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The case of Kugelberg-Welander spinal amyotrophy

Pe3tome

CnuHanbHble aMuoTPOUK — 3T0 rpynna HacneaCcTBEHHbIX 3a60N16BaHUI, XapaKTEPU3YHOLIMXCA AereHepaLluelt ABUraTeNbHbIX
HepOHOB NEPEAHMX POrOB CRMHHOrO Mo3ra. OHOM M3 Pa3HOBMAHOCTEN CMIMHAMbHLIX aMUOTPOMWA ABNSETCS 60NE3Hb
Kyrenb6epra-Benaxgepa, KOTopast KNUHUYECKN NPOSBNSAETCA B BUAE CUMMETPUYHOI MbILIEYHOR TUNOTOHMI U TUNOTpOcIN,
(hacuMKyNALMA PasNMYHbIX MbILIEYHBIX FPYNN, HAPSAY C OTCYTCTBUEM YYBCTBUTEMbHbIX, MO3XKEYKOBbIX HApyLUEHWN. B cTaTbe

MPUBE/EH CNyyal MarHOCTUKI CHANbHOIM amMoTpocun Kyrenb6epra-Benaxgepa y B3pocnoro nauveHTa.
Knioyesble cnoBa: cnuHanbHas amuoTpodus, 6onesHb Kyrens6epra-Benanzepa, HacnefcTBeHHble 3a6016BaHNA

Summary

Spinal muscular atrophy is a genetic disorder characterised by loss of motor neurons, progressive symmetrical muscle wasting,
hypotonia, different muscle group fasciculation, without sensitive and cerebellar disorders. Kugelberg-Welander disease is one
of the spinal muscular atrophy. This article shows the case of Kugelberg-Welander spinal amyotrophy of adult patient.
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Beenenue

CrmHanbHbIe MbIIeuHbIe arpodun (CMA) — 310 Tpyn-
Ia HAacJeICTBEHHBIX 3a00JIeBaHMH, XapaKTepU3YIOIIHXCS
JieTeHepaliell JABUTaTeNbHEIX HEHPOHOB MEPEeNHHX POTOB
cruHHOro Mosra [1, 2].

Bonesns KyrennOepra-Benmanaepa siBisieTcst ogHON U3
pa3HOBUAHOCTEH CHMHAIBHOH aMHOTpoduu (CMHATIBHAS
amuoTtpo¢ust 3-ro Tuma). 3aboneBaHHe MMeeT 2 IOATHIIA:
moarun 3a u moarun 3b. JIedror CMA moaruma 3a mpuxo-
JIUTCs Ha Bo3pacT 1,5-3 roxa, a moarumna 3b yaie Bcero pas-
BHBaeTcs mocie 3-ro roxa xu3Hu [3]. CMA 3-ro Tuna umeer
ayTOCOMHO-PEIIECCUBHBIM THI HAacIEAOBAaHMS, Pa3BUBAETCS
BCJIEZICTBUE MyTallMy Win/u aenenun B reae SMN1 (survival
motor neuron | — reH gakTopa BEDKHBaHUS MOTOHEHpoHa 1),
PacroyoKeHHOM Ha JJIMHHOM ILIeue S-i XpoMocoMmsl [3, 4].

KimandeckuMu  KpuTepussMH  CIIMHAIBHON  MBIIIEUHON
AMHOTPO(DHH SBIAFOTCS: (HACHUKYISIIMN PA3TAYHBIX MBIIICYHBIX
TPYTIL, THIIO- FUTH ape(ISKCHSI MBIIII] KOHSYHOCTEH, CHMMETPHd-
Hasi MBIILIEYHAs TUTIOTOHHS U THIIOTPO(HS, OTCYTCTBUE UyBCTBH-
TEJbHBIX, MO3KEUKOBBIX M HHTEIUICKTYaIbHBIX HAPYILEHUH [5].

