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T.K. JaBbigoBa, ®.A. lNnatoHos, T.E. [NonoBa

ONbIT AUODEPEHLNATIBHOU OAUATHOC-
TUKWN CMUHATNBbHO-BYNIbBAPHOW AMUO-

TPO®UN KEHHEQU N CEMEMHOW ®OPMbI
BONE3HU OABUTATEINNIbHOINO HEBPOHA

B PECNYBJIMKE CAXA (AKYTUA)

B pesynsraTe KNMHUKO-3MMAEMUONOrNYECKNX U reHETUYECKUX nccnefoBaHnii GonesHen asurarensHoro HespoHa (bH) B AkyTun, no gaHHbIM
perucTpa Hesporornyeckoro otaeneHns PBE Ne2-LleHTpa akcTpeHHoW MeauumHckon nomolyu, 3a nepuog 1989-2013 rr. 6binun BbisiBNeHbl 1 ce-
MelHbI criyqan BIH n 3 nauneHToB co cnMHanbHo-6ynbbapHon ammotpodment Kennean. JudpdepeHumansHas guarHoctuka atux 3abonesaHuia
Obina BeCbMa CNOXHOW Ha KMMHUYECKOM aTarne MOoCTaHOBKW AMarHo3a, Tak Kak BO BCEX Cryyasix Obio BbISBIIEHO M30MMPOBaHHOE MopaeHue
nepudeprn4eckoro MOTOHEBPOHA, XapakTepHoe Ans obounx 3abonesaHuin.

KnioyeBble cnoBa: 6one3Hn ABUratenbHOro HeBpoHa, HOKOBOM amMMOTPOMHECKNIA CKNepOo3, MPOrpeccupyoLas MblllevHas atpodus, cnm-

HanbHo-6ynbGapHas amMmmoTpodust KeHHeaw.

As a result of clinical and epidemiological and genetic studies of the motor neuron disease (MND) in Yakutia, according to the register of the
neurological department of the Republican Hospital Ne2 for the period 1989-2013 years it was identified 1 family event MND and 3 patients with
Kennedy spinal-bulbar amyotrophy. The complexity of the differential diagnosis between these diseases has been very difficult on the clinical stage
of diagnosis, because in all cases isolated lesion of peripheral motonevron characteristic for both diseases was found.

Keywords: motor neuron disease (MND), amyotrophic lateral sclerosis (ALS), progressive muscular atrophy (PMA), spinal-bulbar amyotrophy

of Kennedy.

BBeneHue. CnvHanbHo-OynbbapHas
amuoTpodus KeHHeam — 9T0 OCHOBHOE
3aboneBaHne, C KOTOpbIM Heobxogumo
anddepeHumpoBats 6onesHu asura-
TenbHoro HeBpoHa (BAH). YunteiBas Bon-
pocbl 61MoaTuKM npu amarHoctuke BOH,

OABbIOOBA TatbsiHa KumoBHa — K.M.H., CT.
opavHaTtop Hespornorud. ota. PB Ne2-LIOMIT,
davtk@rambler.ru; INTATOHOB ®eaop Anek-
ceeBMWY — [.M.H., AnpekTop MIHCTUTYyTa 300po-
Bbs CB®Y um. M.K. Ammocosa, platonovfa@
rambler.ru; MOMOBA TatbsiHa EropoBHa
— K.M.H., AOLEHT MHCTUTyTa NocTamnnioMHoro
obpasoBaHus KpacHosipckoro roc. dpegepanb-
HOro yH-Ta um. npod. B.®. BonHo-AceHeuko-
ro M3 Po.

YCTaHOBMEHHbI  AMarHo3  CrnvHarnbHo-
BynbbapHon ammnoTpodummn onsg 60nbHOro
CTaHOBUTCHA OTHOCMTENbHO GraronpuaT-
HbIM, HEXXENnn yCTaHOBKa AMarHo3a 6oKo-
BOV ammoTpoduyeckuii ckrnepos (BAC).
CnuHanbHo-6ynbbapHas  amuoTpo-
dua KenHean, unu 6GonesHb KeHHeaum
(MIM 313200), — aTo penkoe Hevipoae-
reHepatMBHoe 3aboneBaHne c X-cuen-
NEHHbIM PELECCUBHBIM TWUMOM Hacrne-
OOBaHWs, MPOSABMSAOLEECH Y MYXYMH
B OTHOCUTENbHO MO3OHEM BO3pacTe,
006bI4HO nocrie 40 net. bonesHb BNepBbie
6bina onucaHa KeHHeam ¢ coaBTopamu B
1968 r. KnuHuyeckas kapTuHa 6onesHu
npeacTtaBneHa CUMNTOMaMy  nopaxe-
HUSt NepudepUYECKOro ABUraTernibHOro

