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Aymocomno-domunanmuas muonamusi bemnema (MB) obycnosnena mymayuamu 6 cenax koinazera VI muna
(Col6A1-3), noxkanuzosannwix 6 xpomocomax 2q22 u 2q37. Mb xapaxmepuzyemcs pannum pazeumuem OUCmaib-
HBIX U NPOKCUMATbHBIX KOHMPAKMYP, 3aMPYOHAIOUWUX O8UNCEHUS 8 MENKUX U KPYNHBIX CYCMABAX KOHeyHocmel, U
yMepeHnol crabocmuio mvliuy Hoe. Mol onucanu 601bHO20 MYdHcUuHy 36 1em ¢ muonamuetl, N0 KIUHUYECKUM NPU-
sHakam cxoonou ¢ MB. [uaenos 6vin noomeepoicoern uMMYyHOSUCIOXUMUYECKUM AHATUZOM KYAbMUBUDPOBAHHBIX
@ubpobracmos xodcu, KOMopwill 8vlA6UL cHudiceHue Koarazena VI muna. Oonaxo mymayuu ¢ eenax Col6A1-3
He 0bL10 00Hapyacero. [Iposeden ougpepenyuanvrovlil OUACHO3 ¢ OPYeUMU MUONAMUSAMU C PAHHUM PA38Umuem
KOHMPAKMyp Moluly.

KnwoueBbie cJoBa: Muonarus bemiema, komwtared VI TrIia, IMMYyHOTHCTOXMMHES MBI U KYJIBTHBUPOBAHHBIX (UOpo-
0JIaCTOB KOXHU.

Autosomal dominant Bethlem myopathy due to mutations in the genes encoding collagen VI (Col6A1-3). BM
characterized by early development of distal and proximal contractures which difficult the movement in small
and large joints and moderate weakness of proximal lower limb muscles. We described a man of 36 years old with
myopathy at clinical signs compatible with BM. The diagnosis was confirmed by immunohistochemical analysis
of dermal fibroblast cultures which showed decrease of collagen VI. However, the mutation in Col6A1-3 genes
was not found. The differential diagnosis with other myopathies with early development of muscle contractures

was made.

Key words: Bethlem myopathy, collagen VI type, immunohistochemistry of muscle and dermal fibroblast cultures.

Onucanue caydasi. MyxuuHa 36 jeT npeabsB-
JIsJ1 5ka00bl HA OTpaHUYCHUE O0beMa JABMIKCHHUH B
pyKax M HOTrax, Ha cjaboCTb HOT, 3aTPyJHCHHUS IPH
Oere, mogbeMe IO JIECTHUIIE U B TOPOJCKOHN TpaHC-
MOPT.
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Caeznenust 00 aBTOpax:

KazakoB Banepuit MuxaitnoBuu — 1-p Men. Hayk, npod. ka-
¢denpsr Heponorun CII6I'MY nm. akan. WL.I1. [TaBmosa, 197022
Cauxr ITerepOypr, yi. JI. Toscroro, 6/8, e-mail: valerykazakov(@
mail.ru;

Pynenxo [Imutpuii UropeBnu— a-p Med. Hayk, mpod. kade-
npel HeBposoruun CII6IMY um. akan. W.I1. IlaBnoma, e-mail:
dmrudhn@mail.ru;

CryueBckast Tuma PomanoBHa — KaHI. Me[l. HayK, acc. Kadeapsl
nespostorun CII6I'MY um. akan. W.I1. [Tanosa;

Konpauu Bragucnas OneroBuy — KaHJ. Me. HayK, acc. Kage-
npst HeBpostorun CIT6IMY um. akan. W.I1. Tlasnosa;
Iocoxnna Okcana BacuibeBHa — KaHA. MeJl. HayK, HEBPOJIOT-
anexkrpoduznonor, kad. nesponorun CIIGIMY um. akax. W.IL
ITaBnoBa;

IlozausxoB Anexkcannp BrnaaumupoBud — 1a-p Men.Hayk, CT.
Hay4H. coTp. otaena jydeBoi nuarHoctuku [ITHUPPU. Cankr-
IetepOypr, 198646, noc. Ilecounsrii, JleHMHrpaacKas ymuia
1.70/4.

MOABBIBUX Oejlep W KpuBomIes. MalbuuK Hadall CTO-
STh B 1 TOX W cTaj XOIWTh B BO3pacTe IBYX JieT. B
BO3pacte 4—5 JeT MaJpuuK HE MOT OBICTpO Oerars,
KaK ero TOBapHIIMY TOro e Bo3pacTta. B 5 yieT oH Ha-
yaJl XOAUTh Ha HOocoukax. B Bo3pacte 7—10 aet no-
SIBUJINCh KOHTPAKTYPhI B JIOKTEBBIX cycTaBax. Jlaib-
Heifee TeueHue O6one3nu cradbmnbHoe. C 22 met mo
HacTosillee BpeMsl BBIMIOJIHIET paboTy SKOHOMUCTA.
OnHako OTMEYaeT OrpaHHYECHUE IABHIKCHUN B Ta30-
Oe/IpECHHBIX, KOJICHHBIX U TOJICHOCTOITHBIX CyCTaBax
U Jerkyr ciaboctes mbmm. JKamoO Ha HapylieHHe
CEpAECUYHOMN AEATEIbHOCTH HET.

