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KNMUHUKO-UHCTPYMEHTAJIbHAA XAPAKTEPUCTUKA PA3JIUYHbIX
BAPUAHTOB NPOMPECCUPYIOLLMX MbILLEYHbIX AUCTPO®UIA
HA OCHOBE OMPEOENEHNA MYTALUUNA TEHA OUCTPO®UHA

CagpuHa C.I.

lNpoepeccupyrwue mbiweyHbie ducmpoguu (MMA) — epynna Haubonee msixenbix Hac1e0CmMeeH-
HbIX npoepeccupyowux 3abonesaHuli ¢ 08YCMOPOHHUM CUMMEMPUYHbLIM ropaxxeHUeM ckernemHol
MyCKynamypbl, MbILWUEYHbIMU ampoghusiMu, 8e0yWUMU K HapyWeHUK JTIOKOMOMOPHbIX U Cmamu4eckux
yHKYUU.

Uenb uccnedosaHusi. OyeHKa OyHKUUOHANIbHO20 COCMOSIHUS MbIWU, 8€PXHUX U HUXHUX KOHEY-
Hocmel y manbqyukoe om 2 0o 17 nem c MM AdoweHHa, nodmeepxdeHHo20 eeHemuydecku, u MM
dpyeozo muna (omcymcmeue X-cuernneHHou Mymauuu eeHa ducmpoghuHa, xapakmepHou ons MM
HoweHHa).

Hamu Habnrodanuce 38 demed, us Hux 17 ¢ NMMA AroweHHa (X-cuenneHHbIl 8apuaHm), 20e ece
6binu maneyuku, a 21 — ¢ MMM/ HeymouyHeHHOU amuonoauu, 20e manbdukos bbi1o 90,5%. Bcem npo-
godurnocb 2eHomunuposaHue 2eHa MMM [dwweHHa, anekmpoHelpomuoepagus u uccrnedosaHue
kpeamuHgocgpokuHa3sbl (KPK) u nakmamadeaudpoeeHasni (JI4N) 8 kposu.

KnuHuyecku Haubornee 8blpaxeHHble HapyuweHus 0gueameribHOU (hyHKUUU HUXHUX KOHeYHocmel
6binu 8 epynne MMM OoweHHa, a hyHKUUS pyKk cmpadana MuHUManbHo 8 obeux epynnax. @yHKYUo-
HanbHasi OUeHKa 8epPXHUX U HUXHUX KOHeYHocmel o wkanam rokasasna, 4Ymo HapyweHus 8 Hoaax
no Llikane BueHoc & epynne MM [dioweHHa oueHka cocmasunu 4,1+2,6 6anna, 4mo 3Ha4yumersibHO
xyxe Ml HeymoyHeHHOU amuonoauu (2,7+2,6) (p=0,02). Haubonee 3HadumersnbHbie pa3nu4yus Mexoy
epynnamu 6biriu Mo ypo8HSIM ¢hepMeHmMo8 Mble4YHo20 pacrnada (yumonusa mbiwy); e epynne M4
[roweHHa no cpasHeHuro ¢ MM HeymoYyHeHHOU amuosio2uu ypo8eHb YUmorsnu3a MbIWeYHOU mKaHu
66151 docmosepHo sbiwe: KOK e 2,5 pasa, a JII e 4 pa3a, a no cpagHeHU ¢ HOPMOU Mo8bILEHUE
cocmasuso 10-40 pas.

Knrodeenie cnoesa: npoepeccupyrou,asi MbiwedyHas ducmpocghusi, demu.

Udpucosa XK.P.

Ha (IIM]] lrouieHHa) sBJISICTCS MPOrPECCUBHBIM

X-cluerieHHbIM 3a001eBaHUEM, XapaKTEPU3YFOIIMCSI
MIPOTrPEeCCUPYIOIIEH MBIIIEUHOH arpouei u ciaboCThio, 4TO
MIPUBOJUT K OBICTPOM MoTepe PyHKIUOHATBHOW CIOCOOHOCTH.
OnHO# U3 IIaBHBIX OMACHOCTEN 3a00JIEBaHMS SIBIISICTCS Ha-
pYLICHHE HOYHON BEHTUIISAMHY, YTO TIPUBOJMT K THOENH neteit
(ManBYMKOB) B MOAPOCTKOBOM BO3pacTe WM FOHOIIECTBE. B
MOCJICZHUE TOIbI CPEIHMUIT BO3PACT BBKUBAEMOCTH Y MAJTBUH-
xoB ¢ [IM/] Hdromenna yBenwmumics ¢ 14 net B 1960-x romax
(Eagle u coasr., 2002) no 30 net B Hactosimee Bpems (Eagle
u coasT., 2007). OrpomHas npoGiieMa COCTOMT B TOM, YTO
Mansauky ¢ [IM/] JlroreHHa HaUMHAIOT CUAETh B HHBAJIUIHOMN
xomsicke B Bo3pacte okoiio 10 net (Kohler, Clarenbach, 2009),
Y OHH OCTaHYTCS B 3TOM COCTOSIHUH BCIO OCTaBIIYIOCS KHU3Hb.
C yBenMuYeHHEM MPOROIKUTENBHOCTH JKU3HH KPUTHYECKHM
SIBJISIETCSL COXpPaHeHUe (QYHKIMU BepXHEH KOHEUYHOCTH, W 3TO
KpaitHe BaxxHO 15 kadectBa xu3HU (Natterlund u Ahlstrom,

