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Aymocomno-peyeccusnas KOHeuHOCMHO-NOSACHAsL Mbluteunas oucmpogus muna 24 (KIIM2A4) (kanvnaunonamauis)
obycnoeiena mymayuet 8 2ene Kanpnauna 3, 10Karu308aHH020 8 Xxpomocomuom nokyce 15q15.1-q21.1. Ona xapaxme-
PUBVEMCS CUMMEMPUYHOU CIADOCTIBIO MblULY MA308020 NOSACA U NPAMBIX MUY HCUBOMA, PAHHUM PA3BUIMUEM KOH-
MPaKmyp UKpOHONCHbIX MbLUY, 3a0Hell 2PYNNbL U OMEOOAuuUx Muludy bedep. Mul onucanu marvuuka 15 nem ¢ KIIMJ],
Y KOMOpo2o OUAcHO3 KAbNAuHONamuu Obli NOOMEEPICOeH NPU UCHOAb308AHUU UMMYHOOLOMMUH2A U MOJLEKYIIAPHO-
2eHemuuecko2o ucciedosanus. Ilposeden knunuueckul oudgepeHyuanbHulil OUazHO3 ¢ OpY2UMU MbIULEYHBIMU OUC-
mpogpuamu, 8 KIUHUUECKol KapmuHe KOMopbix npeodaadarom KOHmpaKnmypbl Mululy.

KnoueBble CI0Ba: KAIbNAUHONAMUS, KOHEUHOCIHO-NOSACHbIE MblUUEUHbIe OUCIPODUU, UMMYHOSUCIOXUMUSL, UMMYHO-
onommune, KIIMJ[2A

Limb girdle muscular dystrophy type 24 - calpainopathy. A case report.

Autosomal recessive limb-girdle muscular dystrophy type 24 (LGMDZ2A) (calpainopathy) is caused by calpain 3
gene mutation located on chromosome 15q15.1-q21.1. The disease is characterized by symmetric weakness of pelvic
girdle and abdominal muscles, early contractures of gastrocnemius muscle, posterior group and adductors of thigh
muscles. The article describes a 15 years old boy with LGMDA2. The clinical diagnosis was confirmed with use
of immunoblotting and DNA analysis. The differencing diagnosis of calpainopathy with other forms of muscular

dystrophies predominantly with muscle contractions was conducted,.
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HasBanue "KOHEUYHOCTHO-ITOSICHAS MBIIIIEYHAS JTUC-
tpodus" (KIIM/I) 6buto npeanoxeno B 1954 r. [15].
TTonoxenune o Hozomoruu KITM/] 3Ha4nTe MTHHO N3MEHH-
JI0Ch, Koraa ObLTM OOHAPYKEHBI IUCTPO(UHCBSI3aHHBIC
TIUKOTIpoTewHBI [ 14]. lucTpodH — HHTPATICIUTIONSP-
HBII, CyOMeMOpaHHBI OEIOK TECHO CBSI3aH C TPAHCMEM-
OpaHHBIMHU OeIKaMH (CapKOTJIMKAH-0, CapKOTIINKaH-[3,
CapKOINIMKaH-Y, CApKOTIIMKaH-O; OUCTPOTIWKaH-B) U
IKCTPAIEUTIONSIPHBIMU ~ OelTkaMu  (IUCTPOTIIUKAH-0.,
JIAMUHUH M €10 (PaKIUK — JIAMUHHUH-0, , TAMUHHUH-0.,,
JIAMUHUH-B,, TaMUHKH-f,, TAMUHUH-Y,) PACIIONOKEH-
HBIMH B 0a3albHOH MeMOpaHe MBIIIEYHOH KIIETKH.
Ot Oenku 00eCTeUnBaOT aKTUBHBIM TPAHCIIOPT Be-
[IECTB, B TOM YHCJIC HOHOB KaJbLIKs, U3 9KCTPALEIIIIO-
JIIPHOTO TIPOCTPAHCTBA B KIIETKY, a TPaHCMEMOpaHHbIE
Oenk1 BMECTe ¢ AUCTPOYUHOM TapaHTHPYIOT LENOCT-
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Hoxnan cnenan B. M. KazakoBeim Ha XXX Oxcdopackom
cumrosuyme 1o 6omesusm mbiii 22 uroist 2005 1., Oxcdopa,
BenuxoOpuranus [6].

HOCTB CapKOJIEMMBI BO BPeMs MBIIIEYHOIO COKpAIe-
Husi. [lo3nnee ObuIM omMcaHbl Apyrue QyHKIHOHAb-
HO 3HauMMble Ui MBIIINBI OCJIKM, HE CBSA3aHHBIE C
JUCTPO(UHOM, paCHONOKEHHBIE B MeMOpaHe sijep
MBIIIIETHOTO BOJIOKHA, B MUOMDHOpHUIIIAX WU CapKO-
miaazMe. MyTanuu B reHax, KOHTPOJUPYIOIIHX BCE 3TH
OeJK1, IPUBOAAT K PA3BUTHIO MBIILIEUYHBIX TUCTPOQUil
(M), HanoMUHAIOMIKX TI0 KIMHUYECKo# kapTuHe M1
Jromenna n bekepa. Omucansr 22 Tuma KIIM/I: 7
3 Hux (KIIMIA1A-G) HacnenyloTcsi MO ayTOCOMHO-
nomuHaHTHOMY THmy, a 15 (KIIM/[2A-O) — mo
ayTOCOMHO-PEIeCCUBHOMY [7].