HeBpOHa M MposBAseTcs cnabocTbio U
atpodmert MbllL, B NPOKCUMAnNbHBLIX Y
OVCTanbHbIX OTAenax KOHeYHoCTeW C
hacuMKynnapHbIMA NOAEPrMBaHUAMU 1
6ynbbapHbIMK  HapyLweHusamu. NoMumo
MepPeYNCrneHHbIX CUMMNTOMOB, AN AaH-
Horo 3aboneBaHus XapakTepHbl 3HOOK-
PVHHbIE HapyLUeHWsl, Takne Kak rnHe-
komacTus, ecnnogue, TeCTUKYNSpHbIe
atpodmu. HecmoTps Ha no3gHee Havano
3abonesaHuns, 6onesHb XxapakTepumayertcs
MEANEHHO NPOrpeccupyoLLM TeYeHNeM
C BeCbMa BbICOKOW NPOAOIKUTENbHOC-
Tbto XM3HKM [12]. YacTtoTa 3aboneBaHusi
coctasnsiet 1 cny4dar Ha 40 000 My>4uH
[13]. BornesHb KeHHegu obycrnoeneHa
noBpeXAeHnemMm aHApOreHHoro peuen-
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Topa (AR), pacrnonoxeHHOro B roKyce
Xp11.2-12 [6]. MyTauus 3akniodaeTtcs B
akcnaHcun TaHgemHblx CAG-noBTOpOB
B 1-M 9k3oHe reHa AR. B Hopme uuncno
konun CAG coctasnsieT 10-36, Toraa kak
OonbHble amuoTpodumer KeHHean nmetot
YBENUYEHHOE YUCIO TaHOEMHbIX MOBTO-
poB — oT 38 go 72. [11]. YunTtbiBasi aediot
6onesHn KeHHeam B no3gHeM Bo3pacTe U
n3bupaTensHoe nopaxeHue nepudepu-
YEeCKOro ABUraTenibHoro HeBpoHa, laHHoe
3aboneBaHne BeCbMa CIIOXHO CBOEBpe-
MEHHO [MarHoCTMpoBaThb, OCHOBbLIBAsChb
TONBbKO Ha KIMMHUYECKMX CUMMMTOMAXx, Tak
Kak npoBedeHVe MOMEKYNSIPHOW AnarHoc-
TUKM 3aboneBaHuss BO3MOXHO B Meau-
LMHCKMX yYpeXaeHusiX, MMetoLwmnx Morne-
KynsipHO-reHeTn4eckyto nabopartoputio.
Mpn anddepeHuransHOM AnarHo-
3e ChnuHanbHO-OynbbapHok amuoTpo-
dnm KenHean n BAC HyxHO yuuTbiBaThb
B KINUHWYECKOW KapTuHe 3aboneBaHui
HanMyve wunu OTCYTCTBME CHMMMNTOMOB
NMOPaXeHWsi LeHTPanbHOro MOTOHEBpPO-
Ha, nopaxeHue nepudeprnyeckoro Mo-
TOHEWpPOHa, OTCYTCTBME 3aBMCMMOCTU
3aboneBaHns OT nona nauueHTa, xapak-
TepHo pana BAC, nporpeaneHTHOCTb
TeyeHuss 6onesnu (6eictpoe npu BAC n
mMeaneHHoe npu 6onesHn KewHeawm), a
Takke pedko BCTPevaloLyrocs Hacneac-
TBEHHYIO oTsroLeHHocTb npu BAC. B oT-
nnyne ot BAC Hanuune B KNMHMYECKOM
KapTMHe CUMMMNTOMOB K3bupaTenbHOro
nopaxeHust TOMNbKO nepudepuyecKkoro
MOTOHEMNPOHa, MY>XCKOro nona u 3HOOK-
PVHHBIX HapyLUEHWUA, Takux Kak Gecnno-
ave, TMHEeKOMacTusi, TECTUKYNspHble
aTpocun, NO3BOMNSAT 3anofo3puUTb Cru-
HanbHO-0ynbOapHyto ammnotpocuto Ken-
Heau, Aaxe npu OTCYTCTBUM CEMEWHOrO
aHaMHesa, XOTs 0COOeHHble TpyAHOCTH
MO>XHO BCTPETUTb B Crny4vae, ecnuvy 6onb-
HOrO MMEETCH «JI0XKHOOTPULLATENBHBIN»
CeMeliHbIi aHaMHe3 unn korga y 0onb-
HOrO HET CBA3M C POACTBEHHUKaMU B
obownx cnyvasx. B noctaHoBke gnarHosa
bonesHn KeHHeon MOXET Takke NOMOYb
OTHOCUTENbHO MELIEHHOE NPOrpeccmpo-
BaHue 3abonesaHus B otnuume ot BAC.
K ©onesHsim ABUratenibHOro HeBpOHa
OTHOCATCA TSKenble HempoaereHepaTuBs-
Hble 3aboneBaHVsl C HEU3BECTHOW 3TMO-
noruen N HeEyTOYHEHHbIM MaToreHe3om,
0N KOTOPbIX XapakTepHbl u3bupatenb-
HOe NopaxkeHue LeHTparbHbIX 1 nepude-
pPUYECKNX MOTOHENPOHOB U NMPOrpeccupy-
loLLee Te4eHne, HEU3MEHHO NpUBoAsLLEE
K netanbHomy ucxogy. CormacHo Mex-
AyHapofHou knaccudukaunm 6onesHen
— X nepecmotpa (MKB-X, 2003) rpynny
BH npenctaensioT: cemenHasa 6onesHb
OBuUraTensHoro HeepoHa, H6okoBol amu-
OTPOOUYECKMIA  CKIEepo3, MNEepPBUYHbLIN
6okoson cknepos (MBC), nporpeccupy-