Craryc. Poct 168 cm, macca tena 95 kr. [1a3uele,
JIMLIEBBIC U OYIbOApPHBIC MBIIIIIBI B TIPEeiaX HOPMBI.
OrpaHn4YeHO OTKpBIBaHWE pTa (JIeTKas KOHTPAKTypa
CcOOCTBEHHO KeBaTeIbHBIX MbIIIL). Cuia crudareneit
men 3 6amra. Jlerkas arpodust u cirabocth (4 Oan-
nma) mm. trapezius, thomboideus et serratus anterior.
JlomaTku He OTCTYMAIOT OT TpyAHON KiIeTKH. OgHAKO
0O0JIBHOW HE MOXKET OTBECTH PYKH JIO TOPU30HTAIBHO-
TO YPOBHS ¥ COTHYTH PYKH /IO BEPTUKAJIBHOTO yPOBHS,
BCJICJICTBUE TSIKEJIBIX KOHTPAKTYP BHYTPEHHHUX POTa-
TopoB mied ( mm. subscapularis, pectoralis major,
teres maior et latissimus dorsi) (puc. 1, 2). Ymepen-
Has aTpodus u Jerkas ciradbocTs (4 6anna) mm. biceps
and triceps brachii ¢ TsyKeIbIMU KOHTPAKTypaMH 3THX
MBIIIII], OTPAHUYHMBAIOIINX JBH)KCHUS B JIOKTEBBIX CY-

* lomoxeno B. M. KazakoBsim Ha XXXIV Okcdopackom cummnozuyme mo 6onesnsam Mo 11 mrons 2009 1., Oxcdopa, Benuxoopurtanus [19]
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Puc. 1. bonpHOI HE MOKET HOIHATH PYyKH 10 BEPTUKAIIH BCIICACTBHE TA-
JKEJIBIX KOHTPAKTYyp BHYTPEHHUX POTaTOPOB IjIeya.

Puc. 3. bonbHOI HE MOXKET pa30THYTH MPEAIUICUbs U3-3a TSHKEIOW KOH-
TPaKTypbI IBYIJIaBBIX MBIIIII] [LICYa.

craBax (puc. 3). MM. extensors digitorum communis
OblM ociabjieHsl 10 3 0OayIoB, HO mMm. extensors
et flexor mani, et flexors digitorum superficialis et
profundus, Tak ke Kak COOCTBEHHBIC MBIl KH-
CTel, COXpaHAINu HOPMaJIbHYIO0 cuiy. OJHAKO BBISIB-
JSTUCH TsDKeNbie KOHTpakTypbl m. flexor digitorum
U B MEHbILEH cTeneHn m.m. lumbricales et interossei
palmaris et flexor mani, KOTOpbie OTPAaHUYUBAIIH JIBH-
JKEHHS TTaJIbIeB U KUCTH (puc. 4). OTMevanach Takxke
crabocth mm. abdominis et gluteus maximus (2—3
Oamma), HO m. iliopsoas W MBIIIIEI 3aJHEH TPYIIBI
Oemep ObUTM OTHOCUTEIBHO COXpaHEeHbl (4 Oasia).
MM. quadriceps femoris et gluteus medius ObuTH
MOJTHOCTBIO COXpaHeHbI (5 0anmnoB). OHAKO BBISIBIIS-
JIUCh TSDKEIbIe KOHTPaKTypel mm. iliopsoas, gluteus
maximus, gluteus medius et tensor fascia lata, koTo-
pble PEe3KO OrpaHWYWBAIM pa3rudaHve, cruOaHue u
npuBezeHue 0eziep, Torna Kak TsKeIble KOHTPAKTYPhI
3aJ{HEeH TPYyNIBI MBI Oefep U yMepeHHass KOHTPaK-
Typa m. rectus femoris 3HaAYUTENHHO OI'PaHUYHBAIH
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Puc. 2. bonbHOI HE MOXET OTBECTH PYKH BBIIIE TOPU30HTAIH BCIIEA-
CTBHE TAKEIBIX KOHTPAKTYpP BHYTPEHHUX POTaTOPOB IjIeya.