B nacrodmee BpeMs KapTHPOBaHBI HA XPOMOCOMax
redsl KIIM/JI, KOHTponMpyroliie CHHTE3 pa3iIuYHBIX
OEJIKOB CKEJICTHOW MBIIIIIBI, U3BECTHBI TE€HHBIE IPOIYK-
Thl U UX MOJIEKYJISIPHBIE MacChl, CHHTE3UPOBaHbl aHTH-
TeJ1a K TEHHBIM IPOAYKTaM (K MEMOpaHHbIM, IKCTpale-
JIONSIPHBIM, MUOGUOPHIUIIPHBIM H SIACPHBIM O€NIKaMm).
D710 00yCIOBIMBAET TOYHYIO TUArHOCTUKY 3TUX THIIOB
KIIM/.

Ilo KJIMHMYECKMM MpHU3HAKAM pPA3JIHYHBIE THUIIBI
KIIMZI xpaitne TpyaHo AuQQepeHIrpoBaTh MEKIY
co6oit. KIIMJ/I sBIArOTCS TpUMEpPOM, Korma MyTa-
[N pa3HBIX I'€HOB, JOKAJN30BAaHHBIX B Pa3HBIX XpPO-
MOCOMaX, KOAMPYIOLIMX pa3Hble O€JKH, NPUBOAAT K
Pa3BUTHIO CXOAHBIX KIMHUYECKUX (EeHOTUIOB. MbI
ommucanmu OompHOTO ¢ KIIM/JI, V¥ KOTOpOTO AHMarso3
KIIMZ2A (xanbpmanHomaTusi) ObUI YCTaHOBJICH NPH
WCIOJIb30BAHNN HMMMYHOOJOTTHHIAa M MOJEKYJISIPHO-
TeHEeTHUYECKOTo aHaJIn3a.
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bonbuoi#t b., 15 ner, xanoBasics Ha OrpaHUUYCHUE
JIBIDKEHUH B JIOKTEBBIX CyCTaBaX, X0Jh0y Ha HOCOUKAX,
3aTpyAHEHHS MOABEMA MO JIECTHHULE M W3 TOJOKECHUS
Jie)ka Ha CTIHMHE.

Anamnes. BonbHOM ObUT €IMHCTBEHHBIM PEOSCHKOM Y
poauTenei, KOTopble He COCTOSUTH B KPOBHOM POJICTBE.
BepeMeHHOCTD U poABl Yy MaTepH MPOTEKaIH HOPMab-
HO. Mansunk Haval CUACTh B 6 Mec U B Bo3pacte 1 roma
Hayasl XoauTb. B 5 net oH He Mor ObIcTpo Oeratb, Kak
€ro TOBapHIIM TOTO K€ Bo3pacTa. B 7 jeT Hauall XOAUTh
Ha HOCOYKaXx, a B 13 JIeT MOSBUIUCH KOHTPAKTYPHI JIOK-
TeBBIX cycTaBoB. OIHAKO MaJBYMK XOIWJI CaMOCTOS-
TEJBHO W TOAHUMAICS IO JIECTHULE, AepKach OTHOM
PYKOIi 3a nepuia.

Cmamyc. I'na3nble, muueBble U OyIb0apHbIE MBILIIIBI
coxpaneHbl. Crudareny men ociadiaeHsl 10 4 0ayIoB.
YMmepeHHast arpodust ¥ crnadocts (3 Oamna) Tpanemnue-
BUJIHBIX, POMOOBHUJIHBIX W B MEHBIICH CTEIICHH Iepe/-
HUX 3yOuarbix MbIli. JIOmaTky OTCTYyNaloT OT IPYIHON
kinetkd. OjHaKo OOJNBHOW MOT OTBECTH PYKH BBIIIE
rofoBbl. JleIbTOBUAHBIE MBIIIBI OBIIM OTHOCHUTEIHHO
COXpaHEHBI. YMepeHHast atpodusi, ciadocTs (3 Gamna)
U TsDKeNask KOHTPaKTypa ABYIJIaBBbIX MbIIII Tied. Tpex-
IJIaBbIe MBIIIIIBI TUIEY MOPAKEHBI B MEHbBIIECH CTETICHU
(3+ 6anna). YMepeHHass KOHTPAKTypa JJIMHHBIX H KOPOT-
KHX crubareneil manpieB pyk. CraboCcTh MBI )KUBOTA
(2 6amna) u BEIIpsMuUTEIS TyNoBUINA (3 Oamia). YeuneH
MOSICHUYHBIH JIOp/103. BombIue SrogndHble MBI 1
MPUBOJSIIUE MBIIILBI Oeep ObLIM TSKENO MOPaKEHBI
(cnna B HUX CHWXKEHA JI0 2 0aioB), HO CpEIHUE SIrO-
JUYHBIC, TOAB3OLIHO-TIOSICHUYHbIC, HaNpsraromne
MIMPOKYIO (hacIyio, YeThIPEXIIaBble W MBIIIIbI 33 HEH
rpynnsl Oexep ObuiM ocnallieHsl B MEHBIIEH cTere-
HU (3+ Oamma). Tspkenast KOHTpaKTypa 3aJHEN TPyTITbI
MbIn Oesep (pa3rubanue rojaeHe Bo3MokHO 110 70°) u
OTBOZSIIMX MBI Oenep. [lepemHsist u 3aaHss TPYIIIBI
MBIIII[ TOJICHEH OTHOCUTENHHO COXpaHHBI (4—5 Oai-
710B). OTHAKO CHITY 3THUX MBIIII] OBIJIO TPYAHO U3MEPUTH
BCJIEAICTBUE TSDKEJIBIX KOHTPAKTYP UKPOHOKHBIX MBILIILT
(pasrubanue crom BO3MOXKHO ToJbKO 70 30°). Bee miy-
Ookue peduieKcsl, 32 UCKITIOYEHUEM aXHIUIOBBIX, OTCYT-
ctBoBaiu. He Obu10 TiceBmoruneptpoduii Mbiii 1 dac-
LUKYJISOUA. Bce BUIBI 4yBCTBUTENBHOCTH COXPAHEHBI.
WHTEIeKT MOJIHOCThIO COXpaHeH. bosbHOW Mor 0e3
MOCTOPOHHEH MOMOIIM XOIUTh Ha HOCOYKAaX MO YIHLE
W TIOTHUMAThBCSI 110 CTYTIEHbKaM, MPHUJIEPKUBASCH OTHON
pyKo#i 3a mepuiia. Mor NoAHATHCS C KOPTOUEK, YIHPAsiCh
pYKaMmH B CTYII.