Teuenue 3a00neBaHUSA XapaKTEPU3YeTCS OTHOCHUTENb-
HOM CTaOWJIBHOCTBIO, NMPOJOJDKUTEINEHOCTD KHU3HH IAlMeH-
ToB ¢ CMA 3-ro THIIa HEPEIKO COIMOCTaBUMa C TaKOBOH B
LIeJIOM 110 nomynsnuH [3].
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ITpuBOAUM ONHUCAHUE KIMHHUYECKOTO CIydas CHHMHAIb-
HOH amuoTpoduu B3pocioro mnanuenrta.llanmentka H., 32
rofa, MOCTYNUIa B HEBPOJIOTMYECKOE OT/IEICHUE C jKanoba-
MHM: Ha HapylLICHUE IIIOTaHus, TONEPXUBAHUE IIPH eae (Tpya-
Hee IIOTaTh TBEPIYIO IHINY), BEITEKAaHHE XXHUAKOCTH depe3
HOC (TIEPHOOMYECKH), HApYIICHHE pEYH, TPYAHOCTU NPH
MPOU3HOIICHUH HEKOTOPBIX CJIOB, OBIINIKA, MEPHOIMIECKU
3aTpy/IHEHHE JIbIXaHHs, TEPHOINYECKH ABOCHHE B IVIa3ax,
«TyMaH» Iepe]| IJ1a3aMH, OIyIIeHHe IPaBoro Beka, cinadocth
B pyKaX M HOraxX, BHIpaKCHHasi o0IIasi CiaboCTh, IPOKaHHUE
B pyKax (HEMOCTOSHHOE), EPUOANYECKOe MOAEPTUBAaHNUE B
MBIIIIAX PYK, CHIDKEHHE Beca (IoXyzena Ha 15 kr 3a mecTh
MecsILeB), MEPUOAMYECKHE IaBAIIHEe TOJOBHBIE 0OJH, roJo-
BOKpPY>KEHHE, 00JIM B 00JIaCTH IICHHOTO OT/IeNa HO3BOHOUHH-
Ka, SMOLHOHAJIbHAS TAOMIBHOCTb, INIAKCHBOCTB.

W3noxuTh aHaMHE3 MOCIEIOBATEIBHO 3aTPYIHSIETCS.
BriepBrle HapymieHHe pedn MOSBHIOCH 5 JET Has3am, Koraa
BHE3aITHO Ha paboTe He MOIIa BBITOBOPHUTH ci0Bo. ITocre-
NEHHO TMOSBHINCH OOJIM B LIEHHOM OTAENE MO3BOHOYHHKE,
pedb cTaa MeUICHHOH, EPUOIMYECKH HCIIBIThIBANIA 3aTPY/I-
HEHHUE B NPOU3HOIICHUM CJIOB. 32 MEIUIMHCKOI MOMOIIBIO
He oOpamanacek. Jletom 2016 roma MOSBHIOCH MOMEPXHUBa-
HHE TIpH €/e, HENOCTOSIHHOe, K Bpady He o0parianach, OT-
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Medaja KoJiebaHue CUMITOMATHKY B TEUSHHUE JHS, OTMedaa
TO 3HAUUTENIPHOE YIyYIIeHHE, TO yXyALIeHHe COCTOSHUS. B
suBape 2017 rozpa cTano TpyaHO IIOTaTh, MOSBUIIACH OIBIII-
Ka, cI1aboCcTh B KOHEYHOCTSIX, TOT/IA BIIEPBBIE 0OpaTmiiack K
OTOJIAPUHIONIOTY. BeicTaBneH nuarno3: XpoHUYECKUH rumep-
TpoUUeCKHi JIapUHTUT, BA30OMOTOPHBIN pHHUT. HazHaueHo
JiedeHue, pekomeH10BaHo MPT ronoBHOro Mo3ra u KOHCYJb-
Tarus HeBposiora. Ha (hoHe mpoBoANMOro Je4eHusl manueHT-
Ka OTMeYaJa yTydIIeHuEe COCTOSHHIS, YTy IIHIOCh TNIOTaHHeE.
B anpene 2017 ropa mosiBUIOCH IBOCHUE B INIa3zax, OMyIIe-
HHe BepxHero Beka. IlamueHTka ocMOTpeHa HEBPOJIOTOM II0
MECTy JKHTENIBCTBA, JAHO HANpaBIeHHE HA CTALOHAPHOE
JICUCHHUE.

Pogunace B HpkyTckoil obmactu, pocina W pa3BUBa-
J1lach COOTBETCTBEHHO Bo3pacty. OOpa3oBaHUEe HEOKOHYCH-
HOE BBICIIEE, B HACTOAIIEE BpeMsi padoTaeT IPOJaBIIOM.
3amyxeM, NeTeil HEeT, OTHOIIEHHS B ceMbe Xopomue. B
aHaMHe3e: BeTpsHasl OCIa, I'PUII, aHTMHA. XPOHUYECKUE
3a0oneBaHua oOTpuLaeT. HacnencTBEHHOCTh: Marepu 52
roja, 340poBa, oTel] yMep B 42 roja OT paka IHIIEBOAA,
Opary 30 1et — 370poB. AJuIeprHIecKue Peakiiy, BpeIHbIe
IIPUBBIUKH, BEHEpHUEcKUe 3aboneBaHus, Tyoepkynés, BUY
OTPHIIACT.

