynodka. Jmarnos: ne6roT Hacuen-
CTBEHHOTO HEpPBHO-MBbIMIeYHOr0o 3aboneBanus. Juddepen-
LMaJbHBIA JMarHO3 — BPOXJIEHHAs CTPYKTypHas MUOIIATHs,
BPOXJICHHAS MbIIIEYHAast TUCTPOPHSI.
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HEBPOJI0IA4

Pucynok 1 — ITauuentka ¢ BM/I Yabpuxa

Ha 6a3ze MI'HL] PAMH B naGoparopuy MOJIEKyJIIpHO-
TeHEeTHYeCKoi auarHocTuku (I. Mocksa), OBUIO NIPOBEAEHO
cexBeHnpoBanue JIHK wmeromom NGS-nmanens «HepsHo-
MBIIICYHEIE 3a00JeBaHus». [laTOreHHBIX, BEPOSTHO IIATO-
TeHHBIX BapHAHTOB HYKJIEOTHIHOHW MOCIEIOBATEIbHOCTH U
BapHaHTOB C HEOIPE/IeICHHBIM KIMHIHYECKUM 3HAYeHHEM He
BeisiBieHO. [Ipu ananuze moxpeitus rena COL6A1 npenmo-
JIarajgoch HaJW4He AeNeIUU dK30Ha 29 B TOMO3HIOTHOM CO-
cTosHUM. B Bo3pacTe 2 rofa 6 MecsneB HalleHTKe AUarHo3
BAJIMM3MPOBaH pedepeHCHBIM MeTonoM Ha 0Oaze MI'HI]
PAMH. Ilpu npoBezneHHH IPsSMOrO aBTOMAaTHYECKOIO CEK-
BeHMpoBaHUs 110 CeHrepy ¢ mpaiMepoB, HOCIEI0BATEIBHO-
CTH KOTOPBIX BBIOpaHBI M3 9Kk30HOB 28 1 30 rena COL6OA1
(NM_001848.2) mpoBeaeH MOKCK JeNICHi, BBISBICHA JIEie-
nus 29 HykiaeotunorB g.47420668 4742069del29, 3axBarsi-
BaloIas I0CJIEN0BaTeNbHOCT dKk30Ha 29 reHa COL6AL B
roMO(T€MH )3UTOTHOM COCTOSIHUH, ONKCAHHAs KaK MpUYHMHA
MBIIIEYHOH rucTpoduu Yibpuxa.

B Hacrosmee Bpemst peOeHOK MPOoIo/HKaeT HaOMonaThCs
CIEIMAMCTAaMI OT/ENICHHS] MEJUKO-TeHETHUECKOTO KOHCYIIb-
tupoBanus KL «O3MP». B HeBpomorndeckom craryce co-
XpaHsieTcsi rpy0ast 3a/ilep)KKa CTaTHKO-MOTOPHOTO PAa3BHUTHS:
HE TI0JI3a€T, He XOMWT, Ha UYETBEPEHBKH HE BCTACT, cladast
oIopa Ha HOTU IIPH HOJJEP)KKE 3a MOIMBILIEYHbIE 001acTH,
caiuTcs TOJNBKO ¢ MocTopoHHeH nomoisto. YH — cxonsmee-
cs1 kocornasue, auconus. MpliedHast THIIOTOHHS, THIOped-
JIEKCHsI, THIIOTPO(HUS MBI rojieHeil, cnuHel. OTMmedaercs
BOpPOHKOOOpa3Hasi TpyAHas KJIETKa, THIEPMOOHIBHOCT Cy-
CTaBOB KHUCTEH, (pOpMHpPYOIIMECs KOHTPAKTYphl JIOKTEBBIX,
KOJICHHBIX CYCTaBOB, «KPBUIOBHAHBIE) JIOMATKH, «IISITOYHBIE
crorbl». [oBopuT oKomo 15 cnos, 2-3 cnoxHbie ¢pa3ssbl.

3akniouenne

Takum o6pa3oMm, 00Ie3Hb YIIbpHXa — HACICACTBEHHOE
HEpPBHO-MBIIIEYHOE 3a0oNieBaHKe, ACOIOTHPYIOLIEE C POX-
JICHUs], TIPOSIBIIAIONIEeCs TIIaBHBIM 00pa3oM 3aiepKKoi cTa-
TUKO-MOTOPHOTO Pa3BUTHA, OU(P(Y3HOH MBIMLIEYHOH THIIO-
TOHHEH, C HOSBJIEHHEM B JaJIbHEHIIEM T'MIIepMOOMIEHOCTH
B JIMCTAIBHBIX CyCTaBax M KOHTPAKTYp B HMPOKCUMAIIbHBIX
cycraBax.

ITonTBepsKieHHE JAWAarHo3a BO3SMOXKHO TOJIBKO MPH
MPOBEICHUH MOJICKYJISIPHO-TCHETHYECKOTO aHain3a, HO Ha-
nu4re 3 BOBJICUCHHBIX T€HOB, BOSMOXKHOCTH JOMHHAHTHBIX
U PELECCUBHBIX MYTAIUil 3aTPyAHIET JaHHBIN Tall JUarHo-
CTHKH. DTHOJIOTUYECKOTO JIedeHHs OOJIe3HH YIbpHXa B Ha-
CTOsIIIIee BPEMs HE CYIUECTBYET, OJHAKO, MMEIOTCSI METOBI
JUTSL OOJIErYeH s KU3HH MMAlMEeHTOB, YITy4IIeHUs TPOTHO3a U
aJlanTanyy. m
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