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VC — OTKI3IIITIK KbUILIaMIBIFEI
AJIFBICO3 KIHE AJIFBIC OLIAIpY

Keii0ip xyike-OyIIBIKET aypyiapbl OOMBIHIIA OKBITY >KarJasTTapbIHbIH
Oy Tontamackl MeHIH TOKHMO MaHbIHAA OpHATacKaH YJITTHIK HEBPOJOTHS JKOHE
ncuxuatpus optanbirbigga (NCNP) yir ait 001ybIMHBIH HOTHXKECT 00J11bl. byran
Mairymas KOpPBIHBIH 3€pTTEy JKYprizyre OepreH TpaHThIHBIH apKachIHIa
MYMKIHJIK TyAbl JKOHE OChl yiI ailbiM KazakcTanna OyJIIIBIKET aypyJiapsl
JIMArHOCTUKACBIHBIH OPTaIBIKTAHIBIPbUIFaH )KYUECIH KYPY KOJJApPbIH 3€pTTEyTe
OarbITTalFaH K00aHbI KY3€re achlpyFa apHaIbl.

NCNP Herizi 1986 xblabl KamanraH >koHe JKamOHUSHBIH aidThl YJITTBHIK
OpTaNBIFBIHBIH OlpiHe aliHaabl. OJ 63 canackiHaa Oiperei koHe OHbI '"OJeM/Ier1
KaIFbI3 TYA" en ataiibl. ByJl OpTanbIKTRIH HET13T1 TYKbIPbIM/IaMachl aypyXxaHa
MEH FBUIBIMU-3€PTTEY MHCTUTYTTAPHI apachblH/la 3€PTTEYJIEP MEH d31paemMeepai
Oipiecin kyprizy Oonbin TaObIanbl. byn 3epTreynep MeH d3iplieMenepliH
MaKCcaThl TICUXUKAJIBIK, HEBPOJOTHSIBIK, OVJIIIBIKET aypyJiapbl MEH Jamy
OY3BUIBICTAPBIH emzey Oouiblll TaObuianbl. bynan e3re, opTanbIK Kypri3iirexH
3epTTeyJepre HEri3IeNreH O3bIK MEIUIMHANBIK KOMEK KOpPCETYre >KOHE eIl
imiHae ne, A3usHbIH Oacka aiiMaKTapblHIa Ja *KOFaphbl camajibl MEIUIIUHAIBIK
KOMEK CTaH/IapTTAPbIHBIH TapaJlyblHa BIKIAJ €TYT€ YMTHLIAbI.

NCNP OWJIIIBIKET aypyJiapsl OolibIHIIIA YKAJBLYITTHIK
MaMaHAAHABIPBUIFAH OPTAJIBIK PETIHJE KYMBIC ICTEHAl >KOHE OYJIIIBIKET
OWomncusicblHa  apHaJfaH  MaTepuan  yiaruiepiHig  mamameH  80%-bl
JTUArHOCTUKAJIBIK MakcaTrapAa JKamoHMsIHBIH TYKIIP-TYKIIpiHEH OCBhIHJIA
x10epineni. JuarHo3z koto ymiiH NCNP opraneirsl OapnblK karnainapia
TUCTOXUMUSIIIBIK ~ KOHE HMMYHOTUCTOXUMUSUIBIK — 3€PTTEYJIEPIAIH  TOJBIK
KUBIHTBIFBIH KXYpPri3eal. Bys 1o maTonorusiiblK IMarHOCTUKAHbl KaMTaMachl3
eTyre MYMKIHIIK Oepeni. bynan esre, keneci OybIHIbI CEKBEHUUAJIAY
TEXHOJIOTUSACHl MalifalaHbUIaThIH TEHETHKANBIK Talilay KOJIJAaHbUIAAbl, OJ
JMATHOCTUKA YAEPICIH TOJBIKTHIPAAbl KOHE NAIUEHTTEPIH T'E€HETUKAIBIK
EpeKIIEeNIKTEP] Typaibl KOCIMIIIA aKMapaT adyFra MyMKIHAIK Oepenal. bymbiker
aypyJapblH KOCa, CHUPEK KE3JIeCeTIH aypyjiapAblH JUarHOCTUKACHIHBIH
OpPTaJIBIKTAHABIPBUIFAH KYHECl aHAFYPIIBIM THIM/II TOCUT OOJIBIN TaObLIA I, Oy
JaMbIFaH eNAepAiH KOMIIUINTiHAE OCBIHAANM OpTaJbIKTapAblH OOJybIMEH
pactanansl. NCNP aypyxanacel JKanoHusiiarbl XKyHKe-OYJIIIBIKET aypyJiapbl
Oap kemnTereH Haykactapra Kbi3meT erefi. NCNP kypambiHa KipeTiH KyHKe-
OVILIBIKET 3epTTeyliepl Kadeapackl, MyHAal aypyiapbl Oap MalUEHTTEre
MEIIUIIMHANBIK KOMEK KOepCEeTyAl YWBIMIACTBIPYAbl 3€pTTeyre apHajlfaH €H
AKChI OPBIH.

ToxipubeMeH xoHe O1TIMMEH 0OJICY/IH €H KaKChl TICLI — >KHMHAKTAJIFaH
nopirepiiik mnpaktukaHbl kKepcery. NCNP-me o3ipiieHreH Kyilke-OyJIibIKeT
aypyJapblHbIH KarJaillapblH KeIIeHal OaranaylblH JKyHenl Tociii  OCHI

5



KarJaailnap/IbIH TONTAaMachklH >Kacayfa Heri3 0oiael. On HaKThI JKaFJaiaapabiH
MBICAJIBIHAA THUICTI 3€PTTEYUIUIIK KOHE KIMHUKAJIBIK TOXKIPUOEHIH MBICAIBIH
KOpCETYyre koHe Tayjiayra OarbiTTasiFad. ToxipuOeieH albIHFaH JKaF lailiap bl
Oyn Ttagmayel Kazakcranma KyWKe-OVIIIIBIKET 3€pTTEYJEpiH >KOHE THICTI
KJIIMHUKAJIBIK MIPAKTUKAHbI €HT13y KEe31H/1€ MaHbI3/Ibl HYCKAYJIbIK 00Jia anajbl Aen
IIBIH KYPEKTEH YMITTeHeMiH. byaaH esre, Oy MmeauliHa MaMmaHAapbl YILIiH
KYHJIBI OKYy MaTepuaibl Oojia anajabl, OJapAblH OCHl cajajarbl OuUTIMI MEH
JaFAblIapbIH OabITA b

buoncusi  HoTHXKeNEpiHIH  WUIIOCTpalUsJIapblH  KOCaF  KJIIMHUKAJIBIK
nepexTep ¥ATTHIK HEBPOJIOTHUS KOHE TICUXUATPUS OPTAJIBIFbIHAH aJIbIHFaH. MeH
KYHKe-OYJIIIBIKET 3epTTeysiepl KadeapachlHbIH JIupekTopbl mnpod. Utumzo
Hummnora, seumbiMu Kbi3meTkepiaep FOmmxuko Caiito, IOkako Hucumopn,
HoGytoku HOpa, Xasto YHe, Bakako Ecuokora xoHe 0Oacka ollTecTepime,
MaraH OapiblK KaKeTTl akampaTTapAbl OepreHl YIIIH alfbic aiTaMblH. MeH
KYHKe-OYIIIBIKET 3epTreyliepl KadenpachblHbIH  KbI3METKEpJIEpIHE MEHIH
AKYMBICBIMa KOMEKTECKEHI YIIIH €PEeKIle pU3AlIbUIBIFBIMABI OUTIIPTiM Kelei.
Conpmaii-ak MeH, MEHIMEH o3 OuriMiMeH OOJIICKeH JKOHE MPAKTHKAJIBIK
KJIMHUKAJIBIK TOCUIAEP/l KOPCETKeH KIMHHUIIUCT opinTecTepiM moktop FOko
Cumunzy-Motoxamure, noktop Manoke Mopure xoHe TpaHCIAIUSIIBIK
MEIUIIMHA OPTAJIBIFBIHBIH 0ac JUPEKTOPbl KOHE DBYJIIIBIKET —aypyJapsl
OpPTaJIBIFBIHBIH TUPEKTOPbl O0mbin TaObuiaThiH JlokTOp Xupopymu Komakure
aNFbIC allTaMblH. MeH KyiKe-OWIIIBIKET 3epTTeyiiepi KadeapachiHbIH KYPMETTI
KbI3METKEP1, KOPHEKTI Oanajap HEBPOIATOJOTHl KOHE OChI KYMENK Taciiai
JaMbITa OacTaraH >KYWKe-OWIIIBIKET 3€pTTEYJIEpiHIH 13amapiapblHbIH  O1pi
npodeccop Ukys Honakara gereH KypMeTiM/i OUTIIPTiM Kelel.

ConapablH apKacblHJa, MEH OVJIIIBIKET MaTOJIOTUSICHIH 3€PTTEY/IIH HEri3ri
TOCUIJIEpIH FaHA eMec, KYHKe-OyIIIBIKET aypyiapblH XKyHenl Typae Oaranay
TOCUIJIEPIH JIe 3epTTen OUITIM.



Kipicme:

bynmmeiker aypynapel — OYJI CHUpEK Ke3[eceTiH, Olpak TreTeporeHi
Oy3puTyap TOObI. ATanraH aypyniap COOWMIIIK IIaKTa Ja, erJe *acTa Ja KepiHiC
Oepyl MYMKIH. ATanfaH aypyJap[blH KeMIIUIrt emipre Kayin TeHAIpYyl
BIKTUMAJ KOHE aFbIMBIHBIH YJEMENUIIrIMeH cunartaiaisl. byn MenuuuHaHbiH
KOFapbl MaMaHJaHY bl TajJal €TeTIH cajlachl, MYH/IA COTTI )KYMBIC aTKapy YILiH
alppIKIIa OUTIM MEH ayKbIMJIbI TOXKIpuOe KaxkeT. Anaija, ic *Ky31H/Ie KONTeTreH
MEIIUIIMHA KBI3METKEpJepl KYHUKEe-OYJIIIBIKET aypyiapbl Typajbl MKETKUIIKTI
OuTiMre ne eMec, OyJ1 KaTe IUarHo3 KOKFa *KoHE AYPhIC eMAeIMEyTe allbll Kemyi
MyM™mKiH. Kaszakctanma kasip Oy e©3eKkTi Macene OoibIl TaOblIajabl, OUTKEH1
OWIIIBIKET aypyJiapbl Oap MNalMEeHTTEep CaHBIHBIH apTKaHbl Oaiikanmanbl, Oy
perTe KebOiHece, AdpirepiaepAiH CHUPEK Ke3JEeCETIH KONTEreH aypyjiap Typalibl
xabapmapaeirbl  Hamap. KenTereH — manmueHTTep — AUMArHO3IbIH — JYPHIC
KOWbIJIMaybIHa Tar 00J1a/ibl, COHBIH 1IIIHE Oanaiaparkl MUILILIIK cal aypyblHa
KaTe aHbIKTaMa Oepuiil, eMJiey IIamMaJaH ThIC arpeCCUBTUIIKIEH >KYPri3uieTiH
xarpaitnap 6ap. XKaxkeinga Kazakcranga J{romeHHIH OYJIIIBIKET TUCTPOMUSICHI
MEH XYJIbIH OWIIIBIKETTepl aTpOPUICHIHBIH JUATHOCTHUKACHL KOHE €MLYy
OOMbIHIIIa XaNbIKAPANBIK YCBHIHBICTAp KaObUIAaHIbl. byn mamueHTTepre
KOPCETIIETIH MEIUIMHAIBIK KBI3METTEP/IH, COHBIH IMIHAE TOPMOHIBIK
TEepaNusIHbIH, PECHUPATOPIBIK JKOHE HYTPUTUBTIK JEMEY[IH JCHIeuiH
xKakcapTyra MyMKIHIIK Oepai. byn perre Kazakctanga — OyJiiibIKeT
aypyJapblHbIH Oacka TYpJIEpiHIH JMArHOCTUKACHI o1 J€ ©Te 9JiCi3 HeMece
MyJIeM JKOK. by enjeri kylke-OVIIIBIKET aypyJapbl Oap MalMeHTTepre
MEJIUIIMHABIK KOMEK KOPCETY/IIH MaMaH IaHIbIPbUIFaH XyHeciHiH 00JIMaybIMEH
oHe OUTIMIHIH IIeKTeyl OolybIMeH OainaHbICThl. MyYHIAN cHUpeK Ke3[eceTiH
aypyJjapabl IypbIC JTUAarHOCTUKaNay >KOHE €MJEYy HET131HEH FhUIBIMU OUTIMHIH
©CYIHE KOHE JKaHa TEPANeBTIK SICTEPAIH JaMyblHa Toyenai. Ochl aypynapblH
KelOIpiHiH  MopTebeci Ka3ipri  yakpITTa  eMJCJIMEUTIHIAEp CcaHaThbIHAH
eMJICJICTIH/IEp CaHaTblHA aybICKAHBIH aTalm ©eTy MaHb3Abl. byIbIKeT
aypyJapblH eMJIey KYWECIH KaJbIITacCThIpy MalMeHTTEepre THUICTI MEIUIIUHAIIBIK
KOMEK KepCceTyal KaMTaMmachl3 €Ty VIIiH eTe MaHb3abl. byn ynaepicte
KOPIHICTEY, HUMMYHOTHUCTOXUMHSI >KOHE MOJICKYJNAIbIK 3€pTTEYJEP CHUSAKTHI
FBUIBIMU HET13/1 TOCUIAEP LICUIYII poJl aTKapabl.