owmnn 6ynebapHein napanuy (MBM) n
nporpeccupyoLLas MbllieyHasa atpodus
(MMA). B ocHoBe aTon knaccudukaumum
NEeXUT NpeAcTaBneHne O eaunHCTBe na-
TOoreHesa nopaxeHus 6ynbbapHbIx, cnv-
HanbHbIX LLeHTpanbHbIX 1 nepudepuyec-
KMX MOTOHenpoHoB, a MNBC, MBI n NMMA
paccmaTpuBaloTCs Kak W30fMpoBaHHOE
NnopaxxeHne LeHTparnbHOro unu nepude-
puyeckoro MoTOHerpoHa. CambiM pac-
NPOCTPaHEHHbIM U3 3TOW rpynnbl B MUpe
ABnseTcd OOKOBOM aMuoTporyeckmn
CKnepos, [ons KOTOpOoro CocTaBnser
80% oT BCcex apyrux 3abonesanui, NMMA
— 9%, MNBIM -8, a NBC — 2% [5].

B knuHn4eckom npakTuke n3-3a otcyTc-
TBUSA crneuunduryeckoro Tecta  MHOXeCT-
Ba 3aborneBaHui, KOTOpblE COMPOBOX-
patotca cuHgpomom BAC, amarHocTuka
BAH ansa Bpayen HEBPOMOroB siBNAETCS
BeCbMa CrioXxHou 3agadvent. [uarHos BAC
B HacToslLLee Bpemsl SIBMSIETCS B OCHOB-
HOM KIMHWYECKUM, TaK KaK OTCYTCTBY-
eT cneuuduryecknin mMapkep, a AaHHble
nabopaTopHOro U WMHCTPYMEHTAaNbHOro
o6crnenoBaHns NLb AOMOSNHAKT KIMMHU-
Yyeckue cnocobbl OLEHKM OBUraTenbHbIX
HapyLUEHWI, YTO HepeaKo co3aaeT CroX-
HOCTU NpW MOCTaAHOBKE AuarHosa, Oco-
6eHHO Ha paHHUX 3Tanax 3aboneBaHus.
B nonb3y BAC yxe Ha paHHMX aTanax
naTonornyeckoro npowecca MoryT CBu-
[EeTenbCcTBOBaTb HapylleHus yHKUUK
BHELUHEro AblXaHusl, On3apTpus U Auc-
darus, kotopble He MOryT ObITb 0ObSAC-
HEHbl APYTMMU NPUYUHAMMU.

5-10% Bcex 6onbHbix BAC cocrtas-
nawT cemerHble cnydaum [7, 9. O mo-
HOreHHOM HacrnefoBaHuM 3aboneBaHusi
cpeav POACTBEHHMKOB CBMOETENbCTBYET
CeMelHbIi  MOMNOXWUTENbHbIA  aHaMHe3.
CewmenHbivi criyqart BAC moxet nepena-
BaTbCsl KaK MO ayTOCOMHO-AOMUHAHTHO-
MY, MO @ayTOCOMHO-PELIECCUBHOMY, TaK U
no X-cuensieHHoOMy TUMy HacrnegoBaHus.
X-cuenneHHbl AoMUHaHTHBLIM BAH 6bin
obHapyXeH B ofgHoW Oornbluon amepu-
KaHCkoM popocnoBHou [15]. PasnuyHble
TUNbl HacnegosaHua BH roBopsT o ero
reHeTnyeckomn reteporeHHocTu. K HacTo-
SlLleMy BpeMeHU NaeHTUULMPOBaHO He
MeHee 12 XPOMOCOMHBIX TOKYyCOB, acco-
LMMPOBAHHbIX C pa3BUTUEM ayTOCOMHO-
[OMVIHAHTHBIX, 8y TOCOMHO-PELECCUBHBIX
nmbo X-cuenneHHbIx popm BAC, a Takke
HekoTopbix BAC-Nogo6HbIX CMHOPOMOB.
[ns nonoBuHbI 13 3TMX (HOPM yCTaHOB-
NeHbl reHbl U ux 6enkosble NpoaykThl [3].
CewmeiiHble cnydyan BAC B cOOTBETCTBUM
C OCOBEHHOCTSIMU KITMHUYECKOW KapTu-
Hbl U TeyeHWst BonesHu NPUHATO noa-
pasgensatb Ha [OBE CaMOCTOSATENbHblE
nogrpynnel: 1) «knaccudeckmin» BAC ¢
No3gHMM HayanoM, HacrnegyeTcsa no ay-
TOCOMHO-AOMWHAHTHOMY TUMY U CBA3aH