[l- T porpeccupylomias Mpiniednas quctpodus romen-

2001; Natterlund u coast., 2000). K coxanenuto, GyHKIHS
BEpPXHEH KOHEYHOCTH M ciabocTh y ManpuukoB ¢ [IMJI [dio-
menHa u3ydensl Maso (Hiller and Wade, 1992; James and Orr,
1999). U3BecTHO, uTo mpuMepHO ¢ 10 JeT cHImKaeTcs cuiia He
TOJNIEKO B HM)KHUX KOHEYHOCTSIX, HO U BEPXHUX, TNIABHBIM 00-
paszoM B npokcumanbHbix otaenax (Lord et al., 1987, Mattar
and Sobreira, 2008).

[Inpoxoe pacmpocTpaHeHHE MONyYHIa Kilaccu(UKanus
J. Walton, D. Gardner-Medwin (1974). Io stoii ktaccuguxa-
UM BCE MUOAUCTPOGUH Pa3aesoTCs TaK)Ke B OCHOBHOM I10
XapakTepy HacJleIOBaHUS MYTAHTHOTO IeHa.

A. X-CrenneHHast MblledHas Auctpodus:

« TspKenas ([romenna);

o OnaronpusrtHas (bekkepa).

B. AyToCOMHO-peLeCcCHBHAS MbIIICUHAs] TUCTPODUSL:

* KOHEYHOCTHO-TIOSICHAS, WK IOBEHWIIbHAS (Dpoa);

o JITCKasi MbILICUHAsT QUCTPOQUs (TICEBAOIONICHHOBCKAs );

* BPOXKJICHHBIE MBIIIEYHBIE TUCTPODUH.
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HEBPOJIOI'Ns

Tabnuua 1 — kana Bpyk (Brooke Scale) cteneHM COXPaHHOCTH MbIWIEYHOH (BYHKLMM PYK

(Hopma 0; 5 — HeT (PpyHKLMH)

OueHka |OnucaHne coxpaHeHHbIX PYHKLIMM

0 MOXEeT NOAHATLb BbITAHYTbI€ MO 6okam PYKHU U COMKHYTb B NONHbIN KypcC Hang ronosom

KEHMM)

1 MO3JKET NOAHATb PYKM Haf, rofloBOM TOMbKO Npu crubaHun B NOKTIX (YKOPOUYEHHasi OKPYXKHOCTb MPK ABu-

HE MOXET NOJHATb PYKM BbIlLE ronoBbl, a moxeTte noAHaTb 200-rpamMmMmoBbIN cTakaH BoAbl B POT

w

MOXET MOAHATb PYKM KO PTY, HO He MoxeT nogHaTb 200-rpamMMoOBbIN CTakaH BOAbl B POT

MOHEeTbl 13 KOpO6KM

He MOJET MOAHSITb PYKHU KO PTY, HO MOXETe UCMOMNb30BaTb PYKH, 4TOObI AepaTtb pyuKy unu 3abpatb

5 HE MOXET NOJHATb PYKHU KO PTY M HE MOXKET BbIMOMHATL MW HUKAKOM MONE3HOM (PYHKLMM.

Tabnuua 2 — Llkana BurHoc (Vignos Scale) cteneHM cOXpaHHOCTM MbIWEYHOH (PYHKLMM HOT

(Hopma 0; 10 — HeT (PbyHKLMH)