CNP wmopenmi, ©3iHIH JKYWKE-OWIIIBIKET aypyJapbl CajlachbIHIaFrbl
ToXIpuOeci MeH KeTicTikTepiMeH, KaszakcTaHma ocChIHAAH  KaJIIBIVJITTBIK
OPTAJIBIKTHI KYPY YILIH MaHbI3/bI YIT1 Oona anajasl. KIIMHUKANbIK sKaFnaiiap /sl
Oaranay Mojeni (OKy >KaFJalJlapblHBIH TONTaMachl) TOMEHAE KENTIPLIreH.
KarnalinapasiH OYJI TONTaMachl CUPEK KE3/IECETIH KYHKe-OYIIIIBIKET aypyiapbl
KE31HJE 9] JMArHo3 KOK JKOHE €MJEYJIH KOJailibl OarbIThIH TaHAay YIIiH
aKmaparThl TalJayJblH KeHIeHAl TocUlH Kepcereni. Kemienai Tocun emuaey
TaKTUKAChIH aHBIKTayJa JIUArHOCTUKAIBIK KaTENIKTEp MEH >KaHbUIBICYJIap bl
OonapipMaiiipl.  ABTOp Oy JKarjaijap TONTaMachl KYHACTIKTI TaxipuoOenae

7



MeJIUIIMHA KbI3METKepJIepiHe, COHJali-aK CUPEK MAaTOJOTHICKHI Oap MalMeHTTepre
KYTIM Kacaylbl YWUBIMIACTBIpAThHIH MEKEMeJIep MEH JCHCAyJbIK CaKTay
OpraHJapbIHBIH OaciIbUIapblHA HYCKAYJIBIK 00J1a anajabl el CaHalIbl.

1 :karnaii. bacTankpl THIHBIC ally KETKITIKCI3IITIMEH TYKbIM KyalalThIiH
MHUOMATHUS
KarnaiapiH cunarraMachbl: 31 jxac, onen
Heri3ri marbiMaapbl: €HTITY *KOHE asK-KOJAap MEH MOUBIHAAFBI QJICI3/IIK
OTtb6acelibIK aHaMHe3i: J)KBA GonmaraH, KaH apalacThIFbI KOK
Tekcepy ke3ingeri skaii-kyii: 150 cMm, 40 xr;
K®K 488 Xb/n, anpaonaza 7,7 ME/n, nakrar 13,7 mr/an; nupysar 0,91 mr/mam;
BGA (6enmeneri aya): pH 7,3; pCO2 79,9 mm cH.06ar., pO2 41,7 mm cH.0ar.,
HCO3 38,2, BE+11,6,
OTC 0,89 1 (31,8%), ©OKTLL 0,89 1 (31,8%)
HOMI': nuddy3ael MUOTEHIIK CYpEeTTE€YMEH OYJIIIBIKET OUOIICHSICHI JKacaabl
OKUEX, nepopanbai ctepourap TarablHadraH

CroipkaTHama
1 cxema
31 :xac.
KoubiH keTepyre
%[7 Kac. KMHATABL, TYHT 37 xac.
cHe ) .
Tyrana Taen
EP, 29-30 »xac, H TOMCHACY1 C11ab0CTh MBI Kypenti: KOK
JKBIHBICTBHIK SH:‘:I‘;;I MOJEIH KIHE AFK-KO 148 Xb/x;
KETITy 4338 k1 ): OYJIIBIKETTEPiHIH, OTC 0,87 1
4 M ’ 9C1IpeCE, MOUBIH MEH (32 1%)
KE3€HIHE JICUIH K®K 400 can GyKKimepinin GK’TC O’ 82 11
KaJIbIIIThI Xb/n QnICi3iTi, >
JaMbIFaH runopeduekcs (30,3)
25 xac. 28 xac 34 xac
Apr I[eH.e Kypenen Bacnangaknen
KYKTEMEC1 OTbIpFaH KeTepie 43 xac lllankacbiHan
KE31H/IC KaJ/lllbIHaH anMaiipl ’KaTKaH KaJnblHAa
EHTIre/I; TypyFa (enTiryine OKHUEX KaxerT;
KUl . aM6y/1aTopJibIK eM T-
: . KUHaIaJbl 6ail1aHbICTBI)
CYpiHEI1 KOK 246 XB/1; TasKTel KOK 226 XB /1,
’ OTC 0,64 (22,4%),
O6TC1,27n

(46.29%), OKTC OKTC 0,65 11 (23,8%)

1,1 1 (42,2%)



1-kecTe. AHAMHe3/i TaJIayAaH KeiliHIi Heri3ri KOpbITHIHAbLIAP

EnTiry :xoHe OYJIIIBIKET JICI3iri Muonarus
25 xactan —31 xac —43 xacka aeifin Mpuacrenus
(6ipTingen aprta Tyceni) MUTOXOHIPHAIBIK aypy

JleHe canMarbIH )KOFaNTY

MoiiblH MeH kaM0ac OYKKiIITepiHiH dJIci3airi
I'mnopeduiexcus

K®K nenreiii cau :xoraps (eH ko601 488 Xb/ir)

ThIHBIC AJTy *KeTKITIKCI3Airi: 1akTat geHreii sxorapsr 13,7
mr/mn; BE +11,6; pH 7,3; pCO2 79,9 mMm cH.0aF., pO2 41,7
MM cH.6ar., HCO3 38,2, ©TC 0,89 1 (31,8%)

BysimbikeT OMoncusicbIHbIH HITHKEepi (1 cyper)

1.1 cyper. H&E Gosutysr
Ke31HJIe: TaJIIBIKTap TUIITEPiHIH
BapUaIUsUIaphI AJICI3ACH
opTaIliara JeiH.
Oupomusnansai Gudpo3
OaliKaMaiiIbl; HEKPO3IbIK )KOHE
TapanraH 6a30(puIbIi
TAJIIBIKTAP aHBIKTAIMA/bI, Oip
TaJIIBIK JKapFaKIIaabIK
JKOCBUIBICTApBIMEH

1.2 cypetr. MGT Gosutysl
KE31HJIe: TaJIBIKThIH
[IETTEePIH/IC IUTOIIA3MaIbIK
neHenrikTep Oaiikanansl, RRF
OaliKaIMa bl



Ke3iH[e: I(CI/I61p TaJIIIBIKTAp/Ia
MUOPUOPUILIITaapaAITBIK TOp
BIIBIpaFaH

IaTo/10rusiIbIK THATHOCTHKA

KenecinepMen MuonaTusijibiK ©3repicrep:

1. TanmbIKTapabIH ©JIIEMI JICI3ICH OpTalllara JAeiiH e3reprexH

2. PereHepanusiialThiH TAIIIBIKTAP, a34aFraH MOJIIIEPE

3. CakuHa TIpIi3di HUTOIIAZMAJBIK/ICHEeIIiIKTePMEeH
TAJBIK , Oipey

4. 1 tunti tanmbikTap MeH 2C TUNTI TalIBIKTap 0aChIM, CaHBI
OipHeley

5. 2 TUNTI TaIIBIKTapIbIH aTpo(UsCHI, )KEHLT HEMece opTalia

Korapbiga KeJaTipijireH AepeKkTep MUONATUSIIBIK YAepicTi Oiaaipeni,
OyaH e3re, KOCHLIBICTAPMEH 0ip TaJambIK 0alKaaabl.

1.4 cyper. IIanueHT OYIIBIKETTEPIHIH 3TAJOHABIK CXeMaMeH

CaJIbICThIPFaH/Iarbl KOPiHicTEY JepeKTepi.
HMERF
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BapJubIK aJIbIHFAH HITHIKeJIEPAiH KellleHAl TaJ1aybIHbIH TYliHaeMeci:

EHTIry %9He OYIIIBIKeT JJICI3Airi

25 xacran—31 xxac—43 xacka neiiH(0ipTinaen apra Tycemi)

JleHe caaMarbIH KOFaITy

MoiibIH MeH CaHAbl OYKKIIITEePAiH dJci3airi

I'mnopeduexcus

K®K nenreiii cau :xorapbliaran (eH ko01 488 Xb/m)

ThIHBIC a1y KeTKiJiKci3airi: makrar aeHreii 13,7 mMr/mn xorapbuiaray;
BE +11,6; pH 7,3; pCO2 79,9 mMm cH.0ar., pO2 41,7 mMm cH.0ar., HCO3 38,2,
OTC 0,89 1 (31,8%)

[uTomiazMa JeHemiKTePiHiH KOChUIBICTAPBI (CAKMHA TIPi3ai
HUTOIJIA3MAJIBIK JIeHeJIepi 0ap TaalbIK)

MPT: xapTbliai CiHipJIi, TIFHI 2KOHE KiHiIIKe OYIIIBIKETTePAiH,
3aKbIMIAHYBI

Korapbiga kejaTipijireH 0apJbIK JepeKkTep 0acTanKbl THIHBIC AJ1Y
skeTkUTikci3airimen (HMERF) TyKbIM KyaaalThIH MUOTIATUSIHBI KOPCeTeIi.

gaeduerTepre mIoJy:
Jlapc DacTpem MeH oHbIH opinTectepi 1990 xxbutet HMERF cunarran 6epre.
ABTOpIIApAbIH  KYMBICBIHA KEJE€Cl KIMHUKAIBIK KOHE 3€pPTXaHaJIbIK
oenritepi 6ap 7 llIBen orOackiHaH MIBIKKAH 16 MalMEHTTIH AepeKTepl Kipai:
1) THIHBIC Ay XKETKUIIKCI3AIr, AaMybl KeOIHECE KeIeNre KybIK KoHE KeOlHece
aypyablH 0acTankbl Ke31HIAErT CUMIITOMBI OOJIBIN TaObLIAIbI;
2) TabaH OYKKIIITEpPlI MEH MOWBIH OYKKIIITEPIHIH QJICI3AITIMEH Karap KYpPEeTiH
OYJIIBIKET QJICI3JITIHIH asgK-0enre Tapaiysbl;
3) MUOTNIATUSIHBI )KOHE KaH CApBICYBIHJIaFbl KpeaTMHKUHA3a JACHTeUIHIH KaJbIIThI
€KeHIH HEeMECe COJ >KOFapbUIaraHAbIFbIH KOPCETETIH 3JeKTpoMuorpadus
HOTUKETEPI;
4) HeBpomaTHsi MEH KYPEK 3aKbIMJAHYbI JKOK;
5) aypydblH TYKBIM KyajaybIHbIH ayTOCOMAaJbIK-IOMUHAHTTHI Tociii, 10 xactan
50 xacka neiinri MaHuQecTalusIChIMEH.
bymmeikerrepain  Oomoncusicel OoibiHma HMERF  aiipipmaneik  Oenrici
KOHTYpJbl "TyHiHIaKTapAblH" 00Jybl OONABI, OJIAp TE€MATOKCUJIMHMEH 3>KOHE
PO3UHMEH OOsUTFaH Ke3Ae S03uHOPuIbAl Oonabl xkoHe [omopu OolibiHIa
TPUXPOMMEH 00STy KE€31H]I€ KbI3bL, KYJIT1TH HEMECE KYHI1PT-Kachll TYCKE €H/II.
bipneme Oacka xarmailiap UUTOIJIA3MANBIK JICHEIIIKTEPMEH MHOIATHUS
(CBM) xoHe TBIHBIC ajly >KeTKUIIKCI3MIN PEeTIHIE KIKTeNAl, Oipak Oy
MALMEHTTEP TypaJlbl TCHETUKAJIBIK IEPEKTEp KapusiiaHFaH koK [1].
BynmbikeTTepai KOPiHicTEeyliH HOTHKeIepi
[TaTonorusiabiK yAepicke epTe KaThICYbl: dKapThllail CIHIPIIL OYJIIIBIKET
’KOHE CBIPTKBI O1TET1I OYJIIIBIKET
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CanpICThIpMaIIbl TYPJET] )KEHUT 9cepl: )KaMOaCThIH €Ki 0aCThl OVJIIIBIKETI
MOHE KapThUIal )KapraKThl OYIIIIBIKET.

AHaFypIIbIM Kol 3aKbIMIaHFaH 0acKa OYJIIIBIKETTEP: MBIKbIH-0€II, AKYKa
OWIIIBIKETTEP, aAKTaAPAbIH aJIJIbIHFbI OYJIIIBIKETTEP], )KOHE dCipece, TAKbIM
OVJIIIBIKETI.

Bip KpI13b1Fb1, OyI1 OipiHIII 3€pPTTEYE aBTOPIIAp KaHA O0TOACKLIAPAbI HEMECE
HMEREF 0ap criopaausiibiK Karaailiap/ipl aHbIKTAy KOHE PECITUPATOPIIBIK
(GyHKIMSHBI OaKbUIall OTHIPBIN, CUMITOMIAPHI a3 MAIlUEHTTEPAl TEKCEPY YILIH
MPT mnaitnanany Typajibl TANOTE3a aJIFA TapTThI [2,3].