OO0bexTuBHO: pocT — 164 cM, Bec — 40 xr. B HeBpoIo-
THYECKOM cTaryce: 3armaxu paziandaer xopomo. [Toms 3perns
HE OTpaHUYCHBI, 3peHUe coXpaHeHo. 3pauku D=S, kpyribie.
3pavykoBbIE PEaKIMU Ha CBET U KOHBEPICHIIUIO )KUBBIC. YiKe
npaBasi TIa3Hasl mienb. [IBIKEHHS ITa3HBIX SOJIOK HE3HAUH-
TE€JIBHO OrpaHU4Y€HbI B CTOPOHBI, BBEPX. BrisBnsercsa cna-
00CTh KPYTOBBIX MBIIII] TJIa3 IPU TOBTOPHBIX COKPAIICHUSIX.
UyBCTBUTETBHOCTh HA JIUMIE COXPAHEHA, TPUIEMHHAIIbHBIC
TOukM Oe300i1e3HeHHBI. JINI0 CHMMETpUYHO, Cl1aboCTh Ke-
BaTEJIbHOM, MUMHUYECKOW MYCKyJaTyphl ¢ IByX cTopoH. Hu-
crarMa Her, ciyx coxpanéH. Jlyxxku D = S, Hu3koe crosHue
MSTKOTO He0a, IIOTOYHBIH pedaekc OTCYTCTBYET, AN3aPTPHS,
mucoarus. SI3bIKk — MO CpenHei JIMHKUH, MBIIIEYHOe Oecro-
KOMCTBO, JIETKasi THIOTPOGHS MBI SI3bIKa ClieBa. J[BibKe-
HUSI TOJOBBI B CTOPOHBI HE OIPAHUYCHBI, HE3HAYUTEIHHO
OoJie3HEHHBI. Pediekchl 0palbHOrO aBTOMAaTH3Ma — HAMEUCH
X000TKOBBIM. OOBEM aKTHUBHBIX JBWKEHUNM B KOHEYHOCTAX
He orpanuyeH. B nmpoGe bappe HeMHOro oTCTaeT jieBas Hora.
Cuna MBI CHIDKEHAa He3HaunTenbHo, auddysno. Toyc
MBIIII]: TUTIOTOHMS B pyKax, TErkuil runepToHyc B Horax. Cy-
XOXXHIIBHBIE pe(IeKCHI ¢ PyK: KapropaguanbHble, ¢ Oumern-
ca, C TPHUIIETICa OXKMUBIICHBI, S=D), maronornyeckue KUCTEBBIE
— Pocconumo cmpaBa; KoJieHHbIE KHBBIE, S=D, axHIOBBI
paBHBIE, HECKOIBKO OXKHBIEHHI. IlaTtomornueckue CTOITHBIE
pediekchl — ThuTbHAs (UIeKCHs 1-TO Majblia ¢ ABYX CTOPOH.
MuMmononananue, HHTEHIMOHHOE ApOXKaHHe C 00enx CTo-
POH TpH BBITIONHEHUU MAalblie-HOCOBON MPOOBI, MATOUHO-
KOJIEHHAs IP00a BEIITOTHACTCS yHAOBIETBOPUTENIBHO. B mose
Pombepra nokaumBaeTcst, HO U3 MO3Bl HE BBIXOMUT. [loxomka
He n3MeHeHa. bonesas, TemneparypHas, TaKTHIbHas, BUOpa-
nnonHas (6onee 10 cex) UyBCTBUTEIHHOCTH HE HApPYIICHBL.
MBpIIIeYHO-CyCTaBHOE YyBCTBO COXpaHEHO. Peub — mu3ap-
Tpus rpy6as. CHMIITOMOB HaTsHKEHHS HET, MCHUHT€AIbHBIX
CHMIITOMOB HeT. bpronnsie peduekchl He BBI3BIBAIOTCS (Apsi-
Onast OproriHas creHka). [lo3BoHOYHMK 0e30071e3HEHHBII
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IpH HaJgbIalil OCTUCTHIX OTPOCTKOB. JledaHca MBIIII HET.
BereraruBHbIil cTaryc: 6e3 ocobeHHoCTel. OpUEHTHpOBaHA
B MecTe, BpeMeHH, COOCTBEHHOH JINYHOCTH TIPABUIILHO, KOT-
HHUTHBHBIC HapYIICHHs He BblsiBIeHbl. CHIOKEH (OH HACTPO-
€HHSI, TUIAKCHBA.