Hannvie nabopamoprnvix ucciredoganuti. OyHKIHS
nerkux (KU3HEHHass eMKocTh Jierkux 94%), OKI' u
OxoKI' B mpenenax HOpPMBI. YpOBEHb KpeaTHHKHUHA3bI
(KK) B ceiBopoTKe KpoBH moBbIieH 10 6000 iu/I B Bo3-
pacre 10 met u 2000 iu/l B Bo3pacte 15 ner (B HOpMe
Bepxusist rpanuna KK 200 iuw/T). Ha uronsuaroit SMIT
(mm. deltoideus, vastus lateralis et tibialis anterior) BbI-
SIBJICHBI JITKUX MHUOIATHYecKHe M3MeHeHus. Bo Bcex
WCCIICIOBAaHHBIX MBIIIIAX CIIOHTAaHHOH aKTHBHOCTHU
He oOHapyxeHo. Bce perumctpupyeMbie MOTEHIHATBI
neurarenbHbix eauHull (I[IJIE) Opuim HeOombime 1Mo
JUTTETTbHOCTH W aMIUIUTYJIE, YBEIHMYEHO KOJIHYECTBO
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nonu(da3HeIX TOTEHIHAIOB. [Ipy MPOU3BOIBHOM HaNIPSI-
KCHUH MHUOTpaMMa XOpOLIO HAaCBILIEHA, pacIipenese-
HHUE UHTEeP(PEPECHIIMOHHOTO MaTTepHA 110 HOPMAILHOMY
tuny. CKOpoCTh MPOBEACHUS UMITYJIbCA [0 JBUTATEIb-
HBIM ¥ YyBCTBUTEJIBHBIM HepBaM (nn. medianus, tibialis
et suralis) B ipegenax HOPMBI.

Taxum 00pa3oM, y Harrero 0OJFHOTO B KITIMHUYECKOM
KapTHHE MPEAOMUHUPOBAJIM PaHHEE pa3BUTHE KOHTPaK-
TYp OTACIBHBIX MBIIII, OIPAaHHYUBAIONINX JBIKCHUS
B TOJCHOCTOINHBIX, KOJEHHBIX, JIOKTEBBIX U IISICTHO-
(amaHTOBBIX CycTaBax, W clIabOCTh MEKIIOMATOYHBIX
MBIIIILL, [JI€Y, MBILII] Ta30BOTO nosica u oeaep. OTmeyan-
cs1 Bbicokuil yposeHb KK B ceiBopoTke kpoBu. [Ipeanona-
raeMplii KJIMHUYECKUH JUarHo3: KOHEYHOCTHO-IOSICHAsS
M (BosmoxkHo KIIMJ/I2A, nedunur kajablauHa).
Huddepenumanbuplii 1uarHo3 NpoBOAMIN € APYTHMHU
M/I, B KIMHHYECKOW KapTHHE KOTOPBIX HAOIIOMAeTCs
paHHee Pa3BUTHE MBIIICYHBIX KOHTPAKTYp, & UMEHHO
X-cuemnennass M/ Dmepu—/Ipeiidyca (neduut sme-
puHa), ayTocoMHO-noMuHaHTHass MJI DOmepu—/peii-
¢yca (nedumur namuna A/C), muonarusi betnema (ye-
¢unut kommarena VI Ttuma), ayTocOMHO-periecCHBHAs
KIIM/] tuna 2D (neduuut capkorivukaHa-o,).