MoJiekyaaJbIK-TeHeTUKAJIBIK 3epTTeyJepAiH HITHKeepi

1. 3eprreynep GapbiChiHIa TUTHH HET13r1 (hakTOpiiapabiH Oipi Ooia anaabl
JiereH 0oJKaM Kacalibl, OUTKEH1 TUTUH/IET1 Oip FaHa e3repic MEH OChI AypyAbIH
KOCETPETaIusChl )KoHe OalKaIbl.

2. TutuH mBIH MOHIHJE aJlaM KacylladapblHIaFbl )KOHE TAOUFATTAFbl €H
YJIKEH aKybI3 00JIbIN TaObu1anbl. TUTHHHIH KypambiHAa 364 3k30H Oap.

3. Ocsiran OainanbIcThl 011 qucTpopuH-MDD reninen mamamen 8 ece

KoTl.

4. TutaH-KYpBUIBIMIBIK aKybl3 OOJBIN TAOBLIAbI.
Ksbickama aknapar:

1. [uTomnazManslK AeHeJdepAiH 00JIybl, THIHBIC MYUIEJePiHiH 0acTanKbl
3aKbIMJIAHYBI JKOHE KAPAMOMHONATHSAHBLIH 00JIMAaybl THIHBIC aTyAblH
OacTankpl JKETKUNKCI3AINIMEH TYKBIM KYAJAWTbIH MHONATUSIHBI
KepceTei.

2. Huromna3smansik aeHenep aii e HMERF yiinin reneTukanbik TecTuieyl

KaKeT €TeTIH €H MNalJalibl MaTOJIOTUSIIBIK CUMIITOM OOJBIN TaObLIadbl,
0ipak 6acka Muo(UuOpUILIANIBIK MUOTIATHUSIIIAD EMEC.

3. Knuuannucrep Tya OITKEH MUONATHsUIAp, MAJUHIIK €MEC KelleyllereH
MHUOIIATHS, KBIIIKBLUI MaJibTa3a TalllbUIbIFbl, KAObIHY MUuonaTusiaapsl (Jo-
I-xapcel  aHTHAEHeNepMeH  MuomnaTtus), A/C  mamMuHI — TEHIHIH
MyTalMSIChIHAH TYbIHJAFaH OYJIIIBIKET AUCTPO(USIApPbl CHUSIKTBI Kasy
KYPETIH HayKacTap/la ThIHBIC ajy OPraHIapbIHbIH aWKbIH 3aKbIMIAaHYbI
peTiHlie KepiHyl MYMKIH Oacka ga Oenruiepi Oap aypynapibl »KoHE,
aznaraH Jopexene capkormukaHonarusiap, LGMD2A xone LGMD2I
0ap->KOKTHIFbIH aHBIKTAYHI THIC.

4. ¥YChIHBUIFAH ~ MOJIEKYJAJbIK ~ JMArHOCTHUKA  aJirOpUTMI  KYMOH/II
Karjailnapaa TUTUHHIH #KeM jere’ne 344 9SK30HBIHBIH — PETTUIIrH
KaMTHU/IbI.
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2 xarpaii: LMNA myTranusicbIMeH MUONIATHS

Karnaiabin cunarramachl: 1 xac 6 ait, ep 6ana

Herisri marbiM: 1 xac 6 aiia )xype ajimaybl

Kaszipri ke3aeri chipkarHaMachl: )KYKTUTIKTIH 38 anTachlHa KaHaai-1a
Oip acKbIHyJIapchl3 TybuIFaH. Jlene canmarel 2880 rpamMm Oonras. 1 xxac 6
alibIH/1aFbl METULIMHAJIBIK TEKCEPY Ke31He OalaHbIH ©3/IrHEH Ko3Fala
aIMaNTHIH/BIFbI AHBIKTAJIFaH.

OT0achLIBIK aHAMHeE3I: XKYKe-OWIIIBIKET aypyJaphl )KOK, KaH
apaacThIFbI )KOK

MennuuHaIbIK TeKCepy: OYIIIBIKET dJICI3/IIr *KOK. BYJIIIBIKET TOHYChI
KQJIBIIITHI.

3eprxananasbik 3eprreyiepain gepexktepi:KOK: 1072 Xb/a (Hopmana: 51-
197)

JKI': kanbiThl

ByambikeTTepaiH MMMYHOTHCTOXUMMSICHI: TUCTPODUH]IL,
CapKONIIMKaHapAbl, aab(a-TuCTPOIIUKAHIbl, TAMUHUH 2, KAaBEOJIHH-3,
nuchepnun, kosuareH VI sxoHe aMepuHI1 Koca, OapablFbl HOpMaia

Herisri Ty:kbIpbIMAap: gamy Texelici (aMOynaTopiasiK eMec, 1 xxac 6
arina) »xkone KOK nenretii sxorapel 1072 Xb/n (Hopmana 51-197)

2.1-kecte. KOK xkorapbliay JeHreiliHiH HHTEPIPETALMSICHI

Tya G6iTken muonarusnap; Jjamud A/C
myTanusiapeiMed EDMD; Heliporenaik
oy3bunysap (ZKbBAA); MUTOXOHIPHSIIBIK
MUonaTusiap; KaObIHyMEH KYPETIH
MuonaTusiap

KanbemTer HEMece opraiiia Korapbliiara
(HOpManaH 2-5 ece KOoFaphbl)

Kenteren MUOIIaTHAIap MCH

Oprama xorapbuiarad (Hopmaaas 5-10 .
nucTpodusiiap, KaObIHyMEH KYpETiH

ece XKOFaphl)

MHUOTATHSLIIAP
ABJ/bBJI, nucdepnunonarus,
Orte xorapsl (HopmagaH 50 eceneH kanprnanHonatus, ANOS reHi , keiine
apTBIK KOFaphI) KaOBIHYMEH >KYPETIH MUOTIATHSIIAp

KE31H/Ie
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BysubIKeT OMONICHACHIHBIH AepeKTepi (2 cyper)

2.1 cyper. H&E 6Gosinys! ke3inpe:
OJIIIEMiHIH aiKbIH e3repyi,
opTaria 3HA0MU3NAIBI1 Guodpo3
Oalikanaabl. DHIOMHU3HIAA, TCK
Oip IIOFBIPBIHAA
MOHOHYKJICAPJIBIK,
KacymanapMeH HHQUIbTpaIust
Oaiikananel. Keitbip
TaJIIIBIKTAp 1A OPTAIBIKTHIK
saponap Oaiikamapl.

2.2 cypetr. MGT OGostyb! Ke3iHze:
OYJIIIIBIKETTEPIiH KbI3bLIT
TanubIKTapbiHbIH Y311yl (RRF),
YKUEKTEPiH/Ie MAIMH/IIK eMec
TasKIIagap MEH BaKyOJIbAep
OalKaaIMaiabl.

~ . b 2.3 cypeT. NADH Gosimysr

. JMSikesinne: arpodusinaHFaH
" TaIIBIKTapAbl KOCIIAFaH/Ia,
MUOPUOPUILTAAPATBIK TOPIIAP
, JKAKCHI JKbIM/IaCKaH

X 2.4 cyper. ALK Gosimys! Ke3iHze:
" tepment Genceniniri Herizinen
 pereHepanysUIaliThIH
. TaNUIBIKTAp/IA JKOFAPBLIANIBI

Py
<&

h"

B
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IaTo/I0rHUANBIK JUATHOCTUKA:
CrenudukanbiK eMec e3repic:

1. TanmieIK eaIeMiHIH e3repicl alKbIH

2. MoHoHyKJIeapIbIK XKacylraiapMeH uHUIBTpanus
Oaitkaabl

3. Kenin gopexeni sHomMu3nanbal Gudpo3

4. [iki saposapel 6ap TaNMIBIKTap, a3Aarad MeJIepae

buoncusinbiH  MyHAall  JepekTepi  OYJIIIBIKETTIH  CO3BLIMAJIbI
NaTroJorusicblH kKepcereai. KaObIHY MHONATHACBIHBIH BIKTHMAJ/IbIFbIH
aHbIKTay Kepek [4]. LMNA reHiHiH MYTAaUUsICbIH aHBIKTAy YIIiH
TeHeTHKAJIBIK TAJJ1ay YCHIHbLIA/bI.

Oae0uerTepAi MIOJYy:

JlamuHOMNaTUsIap agaMIarbl CUPEK TYKbIM KyallaWThIH aypyJiapFa >Karajibl.

AHAaFypIIbIM KUl KEe3[ACCETIHAEP - €Kl aKyb3abl: A namuHi MeH C JaMuHIH
kontaiteiH LMNA reninzgeri Myrauusuiap. Omap sSapo MilIIHIH CaKTayFa,
MEXaHUKAJIBIK dcepyiepre TO3IMALTIKKE KOHE XPOMAaTUHMEH KOHE TPAHCKPUIILIUS
(daxkToprapbIMEH ©3apa OpPEKETTECY apKbUIbl JKacyllla IUKIIIH PETTeyre kayar
oepeni.

A/C namunin koaraidTein LMNA reHineri Hyckaiap aypysap Karaiaapsl
CaHBIHBIH apTybIHa ce0er 0oabl.

LMNA-meH OainaHbICThl OY3bUTYJIApAbIH  (PEHOTUNTIK SKCHPECCUSICHI
amyaHn Typiai: Oec (DEHOTUNTIK TOMKA >KaTaThlH 15-TeH acTtaMm CHUHIPOM
cunarTairaH [5,6]:

- BynmbikeT auctpodusiaapsi,

- HeBpomnarwusuiap,

- Kapanomuonarusinap,

- JlumonucTpodusiap

- [Iporepouarsik cuHapOMaap.

CoHbIMEH KaTap, kaHapraH (EeHOTUNTEP Typasbl 1a xabapiiaHibl.
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JlaMmuHonarusijiap — OyJbIKeT AucTpodusiapsl [7,8,9]
KapuosnemMma akybi3gapbiMeH OaHJIAHBICTBI, Tya OiTKeH OYJIIIBIKET
aucTpodusiapsl

2 cxema. JIaMIHONATHSAHBIH KiKTeJyi

L-CMD (Gananapnas bl &anras
IHUCPIPOPHALILIK Gy ILIKCT PHIep I podsicn)
(CabmmiK Ke3eHIer Manrdectaimscn)®

EDMD (Dmepn-)peithye muoaucipodimscm )
(Das1a MK HEMECE CPeCeK MAKTar bl

MaHH{ecTanmach )" *

LGMD (JTeiiacH auctpoduscer) 1 B*##

<
e
b=
=
=
=
=
=
=
=

Tybuiran ke3ne kepiHic Oepel )KoHe Tya OITKEH OYJIIIBIKET JUCTPODUSICHI
peTiHAC KIKTEIEl.

ThIHBIC aMyAbIH T€3 YAEMENl )KeTKUTIKCI3Ir OalKamybl MyMKIH KoHE
OZIETTE OMBIPTKAHBIH CIpeCyl MEH CKOJIMO3 AaMujbl. "bacTeiH canObipaybiHa'
aJIBIN KEJIETIH, MOMBIH OYIIIBIKETIHIH dci3air: e A/C naMuHi
MyTalusIapbIHbIH Oenrici 00Iybl MYMKIH, 9MTCE )KEKe ©31HE TOH eMecC.

Kan capricybinnarel KOK neHreiiinig a3garaH HeMece opraiiia
KOFapbLIAYbl.

BynisikeT naronorusiapsl ayaH TYpIl AKOHE KEH1T O0Tybl MYMKIH.
TanmbikTap eameMaepiHia e3repyl )koHe AoOHEKep TIHHIH YIIFaobl, KAOBIHYHI,
HEKPO3BbI )KOHE pereHepalusIchl OPbIH allybl MyMKiH. CapKoJIeMMaJIbIK
aKybI3Jlapaa HeMece SAPOIBIK aKybl31apAa UMMYHOTUCTOXUMHUSUIBIK aybITKYJIap
oarikanMaiiael. bipak HLA-ABC TecTiciHIH HOTH)XKECI OH, MHO3UT JKFIalbIHAA
ocwuiait 6onaast (MBHM) [10].