OueHka | OnucaHue coxpaHeHHbIX dPYHKLMMI

1 XOOMT U MOJHMMAEETCS MO NecTHuue 6e3 NOCTOPOHHEN MOMOLLM

2 rynsiert v nasaert rno NecTHULE C NOMOLLbLIO Nepus

3 XOAMT M MOAHMMAETCA MO NECTHULE MEANEHHO C nomoLlpto nepun (25 cekyHp 3a BOCEMb CTaHAAPTHbIX
Luaros)

4 xoAnT 6€3 NOCTOPOHHEN MOMOLLM M NMOJHMMAETCS CO CTYNa, HO HE MOJKET MOAHUMATLCS MO NECTHULE

5 xoanT 6€3 NOCTOPOHHEN NMOMOLLM, HO HE MOXET MOJHSTHCS CO CTYNa MM MOGHUMATBLCS MO NECTHULE

6 XO[AMT TOSbKO C MOCTOPOHHEN MOMOLLBIO UIIM XOAMUT CAMOCTOSITENBHO C ASIMHHBIMM OPTE3aMM Afs HOr

7 XOOMT B AMMHHbIX BEPTUKANbHbLIX OPTE3ax ANl CKPEen HOMM, HO Hy>JaeTcs B nomowm ans 6anaHca

8 CTOMT B [IMHHBIX BEPTUKAmNbHbIX OPTE3aX HOMM, HO HE MOXET MATM JaXe C NOCTOPOHHEN MOMOLLBIO

9 B MHBANMMOHOM Kpecne

10 NMPUKOBAH K MOCTENM.

B. JIuue-nonarouHo-ruieueBas (Jlanaysu — Jlexepuna).

I'. AucranpHas MbIIIedHast AUCTpodusi.

. OxynspHas MbllIedHast TUCTPOusl.

E. OxynodapuHreanbHas MBIIIEYHAST AUCTPOPHSI.

BaxHeHIIMM HHCTPYMEHTOM OLIEHKH (PyHKLUHM HWDKHUX,
a TaKKe BEPXHUX KOHEUHOCTEW SIBISAETCS IEKTPOMHOTPABHS
(OMT'). IToBepxHOCTHAs HIEKTPOMHUOTrpad st ABIAETCS BaXKHBIM
METOIOM OLIEHKU COXPAHHOCTH (PyHKIMH BepXHEW KOHEYHOCTH
(Frigo and Crenna, 2009), Ho 601€€ BbICOKA 3HAYUMOCTb UTOJIb-
4aroil Muorpadun, oJHaKo 3T0 MHBa3uUBHEIA MeTon (Derry et
al., 2012). Kpome Toro, uronsdaras Muorpagus MoKa3blBaeT
cTeneHb rudenu MUoGUOPHILI, a He UX (PYHKIHOHAIBHYIO CO-
XPaHHOCTb, XOTS 3TO ¥ B3aMMOCBSI3aHHbIC TOHATHUS. [jis KiTH-
HUYECKOH OLICHK! (QyHKIHI BEPXHUX KOHEYHOCTEN IIPHIMEHSIOT
mkany bpyk u mkany Burnoc (James WV, Orr JF., 1984)

[Ikana oneHku (GYHKIMH HIDKHHX KOHEYHOCTEH (IIKaja
Burnoc) Gonbuie akryanbHa He ans [IM]] diomenna (rae
OYeHb paHo OOJBHON CTAHOBHUTCS KOJISICOUHHKOM), & ITpH Ooliee
MSTKHX ayTOCOMHO-T€HETHUECKUX BapuaHTax 3a001eBaHus, a
taxoke mpu [IM]] bekkepa (cxomua mmo reny ¢ [IM/] [{romenHa,
HO MPOTPECCUPYET MEJICHHEE).

JlaHHbIe HIKaJIbl HOMOIHSIOT AaHHele DHMI, Onoxumu-
YeCcKHX MoKa3aTelnel pacnaga Mulm (kpeaTuH(ochoKuHa3bl
— KO®OK u nakrataernaporenasst JIJAT).

KomrnekcHas orieHKa pyHKIIMH MBIIIL, HAPSAY C OLICHKOH
o mkanaM (bpyk, Buraoc), a Takxke mo mikanxe MBIIETHOMN
cuibl (0T 5 — nonHas cuna 10 0 — OTCYTCTBUE MBILIEYHOTO
COKpaIIeHus), B cOUeTaHUu ¢ nuHaMukod ypoBHert KOK
JIIT, a Takxe QyHKIME COKPaTUMOCTH MHOKap/ia, MHTEIUICKTA,

a Takke (QYHKIMM BHEIIHETO JBIXaHUS MO CIIMPOrpaMMe I10-
3BOJISIET OLICHUTH BOBMOYKHOCTH PEOCHKA B IUTaHE BBKUBAHHS
u cormanu3anuu (M.M.H. Janssen, 2015).

Llenpro HACTOSIIETO MCCIEJOBAaHUS SIBHJIACH OIIEHKA
(hyHKIIMOHAJIBHOTO COCTOSIHUS MBIIIL BEPXHUX M HUKHHUX
KOHeuHOCTeH y MainsaukoB oT 2 1o 17 xet ¢ [IM/] dromenHa,
MOATBEpkKACHHOTO TeHeTnuecku, 1 [IMJ] npyroro Tuna (ot-
cytcTBre X-CUEIUICHHOW MYTallMu reHa JUCTPOPHHA, XapaK-
tepHoii g IIMJ] JlromienHa).

MATEPHUAJ U METO/bI

Ilox nabmronennem Haxomumuch 38 mereit ¢ IIM/I, B ToM
gucne 17 ¢ IIMJ] Jromenna u 21 ¢ IIM]l HeyTOUHEHHOMH
STHOJIOTHH.

I'enernueckoe uccnenoBanue Ha [IM/] dromenna. Kocsen-
Has IHK-nmnarnocruka metogom ananmza STR-mapkepos. st
aHaim3za STR-MapkepoB HCIONB3YeTCs METOJ| KI1aCCH4eCKOU
TP ¢ nocneayrommm pasaeineHieM MPOoayKTOB aMILTH(QHKALUH
C MOMOIIBI0 KAMMJUIAPHOTO TeNb-3JeKTpodopesa Ha reHeTHYe-
ckoM aHanmzarope. Ha Xp21.2 mpoBoannack MyIbTHITIEKCHAS
(mynsrunpaiivepnas) ITHP [Chamberlain J. et al., 1988]. Ona
3aKJII0YaeTCs B OJHOBPEMEHHO aMIuTu(ukanui Habopa 19 to
MYTHPYIOIIUX 3K30HOB I'€Ha AUCTPOPHHA U MPEAUCTPOPHHA
MIIA 1 MIIA 2; npu snekTpodopese MpoayKTOB PEaKIuu OT-
CYTCTBHE OJTHOTO MJIM HECKOJIBKUX SK30HOB Oy/leT CBUIETEIb-
CTBOBATH O AEJELHH, T.€. CIIY)KUThb MOJICKYJSIPHBIM OITBEPIK-
nenueM auarHosa (Chamberlain J., et al, 1988). MccnenoBanue
npoBoamiIock B LleaTpe MonekynsipHOit MeTUITHHBI B ATTMaThI
(pyxoBoautens, npodeccop Csarosa I.C.) (puc. 1)
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SLLAS

Hoposka 2-IHK T
Lopoxxa 3 — 160 bp DNA ladder

P ) 3 4 5
Hopowka | - sonrpositas JHK MITAL s
e Hoposxe 4-JEK

Jdopoxka 5 - konTpoasHas JHE MITAZ

Bcem netsim nmpoBOIUIIOCh KITMHH-
YeCKoe MCCIIE0BAHUE C OIEHKOM IO
mkanam bpyk u Burnoc gysknuii pyx
M HOT. A Takke OMOXUMHUYECKOE MC-
cnenoBanue Ha KOK u JI/II. Hopmsl
KO®K mnst mereii cuuraercst ypoBeHb
10 200 Exn/n, a JIAT mo 430 Ex/m.

PE3YJIBTATHBI

N OBCYXJIEHHUE

Taxum oOpa3om, neTu ObUIN pa3-
JleTIeHbl Ha JBe Tpymnmel: 17 meteit
¢ IIM/J1 Jromenna/bekkepa ¢ Ha-
nryueM reHa u 21 pebenok ¢ [IM/]]
HEYTOYHEHHOH 3THOJOTMM 0e3 Ha-
JIMYUS TeHa AUCTPOQHHA.

Bce 17 o0crenoBaHHBIX ¢ HAIH-
YHeM MYyTaluH TeHa TUCTpodUHA U
MOATBEPXKACHHBIM Auarunozom [IM/]
JionreHHa OBUTH MallbYUKH, CPEId
21 nmanuenta ¢ [IM/J] 6e3 myrauuun
reHa JUCTpopuHa ObLTH 2 JEBOYKH
(9%). Bospact manpuukoB ¢ T[IM/]]

MIIAZ

PMCYHOK 1 — 3akntoueHune o MOneKynsapHo-reHeTM4eCcKom uccnenosaHnmn

Ha NMM[, OrowenHa/Bekkepa

Bce oOcnenoBaHHble C HalMYMEM MYTAllUU T'eHa JIHC-
TpoduHa U MOATBEp)KAeHHBIM nuarHo3om [IMJ] romeHHa
ObUTH MaJIBYUKH, cpeau 22 nanueHToB ¢ [IM]] HeyTouHEeHHOU
strosnoruu Obutn 2 nesouku (9%). Bospact mansunkos ¢ [IM/]
HromenHa 6b11 0T 2 10 17 et (cpennwmii 7,3+1,6 roxa), B rpy1-
rie [IM/] HeyTOUHEHHO STHOIOTHUH IeTH OBUITH B BO3pacTe OT
2 no 14 net (B cpennem 8,243,7 rona).
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PucyHok 2 — CpaBHuTenbHas xapakTtepucTika yposHer KIOK
u JIOI (MaKcMManbHbIX, MMHUMMATbHBIX U CPEOHMX) Y OeTekn
¢ MM Orowenna/bekkepa ¢ Hanuumem reHa
u NMM[, HeyTouHeHHOMU 3THonorum (6e3 reHa)

romenna 6s11 0T 2 10 17 ner (cpen-
Huit 7,3+1,6 roma), B rpynne [IM]]
HEYTOYHEHHOI 3THOJOTUH AETH
ObLTM B Bo3pacte oT 2 1o 14 net (B
cpennem 8,2+3,7 rona) (p=0,1, pasnnyue HEZOCTOBEPHO, T.€. B
2-X TpyIIax MpaKkTHYECKH OBbLIM JETH OJHOTO BO3PACTa).

Bcem petsM npoBOAMIOCH KIMHUYECKOE HCCIIEOBAHHE
¢ oueHKo# Mo mkanam bpyk u Burnoc ¢yHkiuii pyk u HOr.
A Taxxe 6uoxumuueckoe mccienopanne Ha KOK u JIJIT.
Hopmoiit KOK nns nereit cunraercs yposens a0 200 En/n, a
JIAT mo 430 En/m.

Tax npu [IM/]] [[ronieHHa AOCTOBEPHO HUXKE ObUIM JaH-
HbIE OIICHKH (QyHKUWU pyK (mKaia Bpyk 5-0amipHas) 1 HOT
(IlIxana Burnoc). Tak B rpynne aereii ¢ [IMIT [Jromenna mo
[Ikane bpyk 66u10 1,1+0,9 6ana, a o [Ikane Burnoc 4,1+£2,6
6anna. B rpynne nereit ¢ [IMII HEeyTOYHEHHO# 3THOJNIOTHUU
no IlIkane bpyk 6su10 1,1+0,9 6amna, a mo [Ikane Buruoc
2,742,6 6anna (p<0,05). T.e. 6onee 3HAYUTENBHOE CHHIKCHHE
(GYHKUMK XOABOBI M IBUKEHUS HOT OBLIO B TPYIIE JNeTeH
c IIM/J Jromenna. Knunnuecku 1 manpuuk u3 17 nereit
(5,9%) nepensuracs ToIbKO Ha KOJsicKe, 6 U3 17 MalbuMKOB
(35,2%) He MOIIM CaMOCTOSITENIBHO MOJHUMATHCA IO JIECT-
uute. B rpymnmne ITM/] HeyTOUHEHHOW 3THOJIOTUH HE OBLIO
JIETEH, IepeABUTAIOLINXCS Ha KOJISICKE, a CAMOCTOSITEIBHO HE
MOIJIM MOJHUMATHCS 110 JiecTHUIle 5 u3 21 pebenka (23,8%).
Takum 00pa3om, KIMHUYECKH Hanboee HeOIaronpusTHoE, ¢
BBIPOKEHHBIM HApYLIICHUEM JIBUTATEIbHON QYyHKIINY HHKHUX
KoHeyHocTel Ob110 B rpynne [IM/1 [TomenHa, a GpyHKIus pyk
CTpajaja NpakTHYeCKH OJMHAKOBO B 00EUX TpyIIax.

Tax y nereii ¢ noxazanHoi renetuuecku [IM/] [lromenna
cpenuuii yposenb KOK cocrasun 40041528 Exn/n, a JIAT
—1915,8+988,9 En/n. B rpynne I[IM/] HEeyTOYHEHHO# 3THO-
norun — KOK 6sm1 1514,75+1178,2 En/n; JIAT 509,4+ 17,8
En/n. locroBepHOCTh paznuunii 6bu1a 0,01. Takum o6pazom, B
rpynne [IM/] lroimeHHa ypoBeHb LIUTONN3a MBIILIEYHOU TKAHU
6bu1 nocToBepHo Bhime: KOK B 2,5 pasa, a JIAT B 4 pasa. [Ipu
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M. rectus femoris, amnutyga 30 mB

m. gastrocnemius medianus

m.extensor digitorum brevis
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I 100 mé

PucyHok 3 — Manbumk, 6 net, c nporpeccupytoLLen MbilLeYHON aucTpoduein dopma [ioLeHHa.
OTMeuatoTcs BbIPAXKEHHOE CHUKEHME aMMMUTYAbI M Pa3psKEHUe ABUraTEeNbHbIX eAMHML,
C MPOKCMMarbHbIX OTAENOB KOHEYHOCTH m. rectus femoris, 1 Tvn SHMI

450
400 +
150
e [ S CTRCD T
anpegeaes
3o G, [ )
CR. AMNAWTY A
750 4 sl
200 = [ H TR O
- arcyroyet
MM, siee rise
150 CP. aMInETY A

sl
100 -+

o+
m bicops m,abductor

pollicis brewia femoris

m.rectus Mot Engar

800 -
0
00

SO0 MGHC. amn-5a
r'y MMHRM. AME5D

A cp. o

ATy ia MHE

(1]

m.biceps m.abductor chLs m.extensor

digitarum

polhcis brewis

orevis

PucyHok 4 — CpaBHeHMe cpefHMX 3HaYeHUM amniMTyapl
NPOM3BONBHOMO COKPALLLEHMUS MbILLLL Y feTeH
c NMJ OroweHHa/Bekkepa ¢ HanuuMem reHa gMcTpoduHa
n 6e3 (MM/[] HeyToUHEHHOM 3THOMOTMK)

PucyHok 6 — CpepiHMe 3Ha4eHWs amMnaMTYAbl M AManasoH
ee KonebaHui (MMHUMYM M MAKCUMYM 3Ha4EHMH)
NPOW3BONLHOrO COKPALLEHMS MbILLL, M UX KonebaHus y geten
c MM[ OrowenHHa/bekkepa ¢ HanuuMem reHa gucTpodmHa
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PucyHok 5 — CpefiHue 3HaueHWs amnauTyAbl M AMaNasoH
ee KonebaHui (MUHUMYM M MaKCMMYM 3Ha4YeHWM)
NPOM3BONBHOrO COKPALLLEHMS MBILLLL M MX KonebaHus y aeten
c MM, 6e3 rena guctpocpuna MM Oiowenna/Bbekkepa

Pucynok 7 — CpaBHeHHe CpeaHHX 3HAYeHUM amnanTyapl
MPON3BONLHOIO COKPALLEHMS MbILIL, Y AeTek
¢ NMA Orowenna/bekkepa ¢ HanMuuem reHa guctTpoduHa
n 6e3 (MMJ, HeyTouHEHHOM 3THOMOMMM)
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HEBPOJIOIn4

9TOM B CPaBHCHHH C HOPMAaTHBHBIMH OKA3aTEIsIMU B 00enX
rpynmnax pasnuans osuta 10-40 pas.

AHAJIOTUYHYI0, HO MEHEE BBIPAXKEHHYIO TCHACHIIHIO
mokasano (yHKIHOHAIbHOE HCCIENOBaHUE aMILTHTYIbI
MbIIeqHoro cokpauieHust Meronom DHMI. Tak B rpymnme c
IIM/] JromieHHa aMIJIMTyAa MPOU3BOJBHOTO COKpAIICHUS
m. Biceps onpenensiacs Ha ypoBHe 122,9+92.4 MkB, a B
rpymme [IM/] seyrounenHoit stnonornu 166,2 + 120,3 mxB
(p=0,03). AMIUIIUTYBI APYTUX MBIIII] PYK H HOT IPAaKTUYECKH
copmajany. Tak Mo aMIuinTyae coctasuiu m.abductor policis
brevis 410,6+209,8 MxB u 410,5£120,1 m.rectus femoris
87,6£70,6 mxB u 92,9+75,4 mxB, m. extensor digitorum
brevis 201,9£81,1 mxB u 195,7+143,5 mxB. Takum o6pazom,
amMIUIiTy/1a OblIa JOCTOBEpHO HIDKe Mo m. Biceps B rpymme
IIM/T Jronrana, 4To oTpakano 6osee BRIpaKCHHOE CHIKCHHE
(GyHKIMH B 3TOM TpymIIe.

BbIBO/JbI

1. I1o mosmoBoMy cocCTaBy IpyIIIbl pa3IndyalnucCh Majio, HO B
rpymre [IM/] [ronrenHa (onpeneneHsl MyTaluy B TeHE UCTPO-
¢uHa Ha X-XpoMocoMme) Bce ObIIHM MallbuuKH, a B rpymmne [TM/]
HEYTOUYHEHHOM 3THONIOTMH ManbuukoB Obu1o 90,5%. Bospact
nereit ¢ [IM]1 Hromenna u I[IM/] HeyTOUHEHHOM 3THOIOTUN
OBUT IPUMEPHO OIMHAKOBBIM, B cpeHeM 7,3+1,6 rona u 8,2+3,7
rona, coorsercTBeHHo (p=0,1),

2. Takum 00pa3oM, KIMHUYECKH Hanbosee HebIarompu-
SATHOE, C BBIPAXKEHHBIM HAPYIICHUEM JIBUTATEIbHON (PyHKINH
HIDKHUX KOoHeuHocTel Obuto B rpymme [IMJ] romenHa, a
GyHKIUS pyK cTpajgaja MpakTUYeCKH OJUHAKOBO B 00eHX
rpymmax.

3. OyHKUMOHANbHAS OLIEHKA BEPXHUX U HUKHUX KOHEU-
HOCTeH 110 IIKaJ aM MoKa3aja, YTO HanOOoIbIINeE JT0CTOBEPHEIE
pa3nuuus BBIABISUIMCH B JBHXKEHUSX Hor, Tak no Illkane
Burnoc B rpynme [IM/] /{romenHa ornenka cocrapmna 4,1+2,6
OaJlia, 4YTO 3HAYMT 3HAYMTEIBHOE HAPYILICHHE XOAbOBI U 3a-
TpY/AHEHUE TEePEABHKEHHS 110 JIECTHUIIE, IPH 3TOM B I'pYIIIIe
nereit ¢ [IMII neyrounenHo# atuonoruy, a o lkane Burnoc
oreHka cocrtasmia 2,7+2.6 (p=0,02), 4To mokazaao MUHH-
MaJIbHO 3aTPYIHEHHY0 X0Ab0y. @yHKIHS pyK Oblila CHUKEHA
HE3HAYUTEIbHO B 00enx rpymnnax, oueHku mno llkane bpyk
Obutn B mpenenax 1,1 Gamna.

4. Hanboiee 3HAUNTENBHBIC PA3IAIHs MEXKIY TPYIIIaMu
OBbUIH 110 YPOBHSIM (hepMEHTOB MBIIIEYHOTO pacnaja (LUToIu3a
mpim); B rpymnmne [IM/] [Jromenna mo cpaBHenuto ¢ [IMJ]
HEYTOYHCHHOHW ITHOJIOTHH YPOBEHb LIUTOJIM3a MBILIICUHON
TKaHU ObUT mocToBepHO BhIme: KOK B 2,5 pasza, a JIAAT B 4
pasa, B CpaBHEHHH C HOPMAaTHBHBIMH ITOKa3aTeNIIMU B 00enX
rpyIIax MOBBIIMICHUE 3TUX MMoka3aTesneii Obuto 10-40 pas.

IlIpo3paunocms uccnedosanusn

Hccnedosanue ne umeno cnoHcopcKo noooepoicku. Aemoput
Hecym NOTHYI0 OMEEMCMBEHHOCHb 3a NPE0OCMABLeHUe OKOH-
uamenvHOU 8epcull pYKONUcU 6 neuamb.

Hexnapauusn o punancoewvix u opyzux

63AUMOOMHOMIEHUAX

Bce asmopul npunumanu yuacmue 6 pazpabomke KoHyenyuu
cmamvu u Hanucanuu pykonucu. OKoOHUaAmMenbHAA 8epCus
pyKkonucu 6vina 00obpena gcemu agmopamu. Aemopul He
NOYYanU 2OHOPap 3a CMamulio.
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T¥XbIPblM

C.I. CA®UHA, U.A. NNYHIAPb, A.l. BAUbICEEKOBA,

K.C. CAPBACOBA, M.B. XKAKCbIBEK,

A. CENTKA3bI-KbI3bl, M. KONBAEB, X.P. YMPUCOBA

C.)K. AcpeHdusipos ambiHOarbl Kas¥MY, Anmamel K.

OUCTPO®UH NEHIHIH MYTALIUCbI AHBIKTAY APKblJbl
NMPOTPECCUBTIK B¥JIWbIKETTIK OUCTPO®PUAHDbIH
TYPNI H¥CKAJNAPbIHbIH TOJIbIK KMTUHUKANDbIK X9HE
WHCTPYMEHTANAbIK CUNATTAMACHI

MporpeccusTik bynwbikeT anctpoduscel (MbA) — Kosfany
XeHe cTaTukarnblK (yHKUUsinapbliH Oy3blnybliHa anapaTtbiH KaHka
OyNWBIKEeTiHIH eKiXaKTbl CUMMETPUSANbIK TYKbIM KyanauTbiH
yaemeni 3aKkbiMAaHyblHbIH OynwbIKeT aTpoUACkIHbIH €H ayblp
aypynapblHbIH TOBbI.