R VN

Puc. 4. BonbHO# He MOXET pa3ruOaTh MabIlbl BCICACTBHE TSHKEIBIX KOH-
TPAKTyp crubaresieil najbleB, OrPAaHUYUBAIOIINX JIBUKCHUS B MSICTHO-
(ananreaabHbIX 1 MEXK(palaHTeaIbHbIX CYyCTaBaXx.

pasrubanue (puc. 5, 6) u crubanue rojenei (puc. 7,
8). [lepenHsis 1 3a{HSS TPYIITBI MBIIII TOJIEHEH ObLIH
OTHOCHUTEJIBHO coXpaHeHbl (4—5 OasioB). OmHako
JETAIBHO CUIIY 3THX MBIIII] OBLIO TPYAHO U3MEPHTH
BCJICJICTBUE KOHTPAKTyp m. gastrocnemius U 3aJHeH
TPYIIITBI MBI Oeep, OTPaHNINBAIOIINX pa3rudanme
CTOTI, B CBSI3U C 4eM OOJIbHOUM XOJUT Ha HOCKaX (pHcC.
9). Bce rnybokue peduiekchl Ha pyKax ¥ aXHIJIOBBI
peduiekchl ObLIM HOPMAJIBHBIC, KOJICHHBIE PedIeKCh
— Hu3kue. He ObUTO TIceBOOTHUIIEPTPOPUA MBIIII U
(dacuukynsuii. Bce BUIbl 4yBCTBUTEIBHOCTH OBLITU
coxpaHeHbl. KoopauHanus ABM)KEHUNM HE HapylUIEHaA.
Wutemiext Obu1 B HOpMe. BonbHOU momHUMAancs ¢
KOPTOYEK TP MTOMOIIH PYK.

OH X0uJ Ha HOCKAX, CJIErkKa pacKauuBasiCh, HOTU
HaXOJIWIIMCh B HAPYKHOM POTALMH U OBLIIA OTBECHEI.
BonbHOI MOT X0IUTh 0€3 MOCTOPOHHEH MOMOIIH Ha
IUTUTeNbHbIe paccTossHUusA. OH MOZHWUMAIICS 10 CTy-
MeHbKAM JICCTHUIIBI Ha 4-U 3TaXX C HEKOTOPBIM TPY-
JIOM, Jiep>Kach OJHOW pyKOH 3a nepuJa.
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Puc. 5. B mokoe roneHs corayra (TspKenast KOHTPaKTypa 3aJHEH TPyIIbI
Oenpa).

Puc. 7. HeBO3MOKHO aKTHBHOE MOJTHOE CrOaHUE JICBOM TOJCHU (TshKe-
J1asi KOHTPAKTypa MPsSMO MBIIIIEI Oe/1pa).

JlaGopaTopHble 1 HHCTPYMEHTAJIbHbIE
Hccse10BaHusA

Kusnennast eMkOCTh Jerkux cocrasuia 41% B mo-
noxennu jiexa u 59% B nonoxennu cugst. I3 u Oxo-
OKT 6bun B mpenenax HopMbl. Kpeatnndocdoknnaza
(K®K) B ceBopotke kpou 230 ME/l (mopma < 190
ME/l). Uronpyaras OMI' (mm. interosseus dorsalis,
deltoideus, vastus lateralis, tibialis anterior) moka3zaia
CMellaHHble (MHOT€HHBIE/HEeBPOTEHHBIE) W3MEHEHHUS.
CKOpOCTh TIPOBEJICHUSI UMITYJIbCA TI0 JBHUIATEILHBIM U
YyBCTBUTENbHBIM HepBaM B npezenax Hopmbl. Ha KT
MBI CpeHEH TpeTH Oeep 0OHApyKEHO YBEIUUCHUE
00beMa MBIIII] C TeTePOTEHHBIM THIIEPACHCHBHBIM CHT-
HajoM B mm. quadriceps, sartorius, adductor magnus,
semimembranosus, semitendinosus et biceps (caput
longum) ¢ xupoBoit MHGUIABTpaUel (TUIOJeHCUBHBIN
curHai) o nepudepun m. vastus lateralis n 3agael rpyt-
el Ml Oenep (semimembranosus, semitendinosus)
(puc. 10). Ha KT mpIimn cpemHeli TpeTH ToJIeHen o0Ha-
pPY’KEHO yBeluYeHHE 00beMa MBI C IeTePOreHHBIM
TUIEPACHCUBHBIM CHTHAJIOM B MBIIIIAX ITEPOHEAThHOMN
IpyYIIIBL, a TaKKe B mm. soleus et gastrocnemius ¢ JKUpo-
Boll MHMWIBTpanuel (TUMOACHCUBHBIN CUTHAN) TIO TIe-
pudepun mm. gastrocnemius (puc. 11). (O0o3naueHune
oTnenbHBIX MBI Ha KT Oexep u royieHel y BOJIOHTEpa
26 ner cm. Ha puc. 10, a u 11, a).

Pe3rome. Y nanHOro 007IHHOTO B KIMHHUYECKON Kap-

Puc. 6. [Ipy mHONBITKE ITACCHBHO Pa30rHYTH IIPaByIO TOJICHb HAOIIONA-
eTcsl yCHJIeHUe CruOaHus JIeBOI TOJICHH BCIIEICTBUE KOHTPAKTYP MBILII]
3aHell TpynIsl Oesiep U MBIIIIIBL, HAPSATaoNIeil IMHPOKYIo (Hacuuio.

Puc. 8. [Ipu mombITKe MACCHBHO TMOJHOCTBIO COTHYTH MPABYIO TOJIEHb Ha-
Orroiaetcst oTBezieHne Oesipa (KOHTpaKTypa MpsSMO MBIIIIIEI Oepa, cpej-
HE SITOJIMYHON MBIIIIBI U MBIIIIBI, HATIPSITAIOMICH IUPOKYIO (acIuio).