¢ 9 camoCToATENbHBLIMY XPOMOCOMHbLIMU
nokycamu; 2) «toBeHunbHbIn» BAC ¢ ma-
HUdecTaumen CUMNTOMOB B FOHOLLIECKOM
Bo3pacTe. [ins toBeHunbHoro BAC xapak-
TepHbl Havano 6one3Hn Yalle BCero Ha
2-M OEeCSATUNETUM XU3HW, BapnabenbHoe
COOTHOLLUEHME BbIPAXEHHOCTU Mopaxe-
HWUSI LLeHTpanbHOro 1 nepudepu4ecKkoro
MOTOHENPOHOB, a Takke BecbMa Mef-
NIeHHOe MporpeccupoBaHne, B HEKOTO-
pbIX Cryyasix faxe He BrudLLee Ha ec-
TECTBEHHYIO MPOJOIMKUTENBHOCTD XKU3HU
[14]. FOBeHWnbHbI BAC MOXeT Hacneao-
BaTbCH MO AyTOCOMHO-OOMUHAHTHOMY U
ayTOCOMHO-PELECCUBHOMY TUMaM.

KnvHunyeckne nposiBneHns n Mopgo-
NornyeckMe M3MeHeHus1 npu crnopagu-
YeCKUX N ceMelHbIX popmMax B OCHOB-
HOM MMEIT CXOOHYH KapTUHY, O4HAKO B
Lernom ans ceMenHbix popm 3abonesa-
HUS B KIIMHWYECKOW KapTUHE XapaKTepeH
Heckornbko Gornee paHHWiA OebrT cumn-
Tomos [1].

MpubnuantensHo y 20% 60nbHbIX
c ceMeliHbiMn copmamn BAC 3abone-
BaHMe OOyCrnoBreHO MyTauusMu reHa,
pacnonoXeHHOro Ha xpomocome 21q 21
N KOOMPYHOLLETO LMUTO30SbHbIN (DEPMEHT
Cu/Zn cynepokcugamcmyTady (SOD1)
[2]. JaHHbIM NOKyC M COOTBETCTBYOLLAN
emy popma BAC nonyunnm o60o3HadeHne
ALS1. Mo mHeHuto P.M. Andersen [1], ru-
nognarHoctuka cemenHoro BAC moxet
WCKYCCTBEHHO 3aHUXKaTbCs M3-3a HU3KOW
neHetpaHTHocTu reHa COM1 no npuymHe
HeJoCTaToO4HO COBpaHHOrO CemMenHoro
aHaMHe3a UNN «NOXHOOTPULATENBHOTO»
CEeMeNHOro aHamHesa B Ccrnyvae yTepu
KOHTaKTOB MeXAy pa3HbIMW BETBAMU Of-
HOW CEMbW, HEXernaHWs YIIEHOB CEeMbW
npu3HaBaTb HaCneACTBEHHbIN XapakTep
3aboneBaHus, cMepTu npencTaBuTenen
CeMbM, SIBMSBLUMXCS HOCUTENSAMU reHa
BAC, rmnoguarHoctukm BAC B Gonee
paHHeM Bo3pacTe, B 6onee paHHUX MOKO-
NEHUsIX, HAaNN4YUsi HE3aKOHHOPOXAEHHbIX
[ETEN B CEMbSX.

OTmedeHa BapuabenbHOCTb HOpM
3aboneBaHus BHYTpuM cemen. KpaiiHe
peaKko y NauMeHTOB BHYTPY OOHOW CEMbMU
onucbIBaloT OdHY U Ty xe copmy BAC.
Bo3MoxHO pasBuTHE nporpeccupyoLLei
MbILLEYHOW  aTtpodun,  Kraccu4eckoro
BAC, nporpeccupytowiero 6ynsbapHoro
napanvya u gaxe nepBuyHoro 6okoBOro
CKneposa B pamkax ogHon cembu [10].
CornacHo [aHHbIM HEKOTOpbIX MCcche-
OOBaHWUi, BHyTpUceMenHas Bapuabernb-
HocTb BAC paxe MpeBOCXOAUT Mexce-
MeiHyto [8].