JdudpdpepeHunanbHbIH JHATHO3

M Smepu—Ilpetigpyca xapaxmepusyemcs.: 1) Ha-
YaJioM B TUIIMYHBIX ciydasx mocie 10 ner, Ho omuca-
HBI CTy4JaW pa3BUTHA O0JIe3HU B 5—6 JeT; 2) paHHUM
pa3BUTHEM KOHTPAKTYp MBI 3aJHEH TPYIIbI IICH,
JIBYTJIABBIX MBI TIed (WJIM JIOKTEBBIX CYCTaBOB) U
WKPOHOXKHBIX MBI (WIA aXWUIOBBIX CYXOXKHWIIUK)
eIre 10 MOSBIICHHSI aTpohuy U KITMHUIECKON CIIab0CTH
MBIIII; 3) MO3JHUM, MEIJICHHBIM Pa3BHTHEM IPOrpec-
cupytromei ¢1aboCcTH M aTpoPUH MBIIIIT TUICUETICpOHE-
aNbHOW 00MAaCTH WM JIOMATOYHO-TIIeUeiepoHeanTbHON
obmacTu ¢ medopmartueii cTor (Tojast CTorma); coxpaHe-
HHUEM JIBUTaTeIbHOW aKTUBHOCTH, CIOCOOHOCTH XOANUTH
Ha TPOTSDKEHUU JTOJITOTO TEPHOIA KU3HU, 4) TDKEION
KapJHOMHOIIaTHEH ¢ HapyIIEHHEM ITPOBOANMOCTH, pas-
BUTHEM TIONHOM OJIOKaIbl Ceplla; pa3BUTHEM Kapiwo-
MUOIATUH B TUIMYHBIX CIy4asX TO3JHEE, B BO3pPacTe
30 et (BO3MO)KHA BHE3aIHas CMEPTh W3-3a IOJHOTO
aTPHOBEHTPHUKYJISIPHOTO OJIOKa cepaua); 5) yMepeHHbIM
nioBeiieaneM ypoBHs KK B ceiBopoTke kpoBu [4]. Kpo-
M€ TOro, MpH ayTOCOMHO-IOMHHAHTHOW MBIIICYHON
nuctpodum Dmepu—/Ipeiidyca BRIABISIOT OTUETIINBHIC
HEBPOTCHHBIC M3MEeHeHUs1 Ha DMI" — Qacuukynsiuu u
TTOJIOKUTEITFHBIC BOJTHBI B TTOKOE, YBEIINUCHHUE JUTUTENb-
HocTd U ammuatyas! IIJIE npu nmpou3BoIBHOM Hampsi-
J)KEHUM MBIIIIBI, JTUCKpeTHYIO0 akTuBHOCTH I[IJIE mpu
MaKCHUMaJIbHOM MIPOU3BOJILHOM COKPAIICHUN MBIIIIII,

Ham 6onpHOM M0 KIMHUYECKAM TPOSBICHUSM He-
ckosibko HarmomuHan MJI Omepu—/Ipetidyca. Onnaxo,
BO-TIEPBBIX, NTEPBBIE IPU3HAKHN OOJIE3HU y HETO TOSBHU-
JUCh B paHHEM JETCTBE B BHJE clabocTH OONBIIUX
ATOAWYHBIX MBI, YTO MPOSBWIIOCH 3aTPyTHEHHUEM
Oera W moxbeMa TO JIECTHHILIE; BO-BTOPBIX, Yepe3 He-
KOTOpO€ BpPEeMsI OTMEUEHO YCHIIEHUE TTOICHUYHOTO JIOp-
J103a, KOTOPBIH OBbLI OOYCIIOBJIEH CIA00CTHIO OONBIINX
SATOAWYHBIX MBIIII] ¥ MBI )KHBOTA; B-TPETHUX, 3aTEM
Pa3BHUBAIOTCS KOHTPAKTYpPhl OTHOCHTEIBHO COXPAaHHBIX
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MKPOHOKHBIX U 3aIHUX OOJBIIIEOEPIIOBBIX MBIIII] U CITY-
CTSI HEKOTOPOE BPEMSI — MBIIII, HAMPSTAOIINX LUPO-
Kyto ¢aciuio 1 3ajHell rpynmnsl 6eep, 9To MPHUBENo K
YKOPOYEHHUIO aXWIIOBBIX CYXOXKWINH; KOHTPAKTypbI
MBIIII] — crudareiei mpeaieunii U najblieB pa3Bu-
JIUCh TIO3]JHEE; B-UYETBEPTHIX, MEKIONATOUYHBIE MBIIIIIBI,
CpEeIHHE ATONNYHBIE, YeTHIPEXIIaBble U MBIIIIIBI 3a/THEH
IpYIIBl TOJEHEH OBbUIM OTHOCHTENBHO COXPAaHEHBI, U
OH MOT' OTBECTH PYKH BBIIIE TOJIOBBI U CaMOCTOSITEINb-
HO XOAWTh Ha HOCOYKAaX Ha JUIMTENbHBIE JUCTaHIHM;
B-TISITBIX, CJIEAYET TAKIKE OTMETHTh, YTO Yy HETO HE OBLIO
KOHTPAKTypbl 3aJHed Tpynmnbl Ml Ied. OyHKIUS
CEpJIeYHON MBI HE HapylieHa. YpoBeHb KK kpoBu
Ha paHHel cTaauu Oone3Hu noskIieH B 30 pa3 1mo cpas-
HEHHIO C HOPMOM.

Bce BrIeyka3aHHble KIMHUYECKUE OCOOCHHOCTH Y
HAIIIeTo TarKeHTa 6oyiee ComoCTaBUMBI C KalbITanHCBS-
3anHoi KIIMI2A [3], wem ¢ M1 Dmepu—/peiidyca.