THUHE MPEJOMUHHUPYET paHHEE MOABICHHE PacIpoCTpa-
HEHHBIX KOHTPAKTYP MBI, KOTOPbIE PE3KO OrpaHUYIN-
BalOT 00bEM aKTHUBHBIX U ITACCHUBHBIX JABMKECHUH PYK B
TUICUEBBIX, JIOKTEBBIX, JYYE3alsICTHBIX, MeTakaprnoda-
JIAHTeATBHBIX M MEK(alaHrealbHBIX CycTaBaxX M HOT B
Ta300€PEHHBIX, KOJIEHHBIX ¥ TOJICHOCTOITHBIX CyCTaBax.
OTH 0COOEHHOCTH BBI3BAIM HEOOXOIMMOCTH HMPOBECTH

Puc. 9. bonbHO# cTOMT Ha HOCKAX BCJIECTBHE KOHTPAKTYP HKPOHOMKHBIX
MBIIIIL, 3aMETHEE CIIPaBa.
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Puc. 10. KT mbin cpenseid Tpetu Oenep. HaOmromaercs: yBenuueHue
o0beMa MbIIIL (Ie€TepOreHHbI THIepAeHCHBHBIM curHan) mm. quadri-
ceps, sartorius, adductor magnus 1 ocobeHHO B semimembranosus, semi-
tendinosus et biceps (caput longum) ¢ sxxupoBoii HHUIBTpaLueH (rumep-
JICHCUBHBII cUrHam) 1o nepudepun m. vastus lateralis u 3agHeid rpymnsi
MBI Oesiep (semimembranosus, semitendinosus).

KIMHAYecKui uddepeHInatbHbli JUArHO3 ¢ APYTHMHU
OOJIe3HSAME MBI, B KIMHHYECKOW KapTUHE KOTOPBIX
HaOMIONAIOTCSI paHHEee TOSIBICHUE KOHTPAKTYpP MBIIII,
a UMEHHO MbIIIevHas nuctpodus Dmepu—/peiidyca,
crerieHHast ¢ X-xpomocomoit (MJIDJ1) (neduumr sme-
pUHA), U ayTOCOMHO-IOMUHAHTHAas (NEPUIUT JIAMUH
A/C), KOHEYHOCTHO-TIOSICHASI MbIIIICUHAs AUCTPOHst 2A
(KIIMJI2A) (nedunut xanenanHa), MuornaTus betiema
(mepunut xoynarena VI tuna).

JAudppepenumnanbubiii guarmos. MJIDJ xapak-
TEpHU3yeTCsl PAHHUM MOSBICHHUEM KOHTPAKTyp JIOK-
TEBBIX CYCTaBOB, aXWJUIOBBIX CYXOKWJIMH W MBIIIII-
pasrubareneii meu emie 10 pa3BUTHUS CIA00CTH MBIIIII.
[TozmHee BO3HWKAIOT MEUIEHHO MPOTPECCUpPYIOIas
ciabocTh M aTpodusi C BOBICUCHUEM MBIIIIL TIedere-
pOHEaTbHON 00JIacTH Ha paHHEH CTaINK M Ha TO3THEH
— JIONIATOYHO-IIJICYEeTIepOHEaIbHON, T.€. JUCTAlIbHBIC
MBIIIIIBI TOJIGHEH MOPaXKaloTCS paHBIIE MBI TIIe-
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Puc. 11. KT wmbiig cpenneii Tpetu roieneit. OOHapyKeHO yBelHUCHHE
00beMa MBI (TOMOTEHHbIN THITEPACHCUBHBIN CUTHAI) MBILIL] TIEPOHE-
anpHOM Tpymnmsl (tibialis anterior, extensor digitorum longus, peroneus
longus), a Takxke B mm. soleus et gastrocnemius ¢ )HPOBOH MH(WIb-
Tpaiei (runepIeHCUBHBIN CUTHAN) 1o Tieprdepruu mm. gastrocnemius.

4YeBOro mnosica. BrusBisercss kapanoMuonarust ¢ Hapy-
nieHueM nposeaeHus. Yposenb KOK B kpoBu 00bIYHO
YMEPEHHO IOBBIILIEH.

Knuanveckas kaptuHa y HaOmomaeMoro OOJBHOTO
HecKombko HamomuHaeT MJIDJI, ogHako mMeeTcs psT
OTJIMYMHN OT 3TOH Oosne3Hu: 1) HET MHOKapAMOIUCTPO-
bur u nedeKkTOB TMPOBEACHHS BO30YXKIEHHS IO Ccep-
JEYHON MBIIILBL; 2) OTCYTCTBYET KOHTpPaKTypa 3aJHeil
TPYIIIBI MBI TIeH; 3) IBUTATCIIbHBIC HAPYIIEHUS 00-
YCIIOBJICHBI B OOJbLICH CTEIIEHH KOHTPAKTYPaMU MBILIILL
Ta30BOTO Tosica u Oefiep, a He UX CIadoCThio; 4) OTCyT-
CTBYET NPOrPECCUPOBaHUE CIA00CTH MBI HA MPOTS-
JKEHHH MHOTHUX JIeT; 5) ypoBeHb KDOK B KpoBH TOIBKO
CJIErKa MOBBIIICH.