16



2.6 cyper. EDMD ke3singeri OyabiKeTke skacajarad MPT HaTukenepi
[https://neuromuscular.wustl.edu]

A/C namuHi

LGMD IB; EDMD?2

Apka

JKui: KyJIbIH MaHBIHAAFbI (KOITAIIIBIKTE OYJIIIBIKET )KOHE CH Y3bIH
Oybiket) JKui emec: aboMuHaNbIL

Kambac

JKui: GeKceHiH MaFbIH OYIIIBIKET] KoHE OOKCCHIH OPTAHFbI OYJIIIBIKETI
JKui emec: Gen OyIIIBIKETI

Can

JKwui: apTKbI: 5kaMOaCTBIH OKEJICTIH YIIKSH OYIMIBIKEeT]

Lateral JKui emec: Tirinmi OYJIIIBIKET, KIHIIIKE OYJIIIBIKET
l'unepTpodusIanraH: CaHHBIH TiK OYJIIIBIKETi

Asik JKui xoHe GacTarnKpl caTblia: 0aaThip OYIIBIKET], MEAHAIIbII
JKwui: 6anTelp OYIIBIKETI, IaTepaiabl, KaM0baIaTopi3ai OYIIIBIKeT
JKui emec: anasiaFbi-narepainisl, EDMD1 ke3inzerire kaparania

2.7 cyper. Dmepun

EDMD1
ApKa OMBIPTKA MaHBI OYIIIITBIKETTEPi, OOKCE OYIIIIBIKETI
“Kambac teprOacTsl OYJIIIBIKET, )KapThlIal CiHip:i

Adductor K -
Magnus / : OYJIIBIKET, JKapThUIal KapFaKThl OYIIIIBIKET, CAHHBIH
— eKi0aCThI OYIIIIBIKETI, YIIKEH JKETEKIIIl OYJIIIBIKET
/ f Biceps Lateral  Asx xamGanaTopiszi GyIIIBIKET, GANTHIP GYIIIIBIKET,
w( ACBIKTHI XKUTIK OYJIIIIBIKETI
N
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2.8 cyper. LMNA reHinjge myranusiapbl 0ap eKi NalUeHTTiH
Oy nmbiKeTiHe skacajgran MPT [11]

A3zpnaraH oJci3iri 0ap maryeHt: KatTs! osci3airi 6ap mamueHT:

Oxn nanuentte 013 OpTaHFBI OOKCE TemeHr1 KoHEe OpTaHFBI OOKCE
OWIIIKETIHEH, XKapThlIail )KapraKThl OWIIIBIKETTEPIHIE Mail
OybiKeTiHEH (SM) koHe 6anThIp UHQUIBTpaIUsACh OalKa bl
oyneiketiHeH (GMed) mait Kambacteiy Tik OynmbikeTTepid (RF),
UHQUIBTpAIUACHIH OalKaIbIK. oKeJeTiH Y3bIH OymbikeTT! (AL),

TIT1HII OYJIIIBIKETTI (Sar) skoHe
aTpodusinanOaraH *KyKa OyJIIIBIKETT]
(Gra) kocmaraH/1a, )kaMmOaCThIH
OapJyIBIK OVIIIIBIKETTEP1 3aKbIM/IaHFaH.

Kemenai 0arasnay tyiinaemeci:

LMNA reninjeri MyTauusuiapbIMeH OYJIIIBIKET AUCTPOPUSIAPHI
OWIIIBIKET CUMIITOMIAPbIHBIH MaHU(ecTalUsIaHy JKackl, erep OHaiap 6oca,
OybIHAAp KOHTPAKTYpaJapbIHbIH JIOPEKEC], COHIal-aK, OYIIIIBIKETTEPAIH
aTpoUsChl MEH SJICI3ITIHIH aybIPJbIFbI, YACY KbLIIaM/IbIFbI )KOHE
TOTOJIOTHSICHI JKaFbIHAH ©3TelIeIeHE/I.

bipak onapawiy 6apabsiFbiHa OpTaK HOpce Oap, aran alTKaHaa,
TUIATAIUSIIBIK KapAUOMHUOIIaTUsIMEH OalIaHbICThI OTKI3TIIITIK KoHE/HEMECE
bIpFaK OY3bUTYJIApbIMEH CUIMATTAJIATHIH, OMIPTe Kaylll TOHIIPETIH KYPEK aypybIH
TYABIPaJIbl, Oy KEHETTEH JKYPEK aypybIHAH ©JIy *KHULIITIHIH apTybIHA aJIbII
Kenemi*.
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LMNA reningeri MyTalustHbl MUOTIATHSICHI Oap xoHE COOUIIIK IIaFbIH/A
KaObIHY e3repicTepl OOJFaH NalMeHTTep/Ie eCKepy KakeT. bys naMuHonarusiMmex
0allaHbICThI, OEMIpPTre Kayill TOHAIPETIH KYObUIBICTAP/IBIH aJlIbIH allyFa
KOMEKTECY1 MYMKIH.

Kaszipri yakpiTTa 013/1€ CTEpOUATAPMEH €MJIEy KUMbLI-KO3FaJIbIC
(YHKIMSACHIHBIH OiplliaMa jKaKcapyblHa 9KeIyl MYMKIHAITIHE Adseiep
AKETKIUTIKCI3.

LMNA-MeH 6aiiaHbICTBI HET13T1 KJIMHUKAJIBIK ITpobiieMa - Karepil
apUTMUS caJlIapblHAH KEHETTEH KYPEK aypyblHAH ©J1y KayIliH TyAbIpaThiH
(dbeHoTumntep OOJIBI OTHIP.

XKypek TpaHCIUTaHTAUACHl ©MIP Y3aKThIFbIH apTThipabl. COHABIKTAH,
JTAMUHOTIATHUSIIAP KaFAalbIHIA )KYPEK TPAHCIUIAHTAIIUACHIHA €PTEPEK JKOJI Ay
YCBHIHBLIAIBI.

JlamMmuHONaTUsIap KypeKuenaep /i GuOpHILIALMICKH )KoHE OacKa
KYPEKIIETIK apuTMUsiIap TYpiHJe xul KepiHic 6epeni. Onap MHCYIBT MeH Oacka
KapJIM0AMOOJUSIIBIK ACKBIHYJIAPABIH KOFAPbI KAyMiH TYAbIPaJibl, COH/IBIKTaH
CHADS-VASC mikanacel OolbIHIIIa Oaraiayra KapaMacTaH,
AHTUKOATYJISTHTTAP/Ibl TEPANEBTIK MAKCATTa KYHesl Typ/e KaObUIIayIbl KaKeT
ereni [12,13,14].

3 xarpan. [Ipoxkcumainbai MuonaTus (Tya OiTKeH OYJIIIBIKET
aucTpodusicbl HeMece KAa0ObIHOAJIBI MUOTIATHS )

KarmaiiabIH cunmarraMachel: 16 sxac, OOKeTKEeH

Heri3ri marbIMbI: XYpiC-TYPBICTBIH OY3bLTYbI

AHaMHe3i: aybIp eMec

OT0achLIBbIK aHAMHE3: KYHKe-OYIIIBIKET aypyJaapbl :KOK

MennuuHaIbIK TEKCePY: ailkbiH, KoO1HECe MPOKCUMAIIb/I1, OYJIIIBIKET
QJICI3/IITL, XKoHE OeT OVJIIIIBIKETTEepIH Kocnaraaa arpodust. Jlucranpi
OWIIIBIKETTEPIIH KYIL KaJIbIM MIEKTEpiHae OonFaH. banTeip OyIIIbIKETepiHIH
rutnepTpodusicel Hemece aTpodusicel OalikaamaraH. [oBepc cuMnToMbl OH. Kbi3
OanaHbIH Kupajanaan xypeTtini Oavikanradn. TCP temenneres. Jucdarusnap
HeMece au3apTpusiap OalKaaiMaraH.

3eprxanagsik 3eprTeyiaepain Apektepi: KOK 7930 Xb/x (Hopma 45-163)
AyTtoantuaenesep: Jo-1 (-), ANA (-)

IMI': bacranke! apanacy, GuOPHILIALIMS KOHE KeAeNl OH TOJKbIHAAP, TOJKbIH
aMILTUTyaackl ToMeH nonudaszansik Oipiikrep. Keibip oynmbikerrepinge CRD
oap.

IKI': KaabIThI
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3.1-kecre. CprlpkaTHaAMa

16 :xac: OacnangakncH
KeTepiie alMaiIbl )KoHe

8 iac: 14 sxac: Gacnanakien GOTEH a/]AMHBIH KOMETIHCI3
JKal Kyripeal KOTEpUIreHIe€ TYTKaJIap KEPEK JKype amMaii bl
13 :xac: 15 :xac: oTeIpran
BejocuIies] Tede anMaipl, Oacnangakned — KaJbIlTaH Typa aJMaiabl
keTepinrenne kuragaasr, KOK 10 000. JKOHE TOCEKTE JICHECIH

BysisikeTrepai OHONCHSCH: HEKpO3 Oypa aIMaiabl
JKOHE pereHeparys, HHTEPCTUIMATBII
(hubpo3, TAIMIBIKTap KOJIEMIHIH 03repyi,
COHBIH HOTIDKECIH/IE OV IIIBIKET
AUCTPOGUsIChI TUAarHO3bl KOHbLIAIbI

BymbikeTTep OHONCUSICHIHBIH JepekTepi (3 cyper)

~ 3.1 cyper. H&E Gosinys! ke3inge:
TAJIIBIKTAPIBIH OJIIIEMiHIe allKbIH
alibpIpMaIIbUIbIKTap OalKaiasl,
~muametpi 20-gan 100 MukpoHFa neiin.
Hekpo3apIK xKoHE pereHepalusIaiTbH
TaNBIKTap *Kaibuiran. Keitbip
TaJIIBIKTAP IBIH 1K1 SIpoIaphl 0ap.
Opraiua sHI10MU3KaANBII1 HUOPO3
_Oalikamaasl. Maii TiHIHIH
WHOUIBTPAIUSACKH OaiiKanabl.

TaIbIKTapbIHGIH Y311yl (RRF),
YKUEKTEPiH/Ie MAIMH/IIK eMec
TasKIIagap MEH BaKyOJbAep
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" %£3.3 cyper. NADH-TR Gosutyst

" Ukesinzie: MUO(GUOPUIAPATIBLIK TOPIAP
asfarn blablparaH, | THOTI
TaJIBIKTAP/IBIH CBIPTKBI TYPI Kyiie
JKETEH TAJIIIBIKKA YKCANIbI.

3.4 cyper. AT®a3zameH 00sTybI
Ke3iH/Ie: TaJIIbIKTap TUIITEPIHH
TonTacysl Oaiikanmaiinel. 2C TUMTI
TaJIIBIKTAp, KAUBUTFAH 2 THUITI
TaJIIBIKTAPIbIH aUKBIH aTPOPUSICHI
Oalikanamibl.

NMMYHOTHCTOXUMUSA

3.5 cyper. HLA-ABC: ox

3.6 on. HLA-DR: tepic

21



IaTo0rusiiIBIK IMArHOCTHKA:
KenecinepMen MuonaTusijibiK ©3repicrep:
1. TanmbIKTap eJIIEeMIHIH ©3repici, allKbIH
2. Hekpo3nbIK KoHE pereHepalrsUIaNThIH TAIIIBIKTAP,
KaWbLIFaH.
3. lmki sigponapel 0ap TaNIBIKTAP, a3/laFaH MOJIIIEp/Ie
4. Dupomusuanpal Gudbpos, opraiia
5. 2C TUNOTI TaNIBIKTAp, aWKbIH
Korappiga keJTIpUITeH JepeKTep HEKPO3 KIHE PpereHepaunus
yaepicTepiMeH cO3bLIMAJIBI  MHONATHSJIBIK  63repicrepai  Kepcerei.
Nmmynorucroxumust (UT'X) ke3inne HLA-ABC tect notuxkeci oH, an HLA-DR
TECT HOTHXKECI — Tepic. MUO3UTKE TOH aHTHJACHENEpP/l TEKCepy KaxeT
HMGCR(+) MOHM — umMMyHHUTET TYPTK1 OOJIFaH HEKPOAAUTHIH MUOTIATHS.

3.1 cxema. Ocbl HAKTBI KaFrIala A3J1 AMArHO3BIH Ois1y He YLIiH
MAaHBI3AbI?

KpI3 Oana

KuMEbLI-K03FabIc OelceH iir 8 sxachiHaH 16
JKacKa JCHiH HalapiaraH

BynmsikerTiy yaemeni ancizairi, CK
neHreii ere xxoraps (10.000-7 930)

Bynmsiker nuctpodusicbt Kabbiny Muonatuscel
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3.2-kecte. Ochbl KargaabIH AU epeHIHaNIbl AMATHOCTHKACHI

] JKakTaii TbiHap

bymbiker
TUCTPODHUSICHI

KaObinymen
KYpPETiH
MUONATHUS
(MuO3HUT)

Kypic-TypbICTbIH OY3bLTYbI, OYJIIIBIKET
oncizairi, [oBepcTiH OH CUMIITOMBI.
Kupanannan xypy, I'CP temenneyi. KOK
10,000-7,930 Xb/n; Ayroantunenenep: Jo-1
(-), ANA (-)

bynmbikeTTepAiH OUONCUACH | HEKPO3 )KOHE
pereHepanus, UHTEpCTULHANIB I (prldpo3,
TaJIIBIKTAp OJIIEMIHIH e3repyi

Kypic-TypbICTbIH OY3bUTYbI, OVIIIIBIKETTIH,
Ke0OiHeCe TPOKCUMATIb/I1 OVJIIITBIKETTEPIH
alKbIH 9JICI3IT1, koHe arpodus, ['oBepc
CUMITOMBI OH, Kupasagaan xypy. TCP
tomengered. KOK 10 000-7 930 Xb/n;
BynmbikeTTepaiH OMOTNICUSACH: HEKPO3
KOHE pereHeparus, MHTepCTULIATbI1
(¢hudpo3, TANIBIKTAP OJIIEMIHIH 63Tepyi,
KeOip TaNIBIKTap/IbIH 1K1 sIApOIapbl 6ap

oeduerTepai HmoJry

ber
OYJIIBIKETTEPIH
€ HYKCaH
KEJIMETeH.
bantsip
OYJIIIBIKETEPIHI
H
TUIEPTPOPUACHI
HEMece
arpodusice
OailKaaMaraH.
Hucdarusinap
HEMece
au3apTpusIap
KOK.
AyTOaHTHIEHEN
ep: Jo-1 (),
ANA (-)

3.2 cxema. IIpokcuManbai MUONIATUSJIAPABI JUATHOCTHKAJIAY

ru-—.——n—

ajaropurmi [15]
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3.3-kecte. UanonaTusiJIbIK KaObIHOAIBI MHONATHSIJIAPABIH HEri3Tri KOCAJIKbI
TONTAPBIHBIH KJIHMHUKAJIBIK-NATOJIOTUSJIBIK cunaTramasiaapsl [16]