Huazcnos muonamuu bemnema Ovin maxoce 603mo-
Jrcer. DT0 TOOPOKAYECTBEHHAsS, ayTOCOMHO-IOMHUHAHT-
Has MUOTIATHS HAaUWHAETCSI B paHHEM JIETCTBE C Pa3BUTHS
KOHTPAKTYP MKPOHOXKHBIX MBI (X0Ab0a Ha HOCKax)
U JIBYIJIABBIX MBIIIIL TIJIEY; ¢ BO3PAcTOM HaOIIOIAaeTCs
reHepanu3anusi KOHTpakTyp [8]. Tsokenble KOHTPaKTy-
PBI MBIIII BBI3BIBAIOT OTpaHUYEHNE JIBUKEHUN BO BCEX
KPYIHBIX U MEIKUX CycTaBax KoHedHocTel. CiabocTh
MBIIII] OY€Hb MEJIEHHO MPOTPECCUPYET B TEUEHUE MHO-
TUX JeT ¢ IepUoJaMHi OCTAaHOBKH IpOIecca B TEUEHUE
necarunetuil. Yposenb KK B kpoBH B Iipejienax HOPMbI
WM CJIETKA TOBBIIIEH.

B otnuuue ot muonaruu betiema y Harero 60abHO-
r'0 paHHHUE ABHUTaTeJIbHbIC HApYLICHUs ObIIIH 00yCIIOBIIC-
HBI CJIA0OCTBHIO MBIIII Ta30BOTO Iosica, Oeaep U Tyio-
BUILA B OOMNbINEH CTENEHHU, YeM KOHTPAKTYpPaMy MBILILI,
KOHTPaKTypbl ObUIM JIOKAJM30BaHbIl M H30MPATEIHHO
OTpaHWYMBAIIN JBUKEHUS B TOJIEHOCTOITHBIX, JIOKTEBBIX
U TISICTHO-()aJIaHTOBBIX CycTaBaX, KpOME ATOT0, OTMEYa-
JMCh OBICTPOE MPOrPEeCCHPOBAHME MBILICYHOH cialo-
CTH (B Te€UeHHE KOPOTKOTO MepHosia BPEMEHU) U OYeHb
BbicOku# ypoBeHb KK B chiBOpoTke kpoBU. Ponurenu u
JIpyTHe POJCTBEHHUKH ObUIM 3/10poBbIe. Bece st man-
HbIE TOBOPHJIN TIPOTHUB Muomnatuu betinema.

Xoovba Ha HOCKAX AGNAEMCA PAHHUM NPUSHAKOM
bonvubix  caproenukanonamuei-o.  (KIIM/J2D) [3].
Kpome Toro, «6onpuiuacTBo O00sbHBIX KITIMJI2D nme-
IOT BBIpAXKCHHbIC "KPBUIOBUAHbBIC" JIONATKU, U PEIKO Y
HUX HaOJIo1aeTcsl KIIMHNYECKas c1aboCTh MBIIII] BEPX-
HUX KOHEYHOCTEH... PaHO BOBJIEKAIOTCA JENBTOBUIAHBIE
MBIIIIIBI U JIBYTJIaBbIE TI€Y PU OTHOCUTETILHON COXpaH-
HOCTH TPEXIVIaBbIX MBI, MBIIIIB! Oe/iep mopaxatoTcs
B MEHBIIIEH CTENeHH, YeM MBIIIIBI Ta30BOro nosica. Ha
Oeapax B paBHOM CTENEHU BOBJIECKAIOTCSl YEThIpEXIvia-
BbIe MBIIIIIBI ¥ 3a/1HEH rpynib! 6eaep. Ha ronensx pano
MopakaloTcs nepegHue 60pe0epoBbie MbIIIIBD [3].

B otmmaue ot 6onpaBIX KIIM/I2D y Hatero naueH-
Ta OTMeYajach CyOKJIMHUYECKasl ¢1a00CTh MBI, (PHK-
CUPYIOIINX JOMATKH, ¥ O0IBHOI MOT OTBECTH PYKH 110U~
TH J0 BEPTUKAJIBHOTO YPOBHS, JEIBTOBUAHBIE MBIIIIIBI
OBUIM OTHOCUTEIFHO COXPAaHEHBI M TPEXTIIaBbI€ MBIIIIIIBI
ied ObUIM MOPaKeHBI CHUIIbHEE, YeM JBYIJIaBbIC IUIEY,
nepenHue 00IbIIeOSPIIOBBIE MBIIIITHI OBLTH COXPAaHCHEI.

OnHako y Hamiero OOIbHOTO, Kak U y TAalUeHTOB C
KIIM/I2D, ueThIpexTiiaBble MBIl OBLTH OCITa0ICHBI B
MEHBIIIEeH CTETIeHH, YeM OOJIbIINE ATOINYHBIE.

Pestome. Takum 00pa3om, pe3ynbraThl aHaIU3a
KIIMHUYECKOW KapTHHBI M JaHHBIX JaOOpaTOPHBIX HC-
CJICOBaHMH MO3BOJIWIIM JMArHOCTHPOBATh y MaJIbuMKa
KIIM/I, namomuHaromiyro KajgsnamHomatuto. OnHa-
KO 10 KJIMHUYECKHM INPH3HAKaM HENb3sl ObUIO TOJIHO-
CTBIO HCKJIIOYHTH X-CIEIUICHHYI0 WIH ayTOCOMHO-
nomuHanTHylo MJ[ DOmepun—/peiidyca, Tak ke Kak
W CapKOIIMKaHomaruio-o. i yTOYHEHHs MarHosa,
onpeneneuus Tuna M/l 6buH HEOOXOAMMBI TUCTOJIOTH-
YecKHe, TUCTOXMMHUYECKHEe, UMMYHOTHCTOXUMUYECKHE
uccleoBaHusl OMONICUPOBAHHOMN CKEJIETHON MBIIIIBI U
ananmu3 JJHK. B cBsi3u ¢ aTM GonbHOM OBLIT HarIpaBiieH
B Jlonnon, B HepBHO-MBIIIIEUHEIH 1IeHTp UM. lyOoBuIia.