Cnepytowum 3abonesaHnem U3 rpyn-
nbl BOH, ¢ kOTOpbIM NpuxoauTCs BCTpe-
YaTbCA B MPaKTUYECKOW AeATEeNnbHOCTU
Bpaya, SBnseTcs NporpeccmpyoLlas Mbi-
we4yHasa atpodumsi. BnepBble cemeiHbIn



cnyvan NMA onucan B 1850 r. F.Aran,
OaBLUMIA Ha3BaHMEe 3TOMY 3ab0neBaHmIo.
B onuncaHHOM cny4ae naumeHT, ero poa-
Has cecTpa v ABa AsAu MO NUHUKM MaTe-
pu ymeprnuv ot 3aboneBaHusi, KOTOPoe xa-
pakTepusoBanocb arpoduen, nape3om
MbILLIL, BEPXHUX U HXXKHUX KOHEYHOCTEN.
MpnbnunanTenbHo B 3TO e Bpems A.
Duchenne onucan nogo6HbIN CUHAPOM,
KOTOpbIV COMpOBOXAAsCs nporpeccupy-
lowen MbllleyHor cnabocTbto. Mo3gHee
J.M.Charcot Hassan NMTMA nmeHamu o60o-
nX uccneposartenen — 6onesHbto [oLle-
Ha-ApaHa [11]. B 1880 r. W.Oster onucan
NPOrpeCcCUpyIoLLYI0  MbILLEYHY aTpo-
o y 13 naumMeHToB B ABYX MOKONEHUSAX
ogHon cembu [1]. OTCyTCTBME B KNUHK-
yeckon kapTuHe NMMA 3HOOKPUHHBIX Ha-
pyLleHuin, BbICTpoe nporpeccupoBaHue
3aboneBaHus, OTCYTCTBME HACneaCTBEH-
HOro pakTopa NO3BONAOT NPEANONOKNTL
Bo3MoxHyto NMMA. Ho pelwatowas ponb
npuHagnexut npamon OHK-gnarHoctu-
Ke, KoTopasi B criydyae CnuHanbHO-Oynb-
6apHov amunoTpodmmn KeHHeou obHapy-
XMBAET yBENUYEHUE TPUHYKNEOTUAHbIX
CAG — noBTOpOB B reHe aHOpPOreHHoro
peuentopa AR.

MaTtepuanbl n metoabl uccnepo-
BaHuA. C 2006 r. Bce 6onbHble ¢ BAH
BHOCSITCA B PErnmcTp HEeBPOSIOrMyecKoro
otaenennss Pb Ne2-LIOMI1 ¢ aHkeTupo-
BaHMEM W 3aroSfIHEHWEM HeNpOreHeTn-
YeCKOoW KapTbl C nocreayoLlert Moneky-
NSPHO-TreHETUYECKOW ONArHOCTMKON Ans
MCKItoyeHust 6onesHn KenHegu. Mone-
KyNnsipHO-TeHETUYECKOEe  UCCreaoBaHue
NPOBOANTCS B MONEKYNAPHO-TEHeTUYEC-
Ko nabopartopun Meanko-reHeTu4ecKkomn
koHcynetauum (MIK) PB Ne1-Hauwmo-
HanNbHOrO LeHTpa MeauunHel. 3a nepuog
1989-2013 . B pernctp BHeceHo 130
6onbHbIX ¢ BOH.

Pesynbratbl U o6cyxpeHue. B pe-
3ynbrate KIMHUKO-3MMAEMUOSIOrMYEeCKO-
ro UccrnefoBaHusi, No AaHHbIM perncTpa
HeBponornyeckoro otaenerHns PB Ne2,
BbigsBneHo 113, nnn 86,9% nauyueHToB
¢ BAC, 13 nauuenToB ¢ MNMMA (10%), 5
¢ MNBC (3,8), 2 nauyuenTa c MBI (1,5%).
BbisiBneH 1 cemeriHbii cnyyart BAH un 3
cnyvas cnvHanbHo-6ynbbapHon amu-
otpocpun Kenneam. Mo aanHeim MK PB
Ne1-HLUM, nog HabniogeHuem y Hewpo-
reHeTnka COCTOAT TPpU HEPOACTBEHHbIE
AKYTCKME CEMbW, B KOTOPbIX BbISIBNIEHO 7
6onbHbIX ¢ 6onesHbto KenHeam [4].