3a BpeMsl HaXOXKACHUS MAMEHTKH B CTAI[MOHApE MpO-
BEJICHO KOMIUIeKCHOe obcnenoBanue. [lomydyeHHble obmie-
KIMHUYeCKHe 1 OHMOXMMHYECKHE IIOKa3aTeNl B Ipejenax
BO3PACTHOW HOPMBI, aHAJIN3 JIMKBOpa — 6e3 MaToJI0rHH, ypo-
BeHb KpeaTMHUH(OCHOKHHA3EI B Tpenenax pedepeHTHHIX
3Ha4YEeHHWH, KIMHUYECKas Mpoda Ha MPO3epUH OTPHUIATENb-
Has. AHaJIM3bI KPOBY Ha HAIMYHE UMMYHOII00ynmuHOB G, M
K BHPYCY KJICIIEBOTO SHIE(aTnTa U KIEHIEeBOro 6oppennos3a
orpuuarensssle. Ilo pesynsraram MCKT opranoB cpeno-
CTEHHsI, TOJIOBHOTO MO3Ta — 09aroBOH MaTOJIOTHHU BEISBICHO
He Obu10. Ilo pesynsratam DHMI mosmyueHo 3akitoueHue:
B mpobe ¢ TeTaHu3ammel ¢ m. orbicularis oculi, m. abductor
pollicis brevis qekpeMeHT 0 aMILIUTYIE U TUIOLIAH HE BbI-
SIBJIEH, JOCTOBEPHBIX IPHU3HAKOB HAPYLIEHHsS HEPBHO-MBI-
MIEYHOH Tepenadn HeT. B mokoe B MCcIemyeMBIX MBIMIIAx
3aperuCTPUPOBAHBI NPU3HAKH CIIOHTAHHOW aKTHMBHOCTH (HA
Oy;1p0apHOM U IIEHHOM ypOBHSX), TpyOee BhIpaKEHHEIC Clle-
Ba. Ilpu nposenenun crumymsnuonHoir DHMI (uccneno-
BaHNE CEHCOPHBIX BOJIOKOH HEPBOB BEPXHHX KOHEYHOCTEH)
CKOPOCTB PACIPOCTPAHEHUS] INEKTPHIECKOTO HMITYIIbCa U
aMIUIUTya B HOpMe. boJble MaHHBIX 32 IepeIHeporoBoit
xapakrep nopaxenus. [Ipu mposeneHun wuronsdaroir DML
m. soleus perucTpUpyIOTCs MPU3HAKH MEPBUYHO-MBIILICYHO-
TO MOPaKEHNUSL.

IIpoBeneno neuenne: THOKTOBAs KUCIOTA, IHaHOKOOA-
JIAMUH, IHPUAOCTUTMUHA OpOMH, CIMPOHONAKTOH, IIOJH-
HENTHIBI KOPHI TOJTOBHOTO MO3ra CKOTA, 3THIMETHITHIPOK-
CHUITUPHJIMHA CYKIMHAT, (husnoneueHne, Mmaccax, JIOK.

Ha moBTOpHOM IpHeMe CIycTs 5 MecsIeB MarueHTKa
OTMEYaeT yIy4IlIeHHe B COCTOSIHUM 3[0pOBbs: Habpana 3 KT,
CTaJIO JIET4Ye DIIOTaTh M ToBOPUTH. Ilocie BBINMUCKH U3 CTa-
I[OHApa B TEYEHHE BCEX 5 MECSIEB MallMeHTKa MPOIohKaia
npueM Tabnerok nnunakpuna 20 mr 3 pasa B neHs. [loBTopHO
obut0 mpoBeneHo DHMI: Gonblie JaHHBIX 32 CIIUHAJIBHYIO
MBIIICYHYIO aTpodHIo.

3aknioyenne

CyMMupys BCE BBIIIEHU3I0KEHHOE, NPEATIOIaraeM uTo
UMEET MECTO KIIMHUYECKasA KapTUHa CITMHAJILHOM aMUOTPO-
¢un Kyrens0epra-Benanzaepa ¢ npenMyecTBeHHbIM HOpa-
KEHHEM OKYISAPHBIX M (apHUHTEAbHBIX TPYII MBIIIL, MH-
omaruueckuii cuHIpoM, OynbOapHbIe, I1a30/BUraTelIbHBIC,
JbIXaTelIbHblE HapyIleHHus. BepoATHo, criopaanyeckuii ciy-
qai.

B nureparype MMerOTCs AaHHBIE O IO3JHEM Hadaje
3aboseBaHus, a Takxke CropaandeckoM xapakrepe CMA
[6].m

buikos FO.H. — 0.m.1., npogeccop, 3asedyowuil Ka-
geopoii nepsnvix Oonesnett PI'EOY BO «Hpxymckuii 2o-
cyoapcmeenHblil MeOuyuHCcKuil ynusepcumemy Munzopasa
Poccuu, e. Upxymcx; Oxknaonuxoeé B.H. — 0.m.n., npoghec-
cop kageopwi Hepsnvix 6onesmnei @PI'BEOY BO «Hprkymckuii
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