I'mcTonornyeckoe M TUCTOXMMHYECKOE HCCIIEI0Ba-
Hus (Sewry C., Jimenez-Mallebrera C.). B 6uonTarax
MBIIIIBI (MToNpdaTas ouorcusi m. vastus lateralis sinis-
tra) HaOmroganach 3HAYMTENIbHAS BapHalus pa3Mepa
000MX THIOB MBIIIEYHBIX BOJOKOH: THUIEPTpOodUpo-
BaHHbIC BOJIOKHa (TUN 1) M arpodupoBaHHBIE BOJOKHA
(tun II). OT™Medanuch paciierieHue W/iii CriupaibHOe
pacIoIoKeHHE HEKOTOPBIX THIEPTPOPHUPOBAHHBIX BO-
JIOKOH M HEOOJIbIII0e KOJIMYECTBO BHYTPEeHHUX sAaep. He
ObUTO YBENWYCHHUS! KOJIMYECTBA COCTUHMUTEILHOW TKa-
HU B sHAOMHU3UYMe. [Ipu okpacke Ha OKHUCIHUTEIHHBIC
(epMeHTBl OOJIBIIMHCTBO aTPO(PHUPOBAHHBIX BOJIOKOH
MMeNu JojpdaToe cTpoeHne. He oOHapykeHO BOIIOKOH
C LEHTPAJbHBIMH CTEPXKHSIMHU M BOJOKOH, JIMIICHHBIX
UTOXpOoM-okcuaazHon akTuBHOCTH (LIOK-HeraTuBHBIE
BOJIOKHA). B 10NB4aThIX BOJIOKHAX HAOMIOJAINCH yyacT-
KM HaKOTUJIGHHS TJIMKOTEHa.

Hmmynozucmoxumuueckoe uccreooganue (Sewry C.,
Jimenez-Mallebrera C.). Bce Oenku-gepmeHTs, Me-
YCHHBIC AHTHUTEJIAMH, TPHCYTCTBOBAIM B  MBIIILE
(criexkTpun-B, mucrpodun (aucrpodun 1, 2, 3), capko-
MKaHel (0, B, v, 6), kKaBeodwH 3, koiutareH VI, amepuH,
YTPO(UH, JIAMHHUH-C., JAMUHMH-O, W JIAMUHHH-Y,
JaMUHMH-B, ¥ MHO3MH 1I071a). B ManeHbKkux MensieH-
HBIX BOJIOKHAX BBISBJICHA HU3KAasl SKCIPECCHsI MHO3HMHA.

Pestome. Pesynbrarsl uccienqoBaHus MO3BOIMIN HC-
KITIOYNTH A€(PEKT TeHOB, KOAUPYIOIIUX dMEPHH, CapKo-
IJIMKaHbl, kKowtareH VI, xaBeonmnH u muctpoduH. [le-
¢exr reHa jtamuHa A/C, OTBETCTBEHHOIO 3a Pa3BHTHE
ayTocoMHO-ToMuHanTHOH MJl  Dmepu—/peiidyca,
HEJIb3sl MOJIHOCTBIO UCKIIFOUUTh, TAK Kak Ipu 3Toit M/]
TaKKe MOTYT MOSIBISITbCS aTpOQUPOBAHHBIC BOJIOKHA,
conepxarre Muo3uH. Crenyer NMpUHSTH BO BHUMAaHUE,
YTO HAJIMYME JOTBYAThIX BOJIOKOH MOKET HaOIIONAThCs
TaKKe TPU KaJIbITanHOMATHIX.

HUmmynobnommune (Anderson L.). BwiaBusutack
KpaiiHe ciabas (+/-) MOoJ0CKa MOJHOPA3MEPHOTO Kallb-
navHa 3 monekyiasipuoid maccoi 94 k/l. IlpepriBuctas
MOJOCKa CyObEJMHUIIBI KajbllauHa 3 MOJEKYISIPHON
Maccoi 30 k/] 1 mouTH ucue3HyBIIas MOJIOCKA CyObeIn-
HUIBI KaJbIIaHa 3 MOJIEKYIsIpHON Maccoit 60 x/{ Obutu
clerka 3aMeTHbl. Bce npyrue MedeHHblE aHTHTEIaMHU
Oenku-pepmentsl (aucTpoduH 2, 3; capKOIIHKaH-O,
CapKOIMIMKaH-Y; MMCHEPINH, JaMUHMH-0,, JUCTPOIJIH-
KaH-§) OTYETIINBO BU3YAITU3UPOBAIUCH.
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Puc. 1. BorbHOIT HE MOXXET OTBECTH PYKH JI0 TOPU30HTAIIEHOTO YPOBHSI.
Cnabocth MblIIL, (UKCHPYIOMUX JIONaTkh. KOHTpakTypa JByIIaBbIX
MBIIII TJIeY U crudaresnieid OCHOBHBIX M CPEIHUX (ajaHT MajIblEB.

Pesiome. Pe3ynbrarsl vcciae10BaHUS MOATBEPKAAIOT
npeanoyaraeMbid kmuHIYecknid quarao3 KIIM/I, oOy-
cnoBineHHoil aeduuurom kamenamna 3 (KIIMI2A) y
JTAHHOTO OOJIEHOTO.