24

KanHuKaJIbIK IaToaorusansIk Oearinepi |
NKM AT oearinepi :kone HLA NMMyHOrHCTOXMMUSIBI
KOCAJIK coJIapMeH I'ncronorusijibik K Oearinepi Eckeprtne
bl ToGBI| 1 ACHE 0alIaHBICTBI Oearinepi HLA- HLA- C5b-9
ramiotun(-rep)i ABC| DR o=
JIM ke3iHIe TepiHiH
azmerreri
3aKbIMJAHYbI:
ToTTpoH Gemnrici,
["oTTpOH namynanapsi,
OOBIpMeH acTackaH TeJIMOTPONTEI OepTIe
MHO3UT (>39 xac) [Mepudacuukymnspisik
Tepinix aysIp [epudacuukynspist HOI Tyasipran
Hepma sputemacsl HLA- |k arpodus, Tecinren Kanumsipiap | 603apy, 6apisik M
Antn-TIF- A, 4
TOMHO3 Iy DQB.I . 02:01 | Baxyonbep 60napj -+ +++ KesiHge 60ITyBI
UT (>xacecmipiMaepzeri  [0osmMac TUMQOIHTTIK| Capkonemma +| MyMKiH, aHTH-MDAS
mepmatomuosut) HLA- HHPUIBTPAT Ke31H/I€ aKBIHIBIFEI
DQB1 *02:02 a3 bapasik IM
(epecektep) Ke3iHme
CapKOIIIa3MaJIBIK,
GemnikTepaeri MxA
TaJIIaybIHBIH
Capkora3MaibiK
Oemnikrepaeri MxA
epr(aCIHUKYIISPIBIK
aTpodus,
epr(aCIUKYJIISPIBIK
HEKpO3,
BynmsikerTepain HepHMmHaJ.IBm Capkonemma
" JIOHEKED TiH,
Antu-Mj-2 | AP SARBIMIAHYDE (hparmeHTaIMsA + | -+ o
HLA-DRB1 *07:01 ’ Kanuusipaap
HLA-DRB1 #03:02 |"P H@?CHHKYMPHHK +/-
currinik gocdarasa,
B-xacymanap MeH
B-xacymanap
KJactepiiepi 00Iysl
MYMKIiH
Kacecmipimaepaeri
JIepMaTOMHO3UT,
JIEPMaTHUTCI3
JIepMaTOMHO3UT Kamuuisiprap
Antu-NXP-| (DMSD), 00b1pmMen
2 acTacKaH MHO3UT, Muxpoungapir |-+ -+ o
Capkonemma +
KaJIbIMHO3,
OYJIIIBIKEeTEPIiH
WIIEMHSCHI, TePiHIH
iciHyi
AMHOTIATHSIIBIK
JIepMaTOMHUO3HT, 1/3
MAIMEHTTET] XbUIIaM
YZeiTiH (emiMre
e COKTBIPaThIH)-OUA, e T Kamsiprap
IIPBIIITH KAOBIKTHIH -+| -+ |+ Capkromemma
MDAS 9 K emec arpodus
OWBIK apajaHybl, +/-
TTAJIEMAapIIBIK
TarryJianap,
TBIPTHIKTAaHOANTHIH
QUTOTICIIVSI, TAHHUKYJIHT




HLA-DRB1 *01:01
HLA-DRBI1 *04:05
HLA-DRBI1 *12:02

AnTH-SAE OUA Tepudacuukyspaet + | -/ | Kammmspnap
K arpodust
hﬁ?}?&iﬁ?iﬁﬁf AHTI/ICI/IHTeTa3aJ'I.BIK
pereHepanusicel, CHILIPOM: Tg;ﬁ;
AHTHC epr(aCIUKYIISPIBIK Pff?}?jpé)f;igl\aeﬂiﬁi’n
HMHTETa Mpuo3sur > OA HLA- HEKpO3, + MCXAHIK ’
3anblK | AHTH-Jo-1 | B *08:01 HLA-DRB1 | mnepumusunanbai CapkonemMma
vty . (I1d) KOJIJApbIHBIH,
CUHZIPO 03:01 JIOHEKEp TiH, 6
M (hparmeHTaIA, YRIHAAD
epr(aCUKYIISPIBIK A
currimik gocdarasa, . I.<H3.6?H.HH .
W OipikTipiimaepi
Antu-PL-7 OUA >muozur (H—;) Capkonemma
AHTH-PL-12 OUA >muozur -/+ (H—:D) Capkonemma
Bacranke! catsichiHa 4
Antn-OJ | OynmsleTTepAin aybip + (TID) Capkonemma
3aKbIMIAHYBI
Bymmsiker
TaJIIIBIKTAPBIHBIH
JKypekrtiH 3aKpIMIaH HEKPO3bI XKOHE e
NBHM| Autu-SRP ® Kay1i g pereflepaunﬂcm, -/+ CapkonemMma LETOIAL 3 952 P
HLA-DRBI1 *08:03 | xaiibuiran KaObIHY Year Hyrtenep
(Makpodarrap >
muMdonuTTep)
OOBIpMeH acTackaH
MHO3HT?
AHTH- HLA-DRB1 *07:01 It CapKonemma
HMGCR (>kacrapaarbl) P
HLA-DRBI1 *11:01
(epecekTeperi)
Ceponeratu| OOBIPMEH acTacKaH
BTIi)I/IOHM pMI/I03I/IT S
Kebinece
ACHMMCTPIBLIBL H&E: sanomusus .
QJICI3AIK, TI3€H1 p62 muCKpeTTIiK
MeH HeKkpo3AbIK mGT]
JKa3FBIIITAp, TAUIIBIKTAPbIHAFbI cyOcapKoeMMabIK,
caycakap/Ibl MOLITTIK MIepUBAKY OJISAPIIBIK
JKa3FBIIITAp pBasus: LOT aymak .
>45 xac (>xactay JKHEKTeMeCiteri CD8 sHmoMu3HaNbal,
IBM |Anti-cN1A?| ke3iHze BUpyclieH saxyomsep: LIOT - - -+ +/- HEKPO3/bIK
actackaH IBM ke3iHze) . ’ TaJILbIKTapMEH
HLA-DRBI *03:01>45 ‘pP'° "D WHBA3MS
JKac (Kacray KesiHje 32{:3;@;%?;” Korapsl
BUPYCIICH acTaCKaH muddepenunanast T-
IBM «kesinne) HLA- AADOTAPAATBI JKacynanap
DRB1 *03:01 TyOynoduiaaMeHTTep
HLA *08:01
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NmvmyHuTeT TYPTKI 00s1raH Hekpo3aauTeiH Muonarus (MbHM)
[17,18,19]

Eypomnansin HeiipoOynmibikeT opTaibirsl (ENMC) 2016 xyprizren, UBHM
OOMBIHIIIA, XaTbIKAPAJIBIK CEMHUHAp IIeHOepIH/C KacallFaH TYKbIPbIMIapFa
covikec, UbHM anbIKTaFan aHTUACHENEPre COUKEC YIII KOCAIKbI TOKA
OoutiHem:

1. Curnannapasl TaHUTHIH Oemnmekrepre (SRP) antuaenenepmen
acrackad IbHM
2. 3-ruIpoKCHU-3-MeTUINTyapuiI-KoPpepMeHT A peayKTazara

(HMGCR) antunenenepmen actackan UbBHM

3. ceponerarurti UBHM
NBHM op Typi xactarbl agaMaapabl 3aKbIMIaybl MyMKIH
bananapna aypy Oasty yAeyi >koHe OYJIIIBIKET AUCTPOPHUACHIHA TOH
oenrinepai uenenyi 6onysl MyMkin; UBHM manudecTanuschiHbIH €H Killi
xkacel HMGCR-re anTunenenep tecrici oy namueHTre 10 aifapl Kypanbl.

3.3 cxema. UnnonarusiyiblK Ka0bIHY MHO3HTTI emaey ajaropurmi [20]

IMpeanusonon

4

BINT
4

Purykcumad

J
0acka

deg HeWAM SHLIUTTIWIN ],

Ocpbl :xarnaii 00MbIHIIA TYHIiHAEME:

Nnuonarusneik kadbiHy Muo3uti (MKM) OyibikeTTepi 3aKbIMIalThIH
KOHE eJIeysIl MYTEJIEKTIKKE OKEIl COKTHIPATBIH aypyJIapblH r€TePOTeH Il TOOBI
OOJIBIIT TAObLUIAIEI.

NKM ki1achblH aHBIKTAy YIIIH CEPOJIOTHUSIIBIK 3€PTTEY KU1 KOJIIAHBLIAbI,
OJI KIIMHUKAJIBIK KOPIHICTI JI€ TOJMBIKTBIPaAbl, aypyaap (KaTepJiuIiri,
OWIIIBIKETTIH KOCBIMIIIA CUIIaTTaManapbl) apachlHAaFbl OalIaHbICThI TYCIHYTE
XKoHEe 0OJDKaM Kkacayra KOMEKTECE/I].

[Ipennu3om0H MeH pUTYKCUMAO 911 e UMMYHOTEPANUsHbIH HEr131 OOJIbIM
TaObLIaAbI, O1paK Ka3ipri yaKbITTa eMACIMENTIH aypyaapabl eMICyIiH *KaHa
OIICTEPiH 3epTTEy YILIH KON YMIT KYTTIPETIH ChIHAKTAp XKYprizityae™.

ConbiMen katap, BIUT xone putykcumadtel MUBHM ke3inne Kongany,
COHJal-aK *KbuiaaM yaeutian MDAS aepmaTtomMuo3uTi 6ap manueHTTepae
MYJIBTUMOAANBA1 TEPAMUSHBIH NaliJacbiHa JoJeNiep KoOenin Keel.
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ConbiMeH KaTtap, IBM emjiey opicTepiH 3epTTey KaJIFachlIl *KaThIp, COHBIH
meHOepiHAe KOl YMIT KYTTIPETiH ChIHAKTap KYpTri3uTye.

4 xarpan. Tya OiTkeH MUOTIATUA

Karnpaiinbin cunarramacel: 1 xac 6 ai, ep 6ana

Heri3ri marbIiMbl: OYJIIIBIKET SJICI3IITIHIH apTYhl )KOHE TUIIOTOHUS

OT0achLIBIK aHAMHE3I: )XYHKe-OYJIIIBIKET aypyiapbl *KOK, KaH
apanacThIFbl )KOK [laniueHTTiH AeH1 cay arachl Oap.

Jlamy Tapuxbl: 3 alibiHAa 071 K630€H 1Iecin KaJaralalTelH OonraH. bynan
e3re, 0achblH YCTal allyblH KOCAa, JaMYbIHBIH OipJie-0ip caThIChIHA KOJI
KETKI30ereH.

Mennuunagasik Texcepy (1 :kac 3 aiibinaa): 6oiisl 60 cm, canmarsl 3460
1, 0ac menoepi 41,5 cM. ANUKBIH KalblIFaH OYJIIIBIKET TUIIOTOHUSCHI, 9JICI3IK
xoHe atpodus. CoHbIMEH KaTap, 0eT OYJIIIBIKETTEPIHIH 3aKbIMIAHYbBI HKOHE
TaHaaibl KymOe3 Topi3ai Ouik 6onraH. TepeH ciHip peduiekcTepiHiH OapiabIFbl
OonMaraH.

3eprxananabik 3eprreyiepain gepekrepi: KOK 439 ME/n (nopmana: 62-
287), ACT 58, AJIT 28, JIAI 385, nakrat 8,3 (Hopmana 3-17), nupysar 0,40
(mopmana 0,30-0,94)

IMI': MUOTIATUSIIBIK ©3TepicTep

ByambikeTTepaiH KOMIBIOTEPJIiK TOMOrpaduschl: xKalbuiran arpodus

Mura xkacanran MPT: nepuBeHTpUKyISpIbIK aitMakTarsl T2-1eri
KapKbIHbl CUTHAIL.

4.1-kectre. ChIpKaTHAMA

[amna tyran G6ana, 34 anta, 2234 1,

TapajFaH OYIIIBIKET QJICI3/Iri, THIIOTOHNUS, aHKBIH 4 ailJIbIK

TUIEBPAJIBIK JKANKBIK, COFaH KATBICTHI KEYy/I€ KYBICHIH OH KaK OyiipexTeri Tac
JIpeHaKaay KaxeT OONFaH, ®KOHE OH XKaK Hecerarap-

skambac xyieciniyg Oitemyi. O fepey eKIeHi KacaHabl

JKEIJIETY ammapaThiHa CATBIH/IBL.

3 ailIbIK 1 :kac 3 aii
MAPOKCH3MAITBIK TapaFad OYIIIBIKET
TaxuKapIus; QIICI3/IIT] YKOHE TUITOTOHMSI,
IIPOIPAHOJION B OYIIIIBIKETTEPAIH
KOJITaHy OacTaibl OMOTICHSICHI JKYPTi3imi
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Knunnukaneik 1epekTep/iiH TYHIHIEMECI: HEeT13T1 TYKbIpbIMIaAp

[Iana Tybutran HopecTe (34 antana TybUIFaH), TyFaH Ke3Jerl
CaJIMarbIKJIBINThI, ATirap 1Kanackl OONbIHIIIA TOMEH Oall, TUIIOTOHUS,
OWJIIIBIKET SJICI3/IIr, IJIEBPHUT, )kamMbac-Hecenarap CeTMEHTIHIH O1Tenyi,
MEXaHUKAJBIK JKEJJIETy KaKEeTTUIIr, aCPUKCUSI Typasibl aKIaparT KOK.