VY 6onpubix KIIMJI2A (kanpmauHOmaTHS) B OTIIH-
Yyye OT Hamero 0OJbHOTO paHHUE JABUTATEIbHBIC Ha-
pymeruss oOyclIoBIEHbI B OONbIIei cTeneHu ciado-
CTBIO MBIILI] TA30BOT0 Mosica, Oenep U TyJ0BHUIIA, YEM
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Puc. 12. O6o3nauenne otaenpHbx Mbim Ha KT Genep (cm. puc. 10) u roneneii (cMm. puc. 11) y BosonTepa 26 jer.

IIpaBoe Genpo @: VL — vastus lateralis; VI — vastus intermedius; RF — rectus femoris; VM — vastus medialis; S — sartorius; G — gracilis; SM —
semimembranosus; ST — semitendinosus; BF — biceps femoris; AM — adductor magnus.

Jlesas ronens 6. TA — tibialis anterior; ED — extensor digitorum longus; S — soleus; GM — gastrocnemius medialis; GL — gastrocnemius lateralis.

KOHTpaKTypamu 3TUX MbIil. KoHTpakTypsl, Kak mpa-
BHJIO, UMEIOT JIOKAJbHBIM XapakTep U H30HpaTebHO
OTPAaHUYMBAIOT JIBHKCHHUS IPEUMYIIECTBEHHO B TO-
JICHOCTOMHBIX M TISICTHO-(DallaHTOBBIX CyCTaBax M B
MEHBIIIEH CTETIEHN — B KOJICHHBIX U JIOKTEBBIX CyCTa-
Bax. KpoMe Toro, y 3Tux OONBHBIX CIAa00CTh MBIIIII]
OBICTPO TPOTPECCHUPYET, U OHU CTAHOBSTCS «KOJISICOY-
HIMU» K 18—22 romam. VYposenb K®K B kpoBu y
9TUX OONBHBIX KpaliHe Beicokuit (10 10.000 ME/]).

[To kMMHWYECKUM TIpU3HAKaM U JOOpPOKaYECTBEH-
HOMY TE€UYEHHWIO OOJIe3Hb Yy OIMCHIBAEMOTO TAI[UeHTa
BeCbMa HAllOMUHaJIa BPOXKJIEHHYI0 Muonaruio betme-
Ma. OTo 1oOpOKaYeCTBEHHAS MUOTIATHS, HAUWHAIOIIAsI -
Csl B paHHEM JICTCTBE C MOSIBJICHUSI KOHTPAKTYP MBIIIII]
U Jerkoil ciabocth W aTpoduu TPOKCUMATHHBIX
MBI TUIEYEBOTO W Ta30BOTO mosica 0e3 MpHU3HAKOB
kapauoMuonarun. Tsokensie 1 mudpy3HbIE KOHTPAKTY-
PBI 3aXBaTBHIBAIOT BCE KPYIHBIC U MEIKHUE CyCTaBbl KO-
HEYHOCTEH. bosie3Hb OUeHb MEJIEHHO MIPOTrPECCUPYET,
B TEUCHHWE MHOTHX JIET, C IEPHOAAMU OCTAHOBKH MPO-
rpeccupoBaHus Ha jgecsatuiietus. Yposenb KOK B kpo-
BH OCTaeTCA B IpeJiesiaX HOPMBI HIIU CJIETKA MOBBIIICH.

Jns yTOYHeHN nrarHo3a, IpoBEeACHUS CIIeIHaThb-
HBIX METOJIOB UCCJIEA0BaHUs 00IbHOM ObLI HANIPABICH
B HepBHO-MbIeuHbId [lentp r. Hprokacna, Benuko-
OpuTaHus.

I'mcrosioruyeckne, MMMYHOTHCTOXHMHYECKHUE
H  MOJIEKYJISIPHO-TeHeTHYeCKHe  McCJIe0BAHHUS
(Bushby K. n Hikks D). B 6monTaTrax MpIIIs! (HTOb-
yarast Ouoricus vastus lateralis sinistra) oOHapyXeHBI
MHUOIATUYECKHE W3MEHEHMs, TaKUe Kak BapHualus
JUaMeTpa MBIIIEYHBIX BOJOKOH M HEKOTOPOE yBEIH-
gyeaue ¢uOpo3Hoi TkaHw. [Ipmw WMMyHOTHCTOXHMU-
YECKOM MCCJIEA0BAHUU MBIIIIBI BCE HCCIEIOBAaHHbIE
Oenku, BKIJIIOUAsl IMEPUH U KojutareH VI Tuma, Obutn
B mpeneiax HOpMbl. [Ipy MMMyHOTHCTOXMMHYECKOM
WCCIIEIOBAaHUU KYJIBTUBHPOBAaHHBIX  (HuOpobiacToB
KOKH BBISIBJICHO HEKOTOPOE CHMXKEHHE KoyiareHa VI
tuna (puc.14, 15) mo cpaBHEHHIO C KOHTpOJIEM (pHC.
12, 13). Myramus B rene namud A/C He ObuTa 00Ha-
pyXxeHa.