Monexynsaprno-eenemuueckoe ucciedosanue (Ange-
lini C.). Boisiiiena romosurorHast mytanus (550delA) B
9K30He 4, reHa KajblanHa 3. MyTtanuil B reHax JJaMuHa
A/C u nuctpoduna He 0OHAPYKEHO.

Taxum 06pasom, B pesynbrare ananusza JJHK oxonua-
TEITLHO OATBEPKACH KIuHuUecKknid nuaruno3 KITMJI2 A,
u uckiroueHsl apyrue M/, a umenno KIIM/JI2B (nedu-
uut auchepauna) u KIIM/2J (nedunur tutuna), npu
KOTOPBIX MOXKET HAONIOAaTbCcS BTOPHUYHOE CHIDKEHHE
YPOBHS KaibllanHa 3.

BonbHoit ObUT BHOBL 00Ci€/I0BaH B Bo3pacTe 19 et
Q@opmyna cmaboCTH OTJAENBHBIX MBI W BBIPaKEH-
HOCTh M JIOKQJIM3aLUsl KOHTPAKTYP OCTaBaJHCh MPEX-
Humu (puc. 1—4). OgHako 0TMEUYaaoch 3HAYUTEITEHOE
HapacTaHue CIa00CTH MBILIII TJICYEBOTO U Ta30BOT'O MO-
sica, TyJI0BHUIIA ¥ 6eiep. bobHOM MOT XOMUTh Ha HOCKax

Puc. 2. bonbHOI He MOXET pPa30THYTh ALl (KOHTPAKTypa crubareneit
OCHOBHBIX U CPETHUX (haJlaHT).
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Puc. 3. YeuseH nOsICHUYHBII JTOPI03 M3-3a CIA00CTH MBIIII KUBOTA H
OONBIINX ATOAWYHBIX MbIi. KoHTpakTypa crubaresneil OCHOBHBIX U
cpenHuX (anaHr najbLeB.

T10 YIIUIIE ¥ TIOJHUMATHCS 0 JISCTHHIIE TOIBKO C OCTO-
pouHeil momomkio. Ilpn kommproTepHON TOoMOTrpaduu
MBI O€/Iep ¥ TOJICHEH BBISBICHBI TSKEIIOE ITIOPAKEHUE
(3amelIeHne KUPOBOHM TKAHBIO) MBI 3aJHEH TPYIIIBI
Oenep 1 MPUBOASAIINX MBIIIIT Oe7Iep ¥ YMEPEHHOE BOBJIE-
YeHHWE MKPOHOXKHBIX M KaMOaJOBUAHBIX MBI, Oojee
3aMETHOE Ha IPaBOH CTOPOHE; YETHIPEXITIABBIC MBIIIIIBI
Oenep, nepeanue OomnbieOEpLOBLIE, JTUHHbBIE pa3rubda-
TEJIU NaJbLEB CTOI, MaJIOOEPIOBbIE U 3a7HUE OOJblIIe-
OepLoBBIE MBI COXpaHEeHbI (puc. 5, 6).

3akjoueHue

KIIM/I2A (xanpnauHOMAaTHsI) KIMHUYECKH TPO-
siBasieTca B Bo3pacte 4—15 net. IlepBble mpu3HaKu:
POIUTENH OTMEYAIOT, YTO peOCHOK XOAMUT Ha HOCOY-

Puc. 4. BoibHOM CTOMT HA HOCKAX, IHPOKO PACCTAaBHUB HOTU (KOHTPAKTY-
PBI MBI 33/IHEH TPYIIIBI TOJICHEH, 3aIHeH IPYIIIBI Oe/iep U OTBOJSILIMX
MBI Oesiep).
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Puc. 5. KT mbiun cpenneit tpetu Oenep. Tspkenoe BosiedeHue (3a-
MeIlleHne XUPOBOW TKaHbto) mm. adductor magnus, adductor longus,
semimembranosus, biceps femoris et semitendinosus (B MeHbIeH cTe-
reHn), Oosee 3aMeTHOE Ha JIeBOi ctopoHe. Mm. quadriceps, sartorius et
gracilis OTHOCHTEIBHO COXPAHEHBI.