1 sxac 3 alibinga runotpodusi, Mukpouedanus, TaMybIHbIH TEXeNyl, OeT
OWIIIBIKETTEPIHIH 3aKbIMAaHybI, KyM0Oe3 Topi3ai Ouik Tanaaii, TCP Gonmaysl,
caJMaK >KOFalTy 'KoHE (PU3HKAJBIK JaMY/IbIH apTTa KaJlyhbl.

4.2-kecte. Adramikbl Tekcepy Kesinjgeri qugdepeHunajabl JMArH03bl

BMC Amnrap mikanacel 6oibiHIIAl UIOTOHMS, OVJIIIBIKET
(6amanapaarsl TOMEH Oa, OKIICH1QJICI3IITT,
MUILITIK  KEJJETY, JAMYBIHH IUIEBPUT, OH ’KaK TOCTaFaHIIa-
cangany) texenyi, KOK geHreili conHecenarap CErMeHTIHIH
JKOFapHl, TOJIBIKKAHIbI 00CTPYKIHMSICHI, aC(UKCHS
JaMyFa KaOlIeTCi3IiK, TypaJibl aKknapar 0K, 0eT
[leprBEHTPUKYIIAPIBIK OYJIIBIKETTEPIHIH JICI3/IT,
arimakTarsl T2-nmeri KymOe3 Topi3/ii OuiK TaHJaM,
KApKbIHAbI CUTHAJL. TCP 6onmaysl, OMI -neri
MHUOIATHUSIIBIK ©3TepICTEP.
Muonarus Tyran ke3feri canaMmarblOTOachIiHIa XKYHKE-OYVIIIIBIKET

KaJIBIITHI, TUIIOTOHUSI, aypyJIaphl JKOK, KaH apajiacThIFbI
OVJIIIBIKET oncizairi, koK, KOK nenreiii con xorapsl,
OKIICHI >KacaHJbl KeJJIeTy MUKpoledanus.

KaXeT, 3 albIHOA

MapOKCU3MAaJIbIK

TaxXWKapaus JambiFad, 4

allpIHIa OH J)KaK

Oyiiperinae Tac maijga
OoiFaH, cajaMakK >KOFaJITy

JKOHE (hU3HUKATIBIK
JaMyBIHBIH apTTa Kajysl,
oer OVJIIIBIKETTePIHIH

oNci3airi, KymOe3 Topi3al
omik Tammaii, TCP koK,
OMI'-ne — MHONaTHSIIBIK
e3repicrep.
BynmpikeTTepain
KOMIIBIOTEPIIIK
ToMOTrpadHACHL: )KalblUIFaH
arpodus
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BymbIKeT OMONICHACBIHBIH AepekTepi (4 cyper)

|9 3 A W "4.1 cyper. H&E Gostys

i‘ - o .i “l R . . . .
ISR g “gy‘y, KEe31H/Ie: TAJIIBIKTAp OJIIEMIiHIH

- -0
A T ‘tj . o
A 8 - ol .S . esrepyi oprarua, Kei6ip
v P TaJIIBIKTap/IbIH SPOJIAPHI
; ,‘ YIFalFaH )KOHE OpTAChIHAA
¢ fopHanacka, Keoip
?T&HH_IHKTap)II)IH TasiKIIaJaphbl
< #*-0ap.
—

4.2 cyper. mGT: opTcrinaa
SIPONAPHI KOHE TasAKIIANAPEI
_Gap KelOip TajambIKTap

.

. & o ?' B K cypeT. AT®azamen 6OsTybI
- .t»' . Q'"‘Kes.in[e: I THOT] TaNIIBIKTapAbIH
)t b ' - aTpOQUSACEL

BynmbikeTTep OHONCHSICHIHBIH HITHIKEJIEePi
MuonaTtusibIK e3repicrep:

1. TanmbIKTap ©JIIIeMIHIH ©3repici, opTalia

2. KeliGip TanmubIKTapablH SApoiaphl YIFaiFaH xKoHe
OpTachbIHIA OPHAJIACKAH

3. KeliGip TanmbIKTapablH SAPOILILIIK CTepKEHbAEp1 0ap

4. | TUnTI TaMmBIKTApAbIH aTpOQUACHI

Korapbiia KeJTipijireH aepeKkrep CO3bLIMAJIBI MUONATHSIJIBIK aypPyabl
koepcereni. SAapoimiiik TagKmagapabiH 0oaybiMeH Oipre, Oy aepexrtep
MaJIMH/IIK eMec MUONIATUSIHBI Olixipeni.

1. JKanmbl OYIIIIBIKET 9JICI3/IT )KOHE TUIIOTOHUS
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2. TyraH Ke3/eri cajliMarbl KaJbIIThI, OKIEHIH epTe KeIAeTIIy],
3 aliga mapokcu3MaibIK Taxukapnaus, 4 aiiga oH OyilpekTe Tactap maiaa
OonraH, 1 xac 3 aiia caJMak >KOFaiTy >KoHE (DU3UKAJBIK JaMybl apTTa
KaJfaH, OeT OWIIIBIKETTepIHIH 3aKbIMJIaHYybl, KymMOe3 Topi3ai Ouik
tangai, TCP 6onmaraH.

3. K®OK nenreiti con xorapeutaran— 439 Xb/a (aopma: 62-
287)

4. OMI': MuonaTHsIbIK ©3repicTep

3. BynmbikeTTepAiH KOMIBIOTEPIIIK TOMOrpaduUsIChl: *KaWbUIFaH
arpodust

6. bynmsikerTepain Ovorncusicel: Snponapel yiFailFaH >KoHE

OpTachlHJla OpHAJACKAH TAJIIBIKTAp KOHE SAPOIIIUIIK TasKiIagapel 0ap
TaJIIBIKTap, | TUNTI TANIIBIKTAPBIH aTPOMUSICHI.
XKorappiga aranm KeATIPUITEHIAEPAIH OapibiFbl MHOMATUIIBIK — aypy/bl
kepcereni. Manunaik emec muonarusira kynik 6ap. Connaii-ak, ACTA1 reninig
MYTalUSIChl AHBIKTAJIIBI.

ACTA1 MUONIATHSAICBIH KOCA, TYa OiTKEH MUONIATHSJIAPFA KATBICThI
Heri3ri TyxkbIipbiMaap [21,22]

Kanka Oy/ImibIKeTTe1H /1€ SKCIPEeCCUsIIaHaThIH albda-akTuH 1-mai
konTaTeiH 1q42.13xpomocomaceiHaarsl reH. ACTA1 myTanusuiapbl MaqTuHIIK
eMecC 3 TUITI MUOTATUSHBI, KIHIITKe MUO(PUIaMEHTTEPIIH apThIK MOJIIEPIMEH
Tya OITKEH MUOTIATHUSHBI, OYJIIIBIKET TaJIIBIKTAPhl ©3€T1HIH 3aKbIMIaHYbIMEH
Tya OITKEH MUOTATUSHBI )KOHE TANIIBIKTAP TUIIHIH JTUCTIPONOPIUACHIMEH Tya
OITKEH MUOTIATUSHBI TYIBIPAIbI.

By KIMHUKATBIK jKOHE THCTOJIOTHSIIBIK OSNT1IepAiH reTeporeHaIIIrIMEeH
€pEKILIENICHETIH alyaH TypJil OYJIIIBIKET aypyiapblHbIH TOOBI.

OJieTTe, aypyablH MaHU(eCTalMsIChl HEOHATANIbI1 KE3EHT€ KEeJIeIl.

TM Auarto3sl KJIMHUKAIBIK KOPIHICTI MYKHUAT 3€PTTEYTe HEeT13/emyl
Her13/1ey1 *KoHe OacKa MuonaTusiIapAblH OOJybIH KOCIaFaH /1a, KOChIMIIIA
3epTTEyJIEepPMEH pacTalyhl THIC.

TM nuarHOCTHKACHI YIIIH THCTOMATOIOTUSUTBIK KIKTEME KeHIHEH
Tnaii1anaHblIabl )KOHE COHFBI Ke3/Iepl 3aMaHayy TEXHOJIOTUSIIAp/IbIH Naiaa
OomybIHa OaMJIaHBICTHI, OHBI KOOIHECE TEHETUKAJBIK JUATHOCTHKA
aJIMacCThIPaIbl.

Tya OiTkeH MHUONATHAJIAPABIH THCTOIIATOJIOTI UAJIBIK TI/IIITepi

Manunagik emecSHapoabIk OprajbIK TammubIKTap THIHIH

MHUONATHUSA MHUONATHUSA SIAPOJIbI AUCIPONOPUHUACHIMEH,
Tya OiTKeH MUONIATUA

bysbikeT Optanslk  sapoHbiHbymmbikerTep [ sxkonme Il Tunri

TAJIBIKTAPbIHAA MUONATHSICHI, OMONCUSICHIHAA  |OVJIIIBIKET

TasK TOPI3/l VCaK/COHaal-aK, — KONTEreH IMIKITaIIIBIKTaPbIHBIH

30




KOCBIHIbLTapIbIH
0OJTYBI. Oxn
KOCBLIBICTAp
['omopu
TPUXPOMBIMEH
OosuTFaH Ke3Jie
QHBIK
KepiHicTeNel,
PKOHE  HETI31HCH,
anb(da-aKTUH
YKOHE Z-TUCK
capkoMep
TaJIIBIKTaApbIHAH

TYpaJbl.

OYJIIBIKETTEP
OHOTICUSICHI

Ke31HJEr1 TOTBIFY
OeICEeHIUTITTHIH
OIIIAKTHIK
TOMEHJICY1HIH
FUCTONATOJIOTUSLITBIK
OenruiepiIMeH MHUHU-
YKOHE MYJIbTHUSIPOIIBI
MUOTIATHS.

HEMece
OpTachIHIA
OpHaJIaCKaH
sIposap,
HEKPO3ChI3
HeMece IIaMajiaH
TBIC
pereHeparusChI3.

OJIIIIeMIHIET1
albIPMAILIBLIBIK
MPOMOPLUHUOHAI emMec,
oyn kesgme | Tunmi
OWIIIBIKET TaNIIbIKTaphl
I[I  Tunrmi  OWIIBIKET
TaJIIBIKTapbIHAH

Kilipek Oonanbl.

%
o>

= 3

Tapanyer 26 000-man 1 »xarmaiiabl Kypaiinbl, xkoHe TM HeoHaTabIl

TUIIOTOHUSHBIH
TaObLIAbL. *

OapIbIK

YKaF 1aiIapblHbIH

TyblIFaH COTTEH erjie xacka JeHiHr1 MaHuecTarus.
basty yneiitin HeMece TYPaKThl KIMHUKAJIBIK aFbIM.
byn >karnmaiina KadbIThl MHTEIUVIEKT CaKTaldaibl XKOHE OPTAIBIK >KYHKe
Kyieci 3aKbIMIaHOAM TbI.
bacTankpl KIMHUKANBIK Oeiruiepl ©Te akblH O0Tybl MYMKIH: THIIOTOHUS
("cbL1OBIp 0anma CUHAPOMBI"), OVIIIIBIKET QICI3Ir], TUHOTPOdUs KoHe/HEMEce
KUMBUI-KO3FalabiC (DYHKIUSATIAPHl JaMYBIHBIH TeXenyl, OeT OYJIIIBIKETTEepIHIH
QNICI3AIrT (MUOMATUSUIIBIK O€T, MTO3 koHe odTansMonapes). Keline Heonaranbai
Ke3€HJIe TaMaKTaHJIbIpyFa apHaJfaH TYTIKTEpP/ll Maijiajlany KakeT OoJajbl, O
aybI3/IbIH alllbIK KaJIbIHIA OCKEeM/IETy1HE aJIbIl KeIeIi.
ConbIMEH KaTap, y3apTbUIFaH OET, MUKpPOTHATHs Hemece Omik KymOe3ml
TaHaal CUSKTBI OeT Aedopmanusiiapbl, COHIai-aK CKOJIMO3, KEy/le KYbICHIHBIH

Oarybl, xambac

OyBIHBIHBIH  ILIBIFYbI

HEMCCC

14%-bIHBIH

TabaH

cebeb1  OoJIBIm

CHAKTBI KaHKa

nedopmanusuiapel xui keznecedl. Kypcakimniaik gamy KaraailblHIa KaraHak
CYBIHBIH KOMNTIT1, IapaHa aKUHE3USIChl KOHE apTPOrpuro3 Oalkamybl MYMKIH

[23,24,25].
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4.3 kecrte. Tya 0iTKeH MUONIATUSIJIAPABIH ClIeHPUKAIBIK
KJIMHHUKAJBIK OeJrijiepi »koHe d1eTTe CoOJIapMeH 0alJIaHbICTBI TeHaep

KanuunkaabIk oeJrici a OITKeH MUONIATUHA/TEeH

Ke3niH 3aKbIM/1aHybI DNM2, MTMI1, RYR1
KypeKTiH 3aKbIMIaHYbI ACTA1l, MYH7, TTN

Kanka oynmbsikerrepinig nponopuuonan ACTA1, NEB, SEPN1, TPM3
€MeC QJICI3AINIMEH, THIHBIC MYILEIEPIHIH
3aKbIMJIAHYbI