[Mpn 3anonHeHnn HeENMpoOreHeTN4eCcKom
KapTbl B UCCreayeMOM Hamu criyyae ce-
menHoro BH y Tpoux n3 wectn peten
(npobaHan n OBe ero crapLiMe CecTpbl)
ObIn yCTAHOBMNEH AyTOCOMHO-OOMUWHAH-
THbIA TUMN HacnegoBaHWsi oT 6GonbHoro
oTua. Bcem nauneHTam B HeBponormyec-
kom otaeneHun PB Ne2 knunHuyecku Gbin

ycTtaHoBneH avarHo3 B[H, kpome oTua,
KOTOpbIV ymMep B Bo3pacTe 52 neT un kK mo-
MeHTy obpalleHus CbiHa B MEANLIMHCKOE
yypexaeHue ero He Obino B XuBbIx. A3
paccka3oB poAHbIX, OH B TeveHue 2 net
ObIN NPUKOBAH K NOCTENK, TaK Kak He Mor
XOAMTb u3-3a cnabocTty B Horax, nroxo
rnotan, cTpagan OOuNbHbIM CrHOHOTE-
YeHneM, peyb Oblna HEBHSTHON, B KOHLE
XW3HWM OH yTpaTun pedb. B momnogoctu
nepeHec Tybepkynes nerkmx. O gpyrux
pPOOCTBEHHMKaX CO CTOPOHbI OTLa U Ma-
Tepu cBedeHusi OTCYTCTBYKT. B cembe
cynTanu, YTo oTel, yMmep OT paka nerkux,
TakK kak nepeq CMepTbHO Y Hero Gbina Bbl-
pakeHHas oAbllika: cnan B nonycuas-
4YeM MOSIOXKEHNM, HE MOI OTXapKuMBaTb U
CnreBbIBaTb MOKPOTY.

B KknunHMyeckon KapTUHE CeMenHoro
BH y Bcex 6onbHbix obpaluaeTt Ha cebsi
BHMMaHWE W30MMPOBaHHOE MOpaXeHne
nepngepmnyeckoro MOTOHEBPOHA, KOTO-
poe NposiBrAnNochL apednekcnen, atoHu-
en n bynbbapHbiMM HapylleHusmu 6e3
YyBCTBUTENbHbIX 1 TA30BbIX PACCTPONCTB,
a TaKkke paHHWIA OeboT 3aboneBaHust C
MeANEeHHbIM nporpeccupoBaHnem 3abo-
neBaHusi. B onucbiBaeMoM KNMHUYECKOM
cnyyae y npobaHaa nepBble CUMMTOMbI
3aborneBaHnsa NosiBUNMCL B Bo3pacTte 32
NeT, Korga OH 3aMeTur noxyaaHue pyk,
OpoXaHue B HUX, NoAeprnBaHue MbiLLL,
TynoBuwa. bynbbapHble HapylieHus
npucoeaMHunuch Tonbko Yepes 10 net. B
obLLen CrnoXHOCTN ANUTENbHOCTL 3abo-
neeaHusi coctasuna 14 net. Y crapwen
n3 AByx cectep pebiT 3abonesaHus
nposiBunca B 40 neTt, korga oHa ctana
»anoeatbCs Ha cnabocTb B Horax: UC-
nbiTbiBana 3aTpygHeHust npu nogbeme
Ha nectHuuy 1 B aBTobyc. NMocTeneHHo
npucoeavHunacb cnaboctb B pykax,
NosIBUIUCb atpodun pyk, Hor, dacumky-
nspHble nogeprveaHns n OynbbapHble
HapyLLeHus. B TeyeHne nocnegHux 2 net
XM3HM OHa Obina npuKoBaHa K NocTenwu,
He MOorfia CaMOCTOATENbHO NepeaBuraTb-
cq, nepeBopavMBaTbCad B MNOCTENU, He
Morrna ecTb 13-3a HapyLUEeHUs rMoTaHus.
Ymepna B Bo3pacte 48 nert. [lpogon-
XUTENbHOCTb 3aborneBaHus cocTaBuna
8 net. Mnagwasa u3 cectep, 1950 r.p.,
NMOCTOSIHHO MPOXMBAET B OOHOW U3 pec-

-
-
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ny6nuk CHIC 1 nepuognyeckmn npuesxaer
K poactBeHHukam B Akytuto. OHa 3abo-
nena B Bospacte 50 net. 3abonesaHune
Ha4arnocb TaK Xe, KaK y CTapLuew cecTpbl,
co cnaboctn B Horax, ctana mMenneHHO
nepeaBuratbCsi, C TPyAOM MOAHUMATbLCS
no necTHuUe, He Morna yaepXuBaTb B
pyKax NOXKy, Yallky v apyrve npegmeTs.
MosiBunuce atpocum pyk n Hor, cMasaH-
HOCTb peun. B HacTosiee Bpemsi Knu-
HMYyeckas kapTuHa 3aborneBaHus y 3Tou
NauMeHTKMN MposABNSAETCA BAMbIM rny0o-
KAM MpOKCMMAasbHbIM — TEeTpanape3oM,
AvcTanbHou TeTpannernen n ymepeHHbl-
MU BynbBapHbIMU HapyLleHnsmMu, 6es Ta-
30BbIX M YYBCTBUTEMbHbLIX PACCTPONCTB.
[MepenBuraeTcsa Ha KONSACKE C COMPOBOX-
pawwmmMun. inutensHocTb ee 3abonesa-
HUS1 COCTaBMSIET Ha CErofHSAWHUA AeHb
14 net. Bce uneHbl onuckiBaemon cembu
npuHagnexar K SKYTCKOW STHUYeCKoW
rpynne v SABASIIOTCA YpOXXeHLaMu XaHra-
Nacckoro panoHa, KOTOPbI OTHOCUTCS K
LleHTpanbHon 30He AkyTun.