Kax. B OonpmuHCTBE ciydaeB 0O0JIE3Hb HAUYWHACTCS
C CyOKIMHWYECKOW cirabocTtu (UKCATOPOB JIOTATOK,
MBI )KUBOTA U TA30BOTO Mosica (OoibIue SIrognd-
HBIC MBIIILBI), YTO MPUBOAUT K YCHUJIICHHIO MOSACHHUY-
HOTO JIOP/103a BCJIEICTBUE CMEIICHHS Ta3a KIepean u
BHU3 (€T0 mepeaHEeH MOJOBUHBI) 32 CUET COKPALICHUS
MOJIB3/I0IIHO-MTOSICHUYHBIX MBI Oefep U mepepas-
rubaHuio BEpXHEH YacTu cuHbL. B pesynbrare 3TOr0
Hapylaercsi yaep>KaHHe HOPMaJIbHOTO PaBHOBECHS
TYJOBHILA, TAK KaK HEHTP TSKECTH CMEIIACTCs K3aIH.
C 1enpo KOMIEHCAIMH HOPMaJIbHOTO PaBHOBECHS TY-
JIOBMILA, CMELICHUS LICHTPA TSKECTH Krepeau 00Jib-
HOU BBIHYXJEH BCTaTh Ha HOocku [13]. Ha pauueit
(haze BO3HUKAIOT KOHTPAKTYPBl UKPOHOXHBIX MBIIILI,
3aJHeH TPyNIbl 6enep, CPeAHUX STOJAUYHBIX M MBIIIIL,
HANpSTamux MUPOKY (acLuio, KOTOpble (UKCH-
PYIOT HOACHUYHBIA THIEPIOPI03 U X060y Ha HOCKaX.
[Moznuee (B 10—13 meT) pa3BuBaOTCS KOHTPAKTYPHI
JBYTIIABBIX MBIIII] TUIeY, crubareneil OCHOBHBIX (ha-
JIaHT TaNbLEB PYK U BBITPSIMUTEIS TYJOBHILA, U MOSB-
nsoTes "KpbImoBUaHbBIe" JomaTtku. Tsokenee mopaka-
I0TCS OOJIBIINE SITOAUYHBIC U a0JOMUHAIbHBIEC MBIIILIBI
W B MEHBbIIEH CTENeHH MOJB3/OIIHO-OSICHUYHBIE.
OTHOCHUTENIBHO COXPaHHBIMU OCTAIOTCSI CPEAHME SITO-
JMUYHBIC MBITIIIEI U YeThIpexriaBeie Oenep. Cepacunas
U IbIXaTeIbHbIE MBIIIIBI 00BIYHO coXxpaHeHbl. Hepen-
KO HaOJIoal0TCst 00U B MBIIIIAX TroJieHeH u Oenep.
BoipHOMY TpyaHO MOJHUMATHCS 1O JECTHUIE, C [10JIa
BCTaeT, Wcroib3ys mnpuemsl lomepca. Uepes 11—
28 meT oT Havyana 0O0JIE3HU HALMECHT MOXET IepeMe-
AaThCA TOJILKO B MUHBAJUIHOM Kpecie. YpoeHb KK B
CBIBOPOTKE KPOBU OOBIYHO 3HAYUTENBHO MOBBILICH J10

Puc. 6. KT Mpimin cpeeit TpeTr rojieHeil. YMepeHHOE BOBJICUCHHE mm.
soleus, gastrocnemius et peroneus longus, Oosee 3aMeTHOE Ha JIEBOM CTO-
pone. Mm. tibialis anterior, extensor digitorum lungus, tibialis posterior,
flexor digitorum longus et flexor hallucis longus coxpaHeHsr.

15 000 iu/I u Be1IE [3, 11, 12]. HemaBHo ObLI Oomucan
HEOOBIYHBIN CIy4yall TeHEeTHYECKH IOATBEPKACHHON
KaJIb[TauHOTIaTUHU B Bo3pacTe 41 roja ¢ TAXKEIBIM I0-
pakeHHEeM IEepPOHCAIbHON TPYNIBl MBI TOJCHEH,
CBUCAIONIUMH CTOTIaMu [2].

Kanpnannonarust Hanbonee yacto BcrpedaeTcs B EB-
porie cpenu apyrux KIIMJI [1, 5, 12]. Hacnenosanue
ayTocoMHO-penieccuBHoe. [lpuumna OonesHn — my-
Talusl B Te€He, KOTOPBIil JIOKAJIM30BaH B XPOMOCOMHOM
mokyce 15q15.1-q21.1. Kampnamn 3 — cremudude-
CKHI SH3WM MBIIIIIBI, OTHOCSIIHICS K cemeiicTBy Ca-
3aBUCHMBIX IIPOTEa3; OH HaXOAWUTCS B MeMOpaHe saep
MBIIIEUHBIX KJIETOK, a TakKe B CapKoIjia3Me U pery-
mupyeT nuddepeHIUpPOBKY MBIIIEYHON KieTku [1, 3,
10]. KIIM/I2A — reHeTHYeCKH reTepOreHHast 00JIe3Hb.
B rene kampnamna 3 BbIBieHO Oonee 150 myranuit
[11]. B pa3nu4HbIX TOMYJISIMIX OMUCAHBI Pa3HbIE THUIIBI
mytanuu. T. Pogoda u coast. [9] uzyunnu B Poccun 9
oonmpHBIX U3 15 cemeit ¢ KIIMA2A. O6HapyskeHO, 4TO
7 OompHBIX W3 6 ceMeil MMelln TOMO3HWIOTHYI0 MyTa-
nuio (550delA) B ax30He 4, a npyrue 7 NManMeHTOB M3
4 cemeii OBLITH TETEPO3UTOTHBIMH I10 TOH e cCaMOil My-
tanuu. [erepo3urotHeie HOocuTenu MyTaimu S550delA
TaKKe OTMEUYEHbI B OOBIYHOM momymsiuuu. YacTtora 3Toi
MyTanuu coctaBmia 1/150. ABTOPBI MOJIATalOT, YTO MY-
Tamus 550delA rena kanpnanHa 3 OTHOCUTEIBHO YacTO
BCTpeyaeTcs B PYCCKOW MOMYISIIMK, W KaJblIanHOTIIa-
THS MOXeT ObITh — HambOosiee vacrtas ¢opma cpenu
aytocomHo-penieccuBHbIx KIIM/JI, xotopsie Habmiona-
rorcst B Poccun. Tounsiii guarnos tuna KIIMJI Bo3mo-
’KEeH TOJBKO Ha OCHOBAaHUU PE3yJIbTaTOB MOJEKYIIPHO-
TeHETHYECKOTO UCCIICJOBAHMS.
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