Cyiipetinres Taban/Kybic TabaH DNM2, MYH7, NEB, TPM2,
TPM3

RYR1, SEPN1

NM, RYR1, SEPN1

CNM (DNM2, MTM1, RYR1),
NM

CNM (DNM2, MTM1-men
acTacKaH MUOIATUSHBIH aybIp
nopexeci), NM, RYR1 aysip
Topexect

OMBIPTKaHbIH Cipecyi
Ckonmo3s
ber OyIIIBIKETTepiHIH alKbIH QJICI3IT1

Tya OiTkeH aliKbIH TUIIOTOHUS MTMI1, NM, RYRI1

BacTanksl 6achlM OpPTaJIBIKTHIK RYRI1, SEPN1

TUTIOTOHUS

Bacranke Oynb0apibik ancizaik (copy, CNM (MTM1), NM, RYRI aysip
KYTY) nopexeci

Tybuiran ke3ae THIHBIC KOJJAPBIHBIH CNM (MTM1), NM, RYRI1 aysip
aybIp 3aKbIMJIaHYbI Topexect

Karepini runeprepmus RYRI1, DNM2, nuHamuH 2;

MTMI1, MuotyOynsapuH;
4.4 cypert. Tya OiTtken TypJi muonarusiiap kesingeri MTPT
[https://neuromuscular.wustl.edu |

-~ .
&
."‘J N\
Medial /£ #ieass” \
—" Vasti
N (8

MaJnHaiK eMec MUONIATHS, OpraasIk ssapo  |OpTansIK siApPo
ACTAI reni MHOIIATUSACHI, MHOIIATHACHI
RYR1

DNM2
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(! Magnus ”
Lateral Biceps
/,./
Crepxkenbaik  (Crep:xkenbaik  |bac: manHay|ApKa: YKYJIBIH
MHOIIATHSI, MHOIIATHS, OWJIIIBIKETI MaHBI
NOMMHAHTTHI (defioMmuHaHTTBI, [Kam0ac: anabIHFB|OYJIIIBIKETTEPI




novo) ACTA1ACTA1(Gly50SeOynmbiker > apTkpiKambac: apTKbI
(Thr204Ile): r): OWJIIIBIKET, OWJIIIBIKET,
MoiibiH: keyae-MoMBbIH: KeyAe-pKalllaK OYJIIBIKET,)KaMOaCThIH
OyraHa- OyraHa- TITIHII OVJIIIBIKET,OKEJIEeTiH
eMI31KTIpI3/1 eMI31KTIpI3/1 YJIKEH OKEJIETIHOYIIIIBIKETI:
Kambac: tirinmZKamoac: OYJIIIBIKET bunernc:
OYJIIIBIKET> KaMOaCThIH KapThLIal
KaMOaCTbIH ApaJIBIKTHIK KapFaKThl
OKEJIeTIH KaJIaK KOHE OYJIIIBIKET
OWIIIBIKETTEPl  [TaTepabl

KaJIaK

OYJIIIBIKETTEP1

4.4-xecre. TYA BITKEH MUOITATUSAJIAPABIH

JUOO®EPEHIIUAJIABI JUATHOCTUKACBHI
Bymmbikerrepain |Tya Oitken 1|Ilomne aypybin Koca,| Tya OiTken Kynbin

Tya OiTKeH THITI MeTa00JIM3MAIK  |MHACTEHHMAIbI Oy TIIbIKeTTePiH
AucTpodusaIapsl | MHOTOHUSLI MHONIATHUSIAP K in aTrpodusicol
BIK CHHApOMIAp

K®K neitareitiniyg MuoTtoHusS BynmbikeTTiH Kyienepnin Tin
KAJIBITITHI MOHIHEH 0€C CHMIITOMBI  (KaJFaH)runeprpodu  KalTamaHa  (acHuKyasIusia
€CEeZICH apThIK SIChI OYJIIIBIKET OepeTiH pBI
JKOFapbLIaybl TUCTPOMUACHIH  CTUMYIISALUSACHI
BynmbikeTTiH Oinaipeni. KoHe Oip
(>xanraH)runepTpodu TaJIIIBIKTHI
ACBI JNIEKTPOMHOTP
Bybnapasig ad

mamMajgaH ThIC
TUIICPCO3bLIIF BIIITHIFbI

(COL6)
ECTE ¥CTAY KAXKET!!! TM XXOHE KATEPJII TUTIEPTEPMUA (KI') [25]
1. KI' Oyn ewmipre kayinm TOHAIPETIH, IIYFbUT MEAUIIMHAIBIK KOMEK

KOPCETY/ll KAKET €TETIH kKoHe KeHOIp aHeCTeTUKTEP/IL, acipece, YIIna ra3aap/sl
XKOHE CYKIMHUWIXOJIMH CHUSIKTBI JEMOISPU3ALUSIANTEIH MUOPEIAKCAHTTAP/IbI
nailaiaHy/IblH HOTHXKECIHAE TUMEPTEPMUSIMEH, OVIIIBIKETTEP/IIH CippecyiMeH
KOHE TUIepMeTa00IN3MMEH CUTIATTaIaThIH Kal-KyH.

2. KI' emzaey yuiiH KanbIUWIIH pUAHOAMHIIK perentop 1 apKbUIbl
KacylIallriiik 0ocar mbIFyblHA KAPChl 9cep OEpeTiH AAaHTPOJIEH HKOHE KOChIMIIA
JeMeyIIIl eM Iapaiapbl KOJIAaHbLUIa kL.

3. TM 6ap nmauuentre KI'-Fa Kyaik TybIHIANIbI, €TEP:

1. otbackuTBIK aHamHe31Hae KI' aFbIMbI OH OOJIFaH;

2. OYpBIH aHECTE3UIMEH KUBIHABIKTAPhl OOJIFaH;

3. nanreHTre RYR1 myranusce! gonengeHres.

Tya 6iTkeH MUONIATUSJIAPABIH KBICKAILA CUNIATAMACHI:
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TM nuarHOCTUKACHI YIIH KIMHUAKAIBIK Oeriiaep, OVIMIBIKET OUOIICHSICHI,
OWIIIBIKETTEPIl BU3yaIU3alUsIIAY JKOHE TeHETUKAJIBIK TaJlayiap KaxkeT.

EMpey xylike-OyJIIIBIKET aypylapblH eMIIJIEyTe MaMaHJaHFaH KernOeniH i
KOMaHIaHbIH KOMETIMEH JKYy3ere achlpbliabl, OH/Ia Oanansap HEBPOJIOTHI
MaHBI3IbI Pl aTKapabl. Ka3ipri ke3zie Tek AeMeylili eM KOJKETIMI1, 1eTeHMEH
’KaHa MaTOMEXaHU3M/IEPIH 13/1ey KYPTi3UIiM KaThlp KoHE TeH/IIK Tepamnus
oaicTepi 3epTTeny/e.

5 xarpaii. lepmaromuo3zur

AKarmaiaplH cunarramMacoli: 67 xac, ep agam

Heri3ri marbiMaapbl: OYJIIIBIKET QJICI3/IT KOHE aybIPYbI

AHaMHe3i: KaJIBIIIThI

OT0achLIBIK aHAMHE3: )KYHKe-OWIIIBIKET aypyJaphl KOK

MennuuHabIK TEKCepy: KoOiHece MPOKCUMAabl OVIIIIBIKETTePIIH
alKbIH QJICI3/1Ir1, 0T OYJIIIBIKETTepiHIH cyHipnenyi. XKeHun qucdarus.
Bynbsiket arpodusachl askTap MEH apKaHbIH TPOKCUMAIIb/I1 OYJIIIBIKETTEPIHAC
ne Oalikananbl. By mbIKeTTepAiH aybIpybl )KaMOacThIH TOPT 0aCThI
OVIIIBIKETIH/E, ACIbTa TOP13/11 OWIMIBIKETTE )KOHE UBIKTBIH €K1 0aCThI
OyIIbIKeTIHAE 0011bl. BanThlp OYIIIBIKETTEPIHIH TUIEPTPODUSICHI
anbIkTanMaabl [oBepc cumnromsl oH. TCP 6onMaran. ['enrorponTsl OepTHEHi,
[oTTpoH namynanapbiH koHE "MEXaHUKTIH KOJAaphl" CUMIITOMBIH KOca, Tepi
Oeptnenepi OalKaaIMaIbl.

3eprxananslk 3eprreyiaepain gepexrepi: KOK 118 Xb/n (Hopmana 26-287),
ayroantuaenenep: Jo-1 (-), ANA 320 x TeHOL1a1

OMI': epre pekpyTanusiiany, GUuOPUIUISIKS, TOJIKbIH aMIUTUTYAaCchl TOMEH
nonudazanbK O1pIiKTep

OKI': KaabInThI

Keyne KybICBIHBIH pEHTTEHI: HHTEPCTUIIUAIIb/I1 THEBMOHUS JKOK

5.1-kecte. ChipKkaTHaMa

67 xac

65 1. 11m.
YPLIBIK
OyBIHBI XKOHE
xambac

CTanuoHapra
OyJIIIBIKeTTepiHi
H yaemeri
oncizirine

OWIIIBIKTTE] . OailIaHBICThI
iﬂjympznm,p 66 ixac 10 aif TYCKeH, 1 5Kbu1
KO3FaJlFaH 66 :xac 7 JKYPIeH Ke3zie irinzge 20 xr-re

Ke3ae aii OasaKThl apBIKTaraH
KyLueiiesi nucharus naiiganianausl (67—47)
® ® ® o o ® ®

66 xkac 3 aii 66 xac 8 ait 63;:_‘:;;{_1&1“
KOJBIHEH, KYpreH apbachin
MIPOKCUMATBIL Ke3jeri Gipreme per

OyJImBIKeTTepi
HJIE AYBIPY MEH
QIICI3IIK
GacrairaH

KHUBIHIBIKTAp
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BymbikeT OMONICHSICBIHBIH AepekTepi (S cyper)

5.1 cyper. H&E 6osutys ke3inpe:
| [TaTIIBIKTAP/IbIH OJIIIEMIH/Ie AKbIH
allpIpMaIIbUIBIKTap Oaiikanabl,
nmuametpi 10-Han 120 Mmukponra
neifin. ki saponapel 6ap
TanmubIKTap 6ap. XKeHin Hemece
opTaria SHAOMHU3HAIBAI PrOpo3

. [6atikanaapl. TanmbIKTapIbIH
nepudacKyIIpIIbIK aTPOPUSICHI
Oaifkanael (KOK ChI3BIKTAP).
bipHerie TambIKTa KOTICHIFaH
BaKyoJIbJIep Oaiikamaibl.

5.2 cyper. MGT 6osinysl Ke3iHfe:
OYJTIIIBIKETTEPIiH KbI3bLIT
TanbIKTapbiHbIH Y311yl (RRF),
PKUEKTEpiH/Ie MAIMH/IIK eMec
TasKIIagap MEH BaKyOJIbAep
Oaiikanmaiiasl. byn Ouorncus
[IETKEP1 KYUKEHI KaMThIMANTbI

5.3 cyper. NADH-TR 6osimybt
Ke3iHJIe: Mepu(acKysIpIbIK aiiMaKTa
| MuoduOpuIaapaibIK TOpIap alKeIH
BIJIBIPAFaH.

5.4 cyper. C/I" Gosutysl ke3iHzae:
© |kaH xypeTiH Tambipnap C/AI-re

- |(SSV) KapKbIHIIBI peakusIMeH
KepiHOe/Ii.




|55 cypeTt. bipHele TalbIKTaFbl,
 |conbIn iminze, nepudackyiApIbIK

. [afimakTaFbl KBIIKBUT (hocaTazaHbiH
 |6enceniniri (KoK ChI3HIK).

5.6 cyper. AT®a3ameH O0suTyBI
ke3inze: 1, 2A, 2B xxone 2C tunri
TanmbikTap 40%, 40%, 15% xone
5% xypaiiapl. 1 xoHe 2 TUMTI
TaJIIBIKTAP IBIH aTPO(UICHI
Oalikanaabl
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HNMMyHOrHCTOXUMUSA

5.7 cypert. MxA 3eptreyi Ke3iHae*:
nepudacKyIsIpibIK atMakTarsl MXA
skcnpeccusicsl (1 TunTi
UHTEPPEPOH)

*- MukcoBHpycTapra Te3imMai
A axyb13bl | THOTI HHTEPhHEPOHHBIH
OHIIpiTyiHIHMapKepi OOJIbII
TaOBUIABI

5.8 cyper. MAC 3eprreyi ke3iHje:
KaMJUIIPIIBIK 16Ty OaiKayiaibl.

Kesiecisiepmen MuonatusijibIK e3repicrep:

1) TanmbIK eJeMiHiH 63repici, alKbIH

2) HekpoznanraH jxoHE pereHepalusUIailThIH TallIbIKTap, OlpHelIey

3) lepudackynsapnbik arpodus

4) 1 xoHe 2 TUNTI TammbIKTapAbH atpodusacel 5) 2C TUOTI TaIIIBIKTap,
azfaraH MeJlIepae

JKorapeima KenTipiAreH IepeKkTep CO3bUIMANIBI aypyabl Oimmipesi, ycak
TaJIIBIKTAp TEK MepupacKyaIpiblK aiMakTapaa Oonaasl, Ol AEpMaTOMHO3ZUTTI
kepcetemi. Tyoereiini nuarno3 UI'X HeriziHe KONBLUIAIHI.