Ha puc. 1 BuaHO, 4YTO 3aboneBaHve
nepegaeTtca no ayTOCOMHO-AOMMHAHT-
HOMY TUMy HacnegoBaHWsi OT GOMbHOro
oTua. M3 wecTtum B3pocnbix AeTen 60MnbHbI
Tpoe: ABe CeCTpbl U MaALUniA CbiH. Tpoe
cTaplumx AeTen ymepnu B AETCKOM BO3-
pacTte — OT HeCKonbkux mecsaues 0o 1,5
net. XapaKkTepHbIMX A1 3TOr0 CEMENHO-
ro criyyasi sBNsTCA OTHOCUMTENbHO paH-
HUA [ebloT 3aboneBaHusi, OTCYTCTBUE
CMMMNTOMOB MOPaXEHUs LieHTpanbHOro
MOTOHEBPOHA U OTHOCUTENbHO ANUTENb-
Hoe TeveHve 3aboneBaHuns C MeasieHHbIM
NpOrpeccMpoBaHNEM, YTO He XapakTep-
Ho ansa BAC. 3Ty cuMnToMbl NO3BONAOT
npeanonoXuTb Yy BOMNbHBIX YNIEHOB 3TOM
ceMbu peako BCTpevarolleecss 3abone-
BaHWe u3 rpynnel BH — nporpeccupyto-
Wy Mbiweyvnyto atpodmio (MMA), nnm
6onesHb [oweHa-ApaHa.

B Hawewn npaktuke B AkyTvm Bnep-
Bble KIMMHWUYECKUIA OUAarHo3 CrvHanbHo-
OynbbapHon amuotpocmm KenHean Obin
yctaHoBneH B 2004 r. y MyX4/Hbl, KOTO-
pbii Habntoganca ¢ guarHo3om BAC B
TeyeHue 2 NeT B HEBPOITOTMYECKOM OTAe-
neHnn PB Ne2-LIBMIT (puc.2). OnarHos
CcruHanbHo-0ynbbapHoO  amMmoTpodum

=

Puc.1. PogocnosHas 6onbHoro ®. 1961 r.p. ¢ cemeriHbivm BAH



. AKYTCKNA MEOVLIMHCKAN YKYPHAT

Puc.2. BonbHow B. 72 net ¢ nporpeccupyto-
LLel MbILLEeYHON aTpodmei

KeHHeaou Obin ycTaHOBMEH nocre BHen-
PEHUSI B KITMHWUYECKYIO NPAKTUKY MOSIeKy-
NsipHO-reHeTnyeckon guarHoctukm B Pb
Ne1-HLM.

Bcero cpean 60bHbIX, HanpaBneHHbIX
13 pasHbIX paoHOB pecnybnmKky B HEBPO-
nornyeckoe otaenexHne PENe2 — LIGMIM ¢
nogo3pexHmem Ha BH, ¢ 2004 r. no gaH-
HbIM perncTpa BbISIBMIEHO 3 criyyas cnu-
HanbHO-OynbbapHol amunoTpodumn Ker-
Hean. Bcem GonbHbIM Obina npoBefeHa
npsvas OHK-gnarHocTvka, B pedynsraTte
KOTOpOW BbISIBIIEHA 3KCNAHCUSA TPUHYK-
neotnaHblix TaHaemHblx CAG-noBTOpOB
reHa AR. [ebtoT 3aboneBaHust Habnto-
pancsa B 44-56 net, ¢ pa3suTusa obLuen
MbILLEYHOW YTOMSAEMOCTU NPY 0BbIYHbIX
dusmyecknx Harpyskax. Cnycta 5-6 net
NPUCOEONHANNCE Mape3  MUMUYECKOWN
MyCKynaTypbl ¢ hacLMKynaunusiMm MbiLLL
nvua n 6ynsbapHble HapylweHus B Buae
nonepxmBaHnsl, au3apTpuu, atpodum u
ubpunnaumin a3bika, BAnNbIA TeTpana-
pe3 ¢ Hu3kumun pecpriekcamu. M3 aHOok-
PVHHBIX HapylleHW y OBOUX OO0nbHbIX
HabntogatTca rmHekomacTus, Gecnno-
ave, y ogHoro 6onbHOro — paHHee yraca-
HWe PenpoayKTUBHON PyHKUNN .

Ha puc. 3 doTo 6onbHoro ¢ X-cuen-
neHHon 6ynbbo-cnMHanebHOM amuoTpo-
duen. BuaHel runotpopun mbiwwil, nne-
4YeBOro nosica, NPU3HaKkM ’MHEKOMaCTUK 1
S13bIK C NpU3HaKammn aTpodmu.

Ha pwuc. 4 npegcrtaBneHa npsimas
[OHK-gnarHoctuka cnuHanbHo-6ynboap-
Hon amunoTpodun KeHHean. SnekTpodo-
perpamMmma Ha 8%-HOM nonvakpunamma-
HOM rene: gopoxka 6 — mapkep puc 19/
Mspl, nopoxku 3,4 — 6onbHble cnHanb-
HO-OynbbapHol amuoTpodunen KeHHean,

Puc.3. bonbHon ¢ 6ynbbo-cnnHanbHo ammoTpodurert KeHHeam

1 2

4 5 6

—
—

Puc.4. OnekTtpodoperpamma 6onbHoro ¢ 6onesHbto KeHHeaw. Mpsimas OHK-guarHocTuka cnu-
HanbHo-6ynbbapHo ammoTpodun KeHHean. Snektpodoperpamma Ha 8%-HoM nonvakpunamua-
HOM rene: gopoxka 6 — mapkep puc 19/ Mspl, nopoxku 3,4 — 6onbHble cnMHanbHo-byne6apHow
amuoTpocmen KeHHeawn, [opoxka 2 — reTepo3nroTHasi HocUTeNbHULA MyTaumm (POACTBEHHNLA),
nopoxku 1, 5 — 3goposble. [INMHHOM CTpernkon ykasaH MyTaHTHbIA annenb (akcnaHcus CAG
— NOBTOPOB reHa aHAPOreHHOro peLienTopa), KOPOTKON — HOpMarnbHbIN annens

[OpOXKa 2 — reTepo3nroTHas HoOCUTENb-
HMUa MyTauumu (POACTBEHHMLA), LOPOX-
ka 1, 5 — 3gopoBble. NnHHON CTpernkown
yKa3aH MyTaHTHbI annenb (3KcnaHcus
CAG — NOBTOPOB reHa aHOpPOreHHoro
peLenTopa), KOPOTKON CTPENKOW — Hop-
ManbHbIA annens.

3aknoyeHue. Takum obpasom,
amarHoctuka cemerHblx ¢opm BOH wu
cnuHanbHo-6ynbbapHon  ammoTpodun
KeHHean npencraBnsieTcs BakHOW Mpo-
Onemown, Tak Kak OTCyTCTBME creuundu-
YeCKOro KMMHWYECKOro Mapkepa npwu
BOH v Hanuune monekynspHO-reHeTu-
Yyeckoi nabopaTtopumn TONbKO B KPYMHbIX
MeauUMHCKMX ueHTpax n HWW cosgatot
3aTpyAHeHNsi B MOCTaHOBKE KIMHMYeC-
KOro AavarHosa W MnpoBeAeHWM MOSEKy-
NSPHO-TEHETUYECKOr0  UCCIEeAOBaHus.
M3yyeHne MoneKkynsipHO-reHeTUYECKUX
OCHOB CeMelHbIX cnyyaes BH aBnset-
Csl MepCrneKTUBHbIM HarnpaBrieHneMm Arisi
NMOHUMaHUS MEXaHN3MOB pa3BuUTUS 3abo-

neBaHNA n Tpe6yeT OanbHENLWNX reHoTu-
NMUYECKNX UCCregoBaHUn ang n3y4vyeHuns
HacneacTBeHHOM npeapacnosioXXeHHoc-
TW K pa3BUTUIO 3aboneBaHus.
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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-
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MAIOMEOOBA Paucar MaromegoBHa — CT.
nabopaHT [JarectaHckol roc. Med. akagemum
M3 P®, raisatdgma@mail.ru; MYTOBWUH leH-
Hagun PomaHoBuY — 4.M.H., npod. Poccuiic-
KOro Hall. uccrnegoBaTenbCKoro Mef. yHUBep-
cuteta um. H.W. Muporosa M3 PP, rsmu@
rsmu.ru; AXMEOOBA MNatumar MNyceliHoBHa
— accucteHT kadeapel ATMA M3 P®, apgg@
mail.ru; 3UHYEHKO Pena AGynbca3oBHa
- O0.M.H., npocp. PHAMY um. H.W. Muporoea
M3 P®, 3aB. nab. MeanKko-reHeTU4eCcKoro Ha-
yyHoro ueHTtpa PAMH, renazinchenko@mail.
ru; YMAXAHOBA 305 PawmagoBHa — K.M.H.,
poueHT, 3aB. kadeapon OTMA M3 P®, zoya-
umakhanova@yandex.ru.

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