Pe3tome. IlomydeHHsle pe3yapTaTbl MO3BOJIH-
JIM UCKIJIIOUYWTHh HApyIIEHUS B T€HE dMEpHHA, a TaK-
e B reHe JaMuH A/C, OTBETCTBEHHBIX 3a pPa3BUTHE
X-CLEMJIeHHOW U ayTOCOMHO-JOMUHAHTHOW MBbIIIEeY-
HOU muctpoduu Dmepu—/peiidyca. UmmyHorncro-
XUMHYECKUH aHanmu3 (¢uOpoOIacToB, TOKa3aBIINH
HEKOTOpbIC U3MEHEHHUs B COJACP)KaHUU KoyiareHa VI
THIA, TOATBEPIKa] KIMHUYECKUI THarHo3 MUOTIaTHH
bernema. OgHako pu CEKBEHUPOBAHUH I'€HOB KOJLJIa-
reaa VI tuna (Col6A 1-3) cooTBEeTCTBYIOLIINX MyTa-
1 He OBLIO OOHAPYIKEHO.

Puc. 13. UIMMyHOTHCTOXMMHYECKOE UCCIIEI0BAHIE B KOHTPOJIE KoJlIare-
Ha VI Tuna B pubpobnacrax koxu, He 00padoraHHbIX TpuToHOM X-100.

Puc. 14. UMMyHOrHCTOXMMHYECKOE HccenoBanue y 6onbHoro Mb koi-
nareda VI tuna B pubpobracTax koxu, He 00pabOTaHHBIX TPUTOHOM
X-100.
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Puc. 15. IMMyHOTHCTOXUMHYECKOE HCCIICAOBAHNE B KOHTPOJIE KOJI-
narexHa VI tuna B ¢pubpobnacrax koxu, 00pabOTaHHBIX TPUTOHOM
X-100 ¢ menpro MoBBILIEHUs TpoHUIaeMocTH (GubpobiacToB aus
KOJLIareHa.

Puc. 16. MMmyHOrucroxummuueckoe ucciegoBanue y OosnbHoro Mb
kojutareHa VI tumna B ¢pubpodractax koxu, 00pabOTaHHBIX TPUTOHOM
X-100 ¢ enpro MOBBINICHUS TPOHULAEMOCTH (HUOPOOIACTOB JIIS KOJI-
JareHa.

[Ipumeuanue: BKoHTpose (cM. puc. 13 n 15) B pubpobiactax nmeercst HOpMAIBEHOE SKCTPALEILIIOISIPHOE pacipe/iesieHHE KOJUIareHa Kak J10, Tak
u nociie 00paboTku npenapara TputoHoM X-100. Crieyer OTMETHTb, 4TO TOcIie 00pabOTKKH KOHTPOJIBHOTO TperapaTa TPUTOHOM OTCYTCTBYET MHTpa-

LEJUTFOIISIPHOE HAKOTUICHHE KoJutareHa B pubpobaacrax (cm. puc.15).

[Ipumeuanwue:y 6onpHoro Mb (cm. puc. 14 u 16) B pubpobiactax 0TMEUaeTCsi CHUKEHHE COIEPIKAHISI IKCTPALCIUTIONSIPHOTO KOJUTareHa Kak J1o,
TaK U 1nocie oopadoTku mpenapara TpuToHoM. Kpome Toro, mocie o6paboTKy mpenapara TPUTOHOM HAOOAAeTCsl HHTPALSIUTIOISIPHOE HAKOIIICHHE

KOJITareHa B HEKOTOphIX (hudpobnacrax (cM. puc. 16).