UI'X Hotmxenepimern Oipre (mepudackyaspiablK ailMakTarbl MXA
sKcpeccuschl xoHe MAC-Ta KanwuispaapAblH KHHAKTAIYBI), 1€PMaTOMUO3UT
JIMarHO3bIHA COMKEC KeJeIl.

JepmaToMuo3uT 0olibIHIIA dae0ueTTepai moay [21]

1. Hepmatomuo3ur — Oyi1  KaObIHY MuHOMAaTHsiIapbl TOOBIHA
OipiKTipiieTiH, Xype maiiga OonraH Oy3pUTYJIapAbIH YIKEH >KOHE TeTepOTeHIl
TOOBIHBIH AypPYHI.

2. by neanarpusuibIK TOXKipuOeaeri alTapabIKTail MaHBI3IBI aypy.

3. KaOpiHy MUOMATHSACHIHBIH TYPiH aHBIKTAy MAaHbBI3IbI, OUTKEHI
OJIapbIH KOMIIUIIT1 19pi-T9pMEKTEPMEH JKaKChl eMIeTe .
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4. JlereHMeH, Tepamus pexuMIIepl SPTYpal OONybl MYMKIH 3>KOHE
KOPTUKOUJITAPALl KOJAaHy OlpKarap >karjaiylapaa CTaHAAPTTHI KOHE THUIMII
oic GONFaHBIMEH, KAFBIMCBI3 peaklusIapIbl OakblIay KaKeT; COHBIMEH KaTap,
Tepamnusra »ayarn OapiiblK >Karjainapna Oalikanmaiael (Mbicanbl, IBM 0Gap
MalnueHTTepie KoOiHece, KOPTUKOCTEPOUATAPAbl KOJIAaHyFa »Kayar OOJIMaiiibl,
eiiTkeH1 IBM epecek sxacTarbl MaluEHTTEPAIH aypybl).

Ocbl aypyabIH KJIMHUKAJBIK KOPIHICIHE TOH ayTOaHTH/IEHeIep:
1. Tepigeri 6eptneciz IM: Mi-2, MDAS, SAE, NxP-2, CADM
2. Okne xetkinike3airi: MDAS, Um-2, TIFly

3. Karepmi xxana ty3umiM: tifly

Ocsl xkaraail 00MbIHIIA HEri3ri TYKBIPbIMAAPD

1. ByJIIIBIKETTIH yAEMEN QJICI3IT1 KOHE aybIPYbl

2. beptrie

3. HMucdarus

4. ANA-Fa OH HOTHXE

3. OMI: epre pekpyrauusiany, QUOPWLIALMSA, TOJKBIH
aMILTUTYJAChl TOMEH NOJIU(a3alibIK O1pIiKTep

6. Aypy MaHU]eCTaUSACHIHBIH Kachl: 65 )KacTaH KeiH

bymmeikertepain  Ouoncusicel  xkoHe WI'X: mnepudackynsapiabix
aiimakTarbl MXA »skcnpeccusacbiMeH koHe MAC-Ta kanuuisapiiap.ibiH

KUHAKTaTybIMeH Oipre mnepudackyispiablK arpodus 1epMaTOMHO3UT
NIUAaTHO3bIHA COMKEC KeJe/l.

Byu1 aypynsl crepouarapabiH KeMeriMeHn emjeyre 00J1aTbIH
emi!!!!
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5.2-kecte. Inddepenumanabl Juaraos3 [21]

JdepMaToMno3uT Byabimker
nucTpodusaapbl

Manupecranuscel

Aypy

Kype naiina 6onraH, TYKBIM KyaJlalTBIH, CO3BIIIMAJIBI

KeIel aypy
bamnaneIk makran erme bamaneIk nrax xoHe opra xKac

MaHH(eCcTalUACBIHBIH X)acKa AeiliH, TinTi 60

Kacbl
bynmeikeTTepain
3aKbIMJJAHYbI

Bynmsiket ancizairi

K®K nenreiii

Karepmi xaHa
TY3UTIMAEpMEH
0alIaHBICTHIIBIFBI
Tepineri e3repicrep

Kan capsicybIiHaars
aHTUJCHEIIEP
bynmeikerrepre
xkacamrad MPT

Empaey nyckacol

’Kacka JIeuiH

Tapanys! op Typii BynmbikeTnucTpohusiIChIHBIH
TUIIHE OANIaHBICTHI TAH1AYJIbI
OYJIIIBIKETTEP

Kenen, mpokcumanpai, KebiHece cHMMETPHSIIBI,

OpHAJIaCyhl 9p TYpIIi, KEKeJIereH OYJIIIBIKETTED,

KbUIAaM YIASUTIH, CO3BIIIMAJTBI, JKal-KyH O1pTIHACT

OWJIIIBIKET aypybIMEH HalllapJIaiibl, aybIPCHIHY

KaTap XypeTiH OoMMai bl

Korapsl, 5000-Han Korapsl, kebiHece 5000-nan

acrian bl JKOFaphl

k) Kok

N (renmmotponTsl HeMece Kok
KYJTiH OeprTIie, acipece

KO3I1H aJIAbIH/A, 5KaK
aliMarbIH/A, THIPHAK
OUBIFEIHBIH

aHAJIaChIHIAFEI, TI3€IeT1
JKOHE IIBIHTAKTaFbI

pUTEMA, FOBEHUIIB/II aypy

JKarmaubIHIa —

KaJIBbIIUHO3)

0)¢ Tepic

TepiacTei-menman Maii unpunpTpanmsce 6ap
KaOaThIHBIH ICIHY1 KOHE  OYJIIIBIKETTEPIH CHEeUU(PHUKATBIK
KaObIHY e3repicTepi 3aKbIMJIAHYBI

Osrepicrep

crielu(pUKaIbIK eMeC

Kemnminik sxargaimap Emnenmeiiai (ke xargaimapaa
CTEpOUATHI TEPANUSIHBl ~ CUMITOMATUKAJIBIK €M
KOJIIaHBIN eMJeNel KYpriziiesni)
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6 :xarnaid. {ucepaunHonarust

AKarpaiabig cunarramackl: 30 xac, ep agam

1. Heri3ri marbIMBbL: )KYPIC-TYPBICTBIH OY3bLTYbI

2. AHaMHe31: MaHbI3/Ibl EMEC

3. OT0OachUIBIK aHAMHE31: )KYUKEe-OYJIIIBIKET aypyJaphl )KOK, KaH
apaacThIFbI )KOK

4. MenuuuHanibIK TEKCepy: asiKTap/blH TUCTAIbI

OemikTepiHAeri >KeHin oici3mik. On Typa aaMalThIH HeMece asKThIH
VIIBIMEH JI€ JKype aiMalTeiH Oonabl. bantelp OyIIIBIKETTEPiHIH
arpodusicel Oaikanabl. [IpokcuManbal  OYJIIIBIKETTEpIHIE a3IaraH
oncizaik Oaivikanael. Caycak OWIIIBIKETTEPIHIH QJICI3AINT OallKaiMaibl.
ber OynmbikeTTepiHiH 3aKbIMAaHybl OaiikamManbl. AXWUI CIHIPIHIH

peduiekcTepi TOMEHIETEH.

3. 3eprxananslk 3eprreyiaepain aepekrep: KOK: 4800 Xb/n

(Hopma <189)
6. bynmsikerrepain

KOMITBIOTEPJIIK TOMOTPaHUsICHI:

OWIIIBIKETTEPIHIET] Mail e3repicTepi

a 6.1 cyper.

0anThIp

CobipkaTHama

20 :kac

MEIUIHAIBIK TEKCEPY
Ke3iHje
TpaHCaMUHa3aIap
JeHreili JKoFaps! OOoJFaH.
backa marsMIapbl JKOK

23 :kac

JICHE
JKYKTEMECIHEH
KEHiH eKi
OaNTHIPHIHBIH
OyTsIKeTepi
TYPAKTHI Typ/ie
ayBIpaJIbI

25 :kac

JKYPreH Ke3ze
KUBIH/IBIKTAP Il CE3IHTeH
JKOHE ASIFBIHBIH YIITBIMEH

KYpe anMasl.
JIIEKTPUIKA/IA TYPY KHBIH

OourraH.

30 :kac

aypyxaHara
JKATKBI3bUIFaH KOHE

OyIIBIKETTepiHe
OuoricHs JkacaFaH
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6.7 cyper. B HILIKeT ﬁnoncm{cmnmu AepeKTepi

s

~ _' = (6.2 cyper

: - |H&E OO0sITYBI Ke31HJIe: TAIBIKTAPABIH

~ |emmemi opramia aykeimaa, auamertpi 20
* mMukpoHHaH 80 MUKpPOHFa JEHiH aybITKbII
Typasbl. bipHelie HeKpo31aIFaH KoHe
OipHere pereHepaysUIaHaThIH TATIIBIK
Oaiikananel. KeilOip TanmbIKTapIbiH imKi
siposapel 6ap. OpTaiia YHI0MU3UATBII
¢ubpo3 Gaiikanaibl.

6.3 cyper. MGT Gosutysl Ke3iHT€E:
OYJIIIBIKETTEPAIH KbI3bLI TAJIIBIKTAPBIHBIH
y3inyi (RRF), xuexrepinne MamTuHIiK eMec
TasKIIaJap MEH BaKyoJbaep OaiikaiMaiiibl.
by 6uoncus merkepi )KyYWKeHi KaMThIMai bl

6.4 cyper. NADH-TR Gosimysl ke3iHfe:
KelOip HEKPO3JalThIH TANIIBIKTapaH

¥ 0omiHETIH MEXMHUO(DUOPHILIANIBIK TOpIap
{00IaBI.

6.5 cyper. C/II" Gosutysl Ke3iHae: KaH
oxypetin Tambipiap CII-re (SSV) KapKbIHIbI
|peakusiMeH KepiHOeuIi.
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6.6 cyper. AT®a3amen 00suTybI Ke3iHE:
TaJIIBIKTap TUNTEPIHH TONTACYBI
Oarikanmarigel. 1, 2A, 2B xone 2C Tunri
tanmbikTap 40%, 35%, 15% xone 5%

{

Jducdepaun 3kcnpeccusicbl KaJabINTHI

Bi3nin xarnaiibiMbizaa nucdepianx
HKCIPECCHSACHI KOK

Kesiecisiepmen MuonatusijibIK e3repicrep:

1. TanmeikTap eameMiHiy e3repici, opramia

2. HexpospanraH )xoHe pereHepannsuIaHaTblH TAIIBIKTAP,
coiikeciHmie GipHemey

3. 2C TUMTI TAIMIBIKTAP, a3aFaH MOJIIIepe

JKorappina KeATipiareH AepeKTep OYIIIBIKETTIH aybIPIbIFbI )KEH1T
JOpEKeTi, CO3BUIMAIBI TUCTpoPusHbI Kopcereni. Tyoereiini quaraos MI'X
Heri3inae Konbutanel. MI'X HoTHXKENepiMeH Oipre OVI1 1epeKTep
nuchepaHOIaTHs TUATHO3BIHA COUKEC KENEe/Il.

MPT-nma 6anteip OYJIIIBIKETTEPI KOK, OV 1a AUCHEPIMHOMATHS
JIMarHO3bIHA COMKEC KeJeIl.
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6.8 cyper. BuzyanusanusJiay 3eprreyJiepiHiH gepexkrepi
[https://neuromuscular.wustl.edu |

Vastus
Lateralis

KoJi: ubik OyKKimi
Kamoac: ki 0exce OYIIIIBIKETI

Can: oKeneTiH OYJIIIBIKETTED: KaMaK OYJIIIBIKETTED; KapThlJIal xKapFaKThl
OVJIIIBIKETTEP

ASIK: OaJTBIP, MEIUAIIB1 OYJINIBIKETTED

6.9 cyper. Bi3aiH xkaraailbIMbI3Iarbl OYIIIBIKETTEPAIH KOMIBIOTEPJIIK
TOMOTrpadusChl
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Ocnbl karnaii 00MBIHIIA HETI3T TYKbIPBIMAAP:

1. 30 xac, ep agam
2. Heri3ri marbIMbL: KYpPiC-TYPBICTBIH OY3bLITYbI
3. MenuuuHanbIK TeKCepy: asKTapblH AUCTAIbI1 OOIIKTEPIHIALT1

AKEHLIT QJICI3/IIK, TYpa aaMaiIbl HEMeCe asFbIHBIH YIIBIMEH XKYpPe aliMaiibl,
O0anThlp OWIIBIKETTE1HIH aTpodusichl. [Ipokcumanbai OYIIIBIKETTEPAIH a3laFaH
ancizairi. Caycak OYJIIIBIKETTEPIHIH QJICI3/IrT HeMece OeT OYJIIIBIKETTePIHIH
3aKbIMJIaHyJIaphl OaliKanMaiabl. AXUIT CiHIPIHIH pedaeKkcTepi TOMEH/IETEH.

4. K®K: nenreiti xorapst 4800 Xb/n (Hopmana <189)

3. BynmbikeTTepiiH KOMIBIOTEPIIIK TOMOTpadusChl: OaNThIP
OWIIIBIKETTEPIHIET] Mail e3repicTepi
6. BbynmsikerTepