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KNMUHUKO-3NMMOEMUOJIOINMYECKOE

N MONEKYNAPHO-TrEHETUYECKOE UCCIIE-
AOBAHUE NOACHO-KOHEYHOCTHbIX
®OPM NMPOIrPECCUPYIOLLUX MbILWLEYHbIX
OUCTPO®UIN B PECNYBIIUKE OAFECTAH

Brepsble B Pecnybnuke [larectan (P[l) npoBeaeHO KOMMIEKCHOE KIIMHUKO-3MUAEMUONOornyeckoe U1 MOnekynspHO-reHeTn4eckoe nccnenosa-
HV€ NOSICHO-KOHEYHOCTHbIX POPM MPOrpeccupyroLLnx MiedHblx guctpoduin (MK MMA). Beisenexs! MK MMA: 2A Tvun, 2B Tun 1 guctanbHbiv TMN
Mwowu. OnpeneneHa pacnpocTtpaHeHHocTb MK MM[ B nonynsumax PO. UsyyeH knunnyecknin nonumopduam MK MM y 60nbHbIX, MTPOXUBAOLWLNX
B FOPHbIX, NPEArOPHbIX U paBHUHHLIX panoHax P, n coctaBneH anroputm AMarHOCTUKM ANs NpakTU4ecKkux Bpavent Hespororos. aeHTuduumpo-
BaHa MyTaums, obycnoenmsatLuas passutue cemenHoix dopm MK M.

KnioyeBble crnoBa: nporpeccupyoLme MbilledHble AMCTPOdnM, NOSICHO-KOHEYHOCTHasA dopma, [IHK-gnarHoctuka.

For the first time in the Republic of Dagestan (RD) a comprehensive clinical - epidemiological and molecular - genetic research of limb girdle
forms of progressive muscular dystrophies (LGPMD) was conducted. LG forms of PMD: 2A type, 2B type and distal type Miyoshi were identified.
The prevalence of LGPMD in RD populations was determined. LGPMD clinical polymorphism in patients living in the mountain, foothill and lowland
regions of RD was studied and practical diagnostic algorithm for neurologists was made. Mutation which causes the development of LLPMD family

forms was identified.

Keywords: progressive muscular dystrophy, limb girdle form, DNA diagnostics.

BeBepneHune. [10SICHO-KOHEYHOCTHbIE
NporpeccupyroLne MbIlLEYHbIe AUCTPO-
dwum (MK NMI) — rpynna KnuHU4Yeckn no-
NIMMOPGHBIX U TEHETUYECKU TETEepOreH-
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HbIX 3a00neBaHuii, xapakTepuayrLmnxcs
npenMyLecTBEHHbIM  MOpaxeHnem
MbILLL, TA30BOTO W MMEYEBOr0 MOSICOB,
NPOrpeccupyoLLnUM TeYEHNEM, yBENMYE-
HMEM aKTMBHOCTU hepMeHTa KpeaTuH-
docokmHasbl (KPK) B nnasve kposw,
NEepPBUYHO-MbILLEYHLIM  XapakTepoM Mo-
paXkeHnsi Npu 3nekTpoHenpomMumorpadgu-
yeckoM muccrnegoBaHum [3]. Hactota Bcex
MK MM konebnetcst B pasnuyHbIx nomny-
nauyuax ot 5 go 70 60nbHbIX HA 1 MIH.
HaceneHusa [1].

Pecnybnvka Oarectan (PL) ¢ Hacene-
HMeM 2 MINH. 946 TbiC. Yen. xapakTepu-
3yeTcs npeobnagaHnemM CenbcKoro Ha-
CeneHuns, XuBYLLEro NpenmyLiecTBEHHO
B FOPHOW MECTHOCTM, TA€e COXPaHWNIUChb
N30NATbI C BbICOKUM YPOBHEM MHOPUANH-
ra.

Martepuanbl u metogbl. Hamun oTo6-
paHbl 1 obcnenoBaHbl nauneHTtbl ¢ K
MM no gaHHbIM  KypHarnoB HEBPOIO-
rMMYEeCKNX CTaLMOHapoB, MOMUKINHUK,
pecny6rnMKkaHCKUX ropoOACKMX W panioH-
Heix MCOK, mepncaHuacten, pecnybnu-
KaHCKOWN MEAMKO-TEHETUYECKOW KOHCYIb-
Tauuu, >KypHamoB  KOHCYIbTaTMBHOMO
npuema kadegpbl Hesponorun [arec-
TaHCKOW rocygapcTBeHHON MegULUHCKOM
akagemumn, a Takke no AaHHbIM peructpa
HacneacTBEeHHbIX HEPBHO-MbILLEYHbIX 3a-
bonesaHu «HerpoperucTtp darectaHar.
[narHo3 3aboneBaHus BbICTABAANCA Ha
OCHOBE KIMHMKO-FeHeanorm4eckoro wuc-
crnefoBaHus, anekTpoHerpomMuorpadu-
yeckoro obcrnenoBaHus, GUOXMMMYECKO-
ro aHanusa ypoBHS akTMBHOCTM KOK B
nnasme KpoBW, ©OMOMNCUN MOPaKEHHbIX



. AKYTCKNA MEOVLIMHCKAN YKYPHAT

MbILLL U NOATBEpXAancsa pesynsratamu
MOMEKYNSIPHO-rEHETUYECKOro aHanmaa.

Pesynbratbl 1 obcyxaeHue. B pe-
3ynbTate MNpOBEAEHHOr0 WCCreaoBaHus
Hamu BbisiBNeH 51 naumeHT B 32 cemMbsix
¢ AP Tunom HacregoBaHusi, NPOXMBato-
wmn B 13 paroHax u 3 ropogax Pecny6-
nukn [larectaH, COOTHOLUEHWE MY>XYMH 1
XeHwwuH 1:1. PacnpoctpaHeHHocTb [1K
MMM B pasnuyHbix parioHax Pecnybnu-
kn OarectaH konebnetcs ot 0,4 oo 38,7
Ha 100 Tbic. HaceneHnsi. Ha ocHoBaHMK
KNUHUKO-TeHeanornyeckux, nabopatop-
HO-MHCTPYMEHTAsbHbIX OaHHbIX  Oblnn
chOpMMPOBaHbI TPU rPynnbl NaLUEHTOB:
1-MNKMNMA 2A, 2-TNKMNMO 2B un 3-T1K
MM guctanbHbi TN Muyown.

B Hawem nccnegosaHun AP nartono-
rmsi Hambonee pacnpocTpaHeHa y Xute-
neln ropHbIX panoHOB, MO CPaBHEHUIO C
NpearopHbIMN U paBHUHHLIMY paioHaMW.
OTAroweHHOCTb KOppPENupyeT C ypOBHEM
WUHOPUAVHIa: Yem BblllEe YPOBEHb MHOPU-
OWHra, TeM BbllLe OTArOLLEHHOCTb [4].

[MpoBeaeHHble  KIMHUKO-TeHeanorun-
Yeckme uccnegoBaHusi NO3BONMY Bblge-
nuTb 2A, 2B n guctanbHbid TMn MuoLun.

2A tvn MK MNMA 6bin BeiSiBNEeH y 33
naumeHToB B 19 cembsix, YTO COCTaBUIO
64% ot Bcex 6onbHbIx MK MMO. Coot-
HOLLEHNE MY>XYUH W XKEHLLMH COCTaBWUMO
1:1. PacnpocTtpareHHocTb 1,09 Ha 100
TbIC. Yen. Hacenenusi. BospacTt gebtota
Bapbupyet oT 5 0o 24 net. HambonbLuee
KONMMYEeCTBO MaLMeHTOB C BO3pacToM fe-
6toTa 3aboneBaHNs OTMEYEHO B NEPBOM
OecaTuneTumn xu3Hu. B ropogax BbisiBne-
HO 8 nauneHToB. CneayeT OTMETUTb, YTO
CEMbW ITUX MALMEHTOB SIBMSIOTCA nepe-
cerneHuamMy 13 BbICOKOrOPHbIX PafioHOB.
BHyTpucemenHbIn aHanu3 nauneHToB ns
O[HOW CeMbM BbISABUIT PEHOTUNUYECKUI
nonMMopdnamM, KOTOpbIA  Bblpaarncs
BO BpPEMEHW MOSIBNEHUS NepBbIX KIMHK-
YeckMx cumnTomoB GonesHw, AnHamuke
N BbIPXEHHOCTM [BUraternbHbIX pac-
CTPONCTB. Bnm3kopoacTBEHHbIM Opak B
OTArOLEHHbIX CeMbsX cocTaBun 63%.
Mouck myTtaumn B ak3oHax 4,5,10,11,

12,20,21, 22 reHa kanbnanHa (Hanbonee
yacToro cpeau 3anagHoOeBpPONencKon
nonynsauun) [2], npoBedeHHbn y 15%
nauMeHToB, He Aan NONOXUTENbHOrO pe-
3ynerara.

2B Tvn B Haluem nccnegoBaHuMM Co-
ctaBun 20% ot Bcex AP BapuanToB K
MMA 8 PO v BbisieneH y 10 nauMeHToB B
6 cCeMbsX, COOTHOLUEHMNE MY>XYMH U XKEH-
wuH 3:2. BospacT aebtota 3aboneBaHus
oT 15 go 21 roga. PacnpocTpaHeHHOCTb
B nonynsauuv PO 0,34 Ha 100 TbIC. yen.
XapakTepHblMu npusHakamu 3abonesa-
HUS 9BUNUCbL CrabocTb B MpOKCUMarb-
HbIX OTAEenax Hor 1 pyK C NpeumyLlecT-
BEHHbLIM MOpaXeHNeM nepenHux rpynmn
MbILLL, NCEeBAOrMNEPTPOUA UKPOHOXK-
HbIX MbIWL Y 5% NauMeHTOB, yMepeHHOoe
nosbieHne KOK.

[Oonsa gucrtanbHoro Ttuna Mwuowm ot
BCeX ayTocoMHbIXx ¢opm MK MM co-
ctaBuna 16%. BeisBneH y 8 60nbHbIX B
4 cemMbsiX, COOTHOLLEHNE MYXUYUH U XKEH-
wuH 1:2, Bo3dpact gebtota 11-21 rog. B
KIMHWYECKOW KapTMHE npeBanupoBanm
aTpocuss  3agHew rpynnbl MbllL AuUC-
TanbHbIX OTAENOB HOM U MbILWL, Npeanne-
Ybsl, PETPAKLMSA axXUNIIOBbLIX CYXOXUIUNA.
Y 11 naumneHTOB C KNNHNYECKUM BapuaH-
ToM 2B n guctanbHbid Tun Muowm npum
NpOBEAEHUN  MOMEKyNApHO-reHeTu4ec-
KOro MCCrNefoBaHMA BbIiBNEHa MyTauus
B reHe DYSF c 3ameHon p.Val67Asp.,
KapTMpOBaHHOIO B JIOKyCE XPOMOCOMbI
2p13.

B xope Hawero anugemuonoruvyec-
KOro MccreaoBaHus B garecTaHCKow Mo-
Nynauny BbISIBNEH TOPHbLIA W30MNST YuC-
NeHHocTblo HaceneHnust 2909 yen., roe
HakormneH reHetudeckun rpys MK MMV
2B v guctanbHbin TN Muown, 1 BbiSiB-
neHo 15 GonbHbIX B 8 cembsix. Pacnpo-
CTPaAHEHHOCTb B 3TOM WU305IATE COCTaBU-
na 5,1H4a 1 TbiC. yen.

3akntoyeHue. Bnepsble B P npo-
BEAEHO  KIUHUKO-reHeariorm4yeckoe u
MOJEKYTSIPHO-TEHETUYECKOE UCCnenoBa-
Hue nauuenTos c MK MMA. Mony4eHHble
[aHHble MO3BONSAT OCYLUECTBUTH aKTMB-

HYl0 AUCMaHCepu3aunto  OTSATOLLEHHbIX
cemeln M nnaHupoBaTb 06bEM MeamKo-
reHetTunyeckon koHcynstauun B PO. MNpo-
BeJEHHbIE MOIEKYNAPHO-reHeTNYeckne
uccrnenoBaHa B rpynne nauueHToB C
AvcdepnuHonatMamMmn Mo3BONAT paspa-
6oTaTb CKPUHMHIOBbIE UCCreaoBaHWs
XWUTENAM TOPHBbIX W30NHATOB, BbIABNAS
HacrnefCcTBEHHYO MaToNorMi0 Ha PaHHMX
AOKMUHNYECKNX CTagnax WU HOCUTENbC-
TBO, NPOBOAMTL NPeHaTanbHy AuarHoc-
TUKY.
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