3aKkjoueHue

Muonarust betnema Brnepsolie onucana J. Bethlem u
G. van Wijngaarden B 1976 I. kak ayTOCOMHO-TOMUHAHT-
Has JIETKO MPOTEKaroIlas MPOKCUMalIbHAs MHOMATHA C
KOHTPaKTypaMHU JUIMHHBIX crudareieil naibues pyk [1].
B anamuese y 3TuX OOJBHBIX MOYKHO OTMETHTH HEOHA-
TaJbHYIO0 TUTIOTOHHUIO WJIM TOPTUKOJIHC, HEKOTOPYIO 3a-
JIEPKKY MOTOPHOTO Pa3BUTHA U c1aboe IIEeBEJICHUE TLI0-
Jia BO BpeMsi OepeMeHHOCTH Marepd. OOBIYHO 3aMETHBIC
JIBUTATENbHbIC HApYIICHUS BO3HHUKAIOT BO B3POCIOM
COCTOSIHMM B TIEPBOM HWJIM BTOPOM JECSATHICTHH KU3-
HU [2]. OgHAaKO HEKOTOpbIE B3pOCible OOJIbHBIE HE XKa-
JYIOTCSl Ha clIab0CTh MBIIII, TaK YTO HCTHHHOE BpPEMs
Hadaia OOJIe3HU y HHUX HE ylaeTcs yCTaHOBUTH [3]. Xa-
PaKTEepHBIM NPU3HAKOM OOJIE3HU SIBIISIFOTCS KOHTPAKTY-
PBI MBI, KOTOPbIE OOBIYHO MOSABISIOTCS B JAETCTBE U
3aXBaThIBAIOT PA3JIMYHBIE CYyCTaBbI, HO Yallle BO3ZHUKAIOT
(hirekcopHBIE KOHTPAKTYPHI MANbIEB PYK, KACTEH, JIOK-
TEBbIX U TOJIEHOCTOIHBIX cycTaBoB. Hapsny ¢ Tsxemnbl-
MU KOHTPaKTypam¥l JUTHHHBIX CTrOaresieil maibleB pyK
MOXET HaOIlonaTbesl TUIEPMOOMIBHOCTD JTUCTATIBHBIX
MexQallaHTeaTbHbIX CcycTaBoB [2]. Mpimmma cepamna
00BIYHO HE TIOpakaeTcs [4], BOBJICUEHHUE JIBIXaTEIbHBIX
MBIIII, 0COOCHHO auadparMbl, PeIKo OMUCKHIBAIH |5, 6].
[Tpu MPT oOHapyXHBalOT pa3M4HyI0 CTEIEHb MOpa-
YKSHHS OTACIHHBIX MBIIII] C XapaKTePHBIM BOBIICUEHUEM
nepudepudeckoit ooiactu vastus lateralis u mbim 3a1-
Hel Tpynmsl Oeep ¢ COXPAaHHOCTHIO MEHTPATBHBIX 00-
nacteit atux Meim [7]. [lpu anexrpomuorpaduu Haxo-
JIAT MAOTIATHYECKIE N3MEHEHNS (CHUKCHNE aMITTUTYIbI
U JUIUTENIHOCTH HOMEHYUANA O8USAMETbHbIX eOUHUL)
[5]. B OmomnTarax MBIMIIIEI BBISBISIOT HECTCIH(UIC-
CKHE MHUOIIaTHYECKHE U3MEHEHH: 3HaUNUTENbHAs BapH-
aIysi TUaMeTpa MBIIIEYHBIX BOJOKOH, HEKOTOPOE yBe-
JIMYEHUE >KUPOBOM TKAaHU, OTAEIbHBIE HEKPOTHUYECKHE
u puctpodudeckre BojokHa. YpoBenb KOK B kpoBu
OCTaeTcs B Ipejesiax HOpMBbI MM CIIErKa MOBBILIEH |1,
3]. Y HekoTOpbIX OONBHBIX OOHAPYKUBAIOT U3MEHEHHUSI
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KOXH — (QOJITHKYJSIPHBINA THIIEPKEPATO3 U KEJIJIOUIHBIC
oOpasoBanus [8, 9]. bone3sHs MeasIeHHO TPOTPECCUpPYeET,
U npuMepHo 2/3 OonbHBIX nocne 50 et I nepeaBu-
JKEHUH 3a TIpeieslaMH KBapTUPbI HYXJAIOTCsA B Kpecie
Ha Konecax [2].

Muomnatus bernema o00ycioBlieHa HapyIIeHUEM
cuHTe3a koutareHa VI tuna. Kommaren VI tuna pac-
MOJIO’KEH B OKCTPAIEIUIIONSIPHOM MAaTPUKCE U COCTOUT
13 TpeX pa3NIUYHbIX OENKOBHIX Iiened anbda 1, anbdha
2 u anbda 3, xoTopble Komupytorcs reHamu Col6A1,
Col6A2 n Col6A43 [10, 11]. IlepBble nBa reHa KapTH-
poBaHbI Ha xpomocoMme 21q22.3 (2), TpeTuit reH — Ha
xpomocome 2q37 [12]. IIpubnusurensno 75% myra-
it nokanu3oBaHel B Col6A1, 10% — B Col6A2 n
15% — B renax Col6A43 [2, 13].