3epTTeyaiH MakcaTbl 6onapl pyHKUMOHaNAbIK XarFaanbiH baranay
OyNLLbIK XXOFapFbl )KoHe TOMEHT i asik-konaapblHbIH ep 6ananap, 2-aeH
17 xacka MM OioweHHa pactanfaH reHeTukanslk xxaHe NMM[ 6acka
ynrigeri (6onmaybl X-cuenneHHo MyTaumsanap reHHiH auctpoduHa
ToH MM OioweHHa).

Bi3aiH 6akbinaymbizna 38 6ana 6onapl, oHbIH iWwiHae 17 6ana-
Aa OwowenH MBM (X-6annaHbicThl Hycka) 6ap Tek ynaap faHa, an
21 6anapga atmnonoruscel 6enricia MbL 90,5% -biH yngap Kypagbl.
Bapnbik xypridinreH reHotuntey reda NMIO [OioweHHa, anekTpo-
Heripomuorpadust xaHe 3epTTey kpeaTuHdocgokuHasa (KPK),
naktataerngporeHasa (J10I) kaHga cangbiio

KnuHukanelk kepiHicTepae askTapablH Ko3fany yHKUNSCbIHbIH,
eH avikplH B6y3binybl [ioweHH MB TobbiHAa 6onabl, an konaapabiH
KO3FanbICbIHbIH LLUEKTeNyi eki Tontapaa Aa a3 3apaan wekTi. Kon-
asikTapablH pyHKUMoHanablk 6aranaybl BurHoc wkanack! 6oibiHWwa
OwowenH MNB[ TobbiHAa askTapAblH KbI3METIHIH wekTenyi 4,1+2,6
6angpl Kypan, 6yn atmonoruckl 6enricia MM (2,7+2,6) (p=0,02)

KapafaHga anTpanblKTal Hawap kepceTkiwi 6onbin Tabbnagb.

TonTap apacbiHAaFbl eH eneyni anbipMallbinbikTap bynbIKeT
depMeHTTepiHIH biablpaybl (OyNWbIKET LMTONMU3i) AeHrennepiHae
6onapl: OyNwbIK €T TiHiHiH, uuTonuare atuonorusicel 6enricia MbM
canbicToipraHaa OoweHH MBI tobbiHaa KOK 2,5 ece xoHe JIOI
neHreii 4 ece kebeiin, coHaan-ak HopmameH canbicTeipranga 10-40
ece apTblk bongpl.

Heezizzi ce3dep: npozspeccusmik bynwbikem Oucmpogusichl,
b6ananap.

SUMMARY

S.G. SAFINA, ILA. LUNGAR, A.U. BAYISBEKOVA,

K.S. SARBASOVA, M.B. ZHAKSYBEK,

A. SEITKAZY-KYSY, M. KOLBAEYV, Zh.R. IDRISSOVA

Asfendiarov KazNMU, Almaty c.

CLINICAL AND INSTRUMENTAL CHARACTERISTICS
OF DIFFERENT VARIANTS OF PROGRESSIVE MUSCULAR
DYSTROPHY ON THE BASE OF DETECTION OF MUTATION OF
DYSTROPHINE GENE

Progressive muscular dystrophy (PMD) is a group of the most
serious hereditary diseases with progressive bilateral symmetrical
lesion of skeletal muscles, muscle atrophy, leading to the violation
of static and locomotor functions.

The aim of the study was to evaluate the functional state of
muscles of upper and lower limbs in boys from 2 to 17 years old
with Duchenne PMD, genetically confirmed PMD and other type
(no X-linked mutation of dystrophin gene, which is characteristic for
Duchenne PMD).

We observed 38 children, 17 of them with PMD Duchenne
(X-linked), where all were boys, and 21 with unknown etiology of
PMD, where the boys were at 90.5%. All of them were performed
genotyping of the gene Duchenne PMD, electroneuromyography and
study of creatine phosphokinase (CPK) and lactate dehydrogenase
(LDH) in the blood.

Clinically the most prominent violations of motor function of lower
limbs was in a group of Duchenne PMD, as a function of the hands
suffered minimally in both groups. Functional assessment of upper
and lower limbs on the scale showed the most disturbances in the
legs, which on a Vignos Scale rating was 4.1+2.6 points in the group
of Duchenne PMD, what is much worse than in PMP unspecified
etiology (2,7+2,6) (p=0.02). The most significant differences between
the groups were in levels of enzymes of muscle degradation (cytolysis
of muscles); in group Duchenne PMD, compared with PMD of
unspecified etiology, the level of cytolysis of muscle tissue was
significantly higher: CPK 2.5-fold, and LDH in 4 times, and compared
to the norm increased by 10-40 times.

Key words: progressive muscular dystrophy, children.
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