Myranuu B renax Col6 BbI3bIBaIOT pa3BUTHE Pa3-
JMYHBIX MHOINATHH, OOYCIIOBICHHBIX HApYLICHHEM
cuHTe3a kojutareHa VI Tuna: ayTOCOMHO-IOMMHAHT-
HyI0 Muomnaruio bernema, ayToCOMHO-pelnieCCHBHYIO
KOHTCHUTAIBHYIO MBIIICUHYIO TUCTPOPHIO Yibpuxa
U IPOMEKYTOUHbIE (DEHOTUIIBI ¢ KIMHUYECKUMHU IMIPU-
3HakaMH Muonatuu bermiema m guctpodum Yibpuxa
C TUIEPMOOMIIBHOCTBIO IUCTAIBHBIX CYCTaBOB KHCTEH,
C1a00CThI0 MPOKCUMAJIBHBIX MBI U KOHTPAKTypaMu
B cyctaBax [11]. Muonarus beTiiema reHeTHdecku re-
TeporenHas. Onucansl 5 BapuanToB Muonaruu betie-
Ma ¢ MyTaluei TeHoB Ha xpoMocomax 21q22.3 u 2q37
[11]. OGnapyxenue myTauuii B reHax Col6 siBisiercs
30JI0TBIM CTaHAAPTOM JWArHOCTHUKKA MHOMaThHu bet-
nema [10]. Ognako GONBLIONH pa3Mep TeHOB, COAEPKa-
mmx 107 5k30HOB, Komupyromux KosuiareH VI tuma,
3HAYUTEIBHO 3aTPYIHIET MOJICKYJISIPHO-TEHETHYECKOE
noateepkaeHue Oonesnu [11]. Cpeau 79 GOJBHBIX C
TUOUYHBIM (enorunom Oone3nn bernema myTtanuio
yIa10ch 0OHAPYKUTh TOJIBKO B 66% HabmroaeHuit [10].
B cBsi3u ¢ 3TMM OonblIoe 3HAUYCHUE I AMArHOCTUKU
MuomnaTiu bernema mMeeT UMMYHOTHCTOXHMUYECKUHT
aHaJIN3 KyJIbTHMBHPOBAHHBIX (UOPOOIACTOB KOXKH CO



KNUHWUYECKME NCCNEJOBAHWNA 1 HABIOLEHNA

crienu(UYSCKUMH aHTUTENaMK K Kojuiareny VI, ko-
TOPBII BBIABISIET CHI)KCHHE COJIEPIKaHUS KOJIIareHa B
3KCTpALEIUTIOISIPHOM MaTpukce GpudbpodiactoB y 78%
OOJBHBIX C TEHETHUYECKH IMOATBEPKICHHOW MHOIIATH-
eit [10, 14]. Takxe, no nanueiM K. Bushby, npu6mu-
3UTENBHO Yy TIOJOBHHBI OOJNBHBIX C TUITUYHBIM (PeHO-
TUTIOM 0OJIE3HH HE ObUIO HAWJCHO MyTallMk B I'eHE
kojutareHa VI tuna, onHako y 50% u3 3Tux GOJBHBIX
oOHapyXeHbl HM3MEHEHHUS COAEpX aHWs M pacrpe-
neneHus koiwiareHa VI Tuma B KyJbTHBHPOBAaHHBIX
¢ubpobnactax koxu [19]. Mexny TeM mpu HUMMY-
HOTUCTOXMMHUYECKOM aHaJU3€ CKEIEeTHOW MBIIIIIBI
pu Muonatuu betinema ObUIO OTMEUYEHO HOPMATbHOE
cojepkanue kojmareHa VI Tuma B 3HIOMHU3UYME U
OazanpHOM MeMOpane [10]. B mocnegnue rojel Hau-
Oorplliee 3HAUYCHHWE NPHUAACTCS LHUTOMETPUIECKOMY
aHaJIM3Y, KOTOPBIH AaeT BO3MOKHOCTH KOJIMYECTBEHHO
OLIEHUTH co/iepkKaHue KosuiareHa VI Tuna B UMMYHO-
00paboTaHHBIX KyJIbTUBUPOBAHHBIX (QuOpobracrax y
OOJBHBIX C OTPHUIATEIBLHBIMH JIAHHBIMU MOJICKYIISIP-
HO-T€HETHUYECKUX uccieaoBanuii [11].

Takum 00pazoM, UMMYHOTHCTOXUMHUYECKUE HC-
cleoBaHUs (TaKue KaKk MMMYHOOJIOTTUHT M HUMMY-
HOTUCTOXMMHUYECKUN aHaJHu3bl, BBHITIOJHEHHBIE Ha
OuonrTarax MBIIIIbI) WUIW MOJEKYISIPHO-IeHEeTHYe-
CKHe HCcieoBanus (WM HCIOJIb30BaHUE 000UX
ATHX METOJI0OB) MOTYT IIOMOYb UCKIIOYUTH CXOJIHBIC C
muonatueil betmema 6one3Hu, Takue Kak CapKOTIIH-
KaHOTIaTUH, KaJbIIAUHOMATHH W JHUC(HEpINHOMATHI
[15], a Takxke X-CUETICHHYIO HUJIU ayTOCOMHO-TOMU-
HaHTHYI0 MBIIIEYHYI0 auctpoduro Omepu—/peii-
(dyca [16].

Jas Koppekmuu MHOIATHi, 00yCIOBICHHBIX e-
¢unurom xomtarena VI tuna, OO MPEIIOKECHO Jie-
yeHue uukiocnopunom A [17, 18]. beuio ormeueHo
yiydiieHue (QYHKIHM MHTOXOHJPUN U YBEIHUYCHHE
pereHepanuy BOJIOKOH CKEJIETHON MBINIIBI, HApacTa-
HHUE MBIIIEYHOUN CHJIBI Y OOJIBHBIX C MBIIICUHOU JUC-
Tpoduei Yippuxa u Muornaruei bermema.
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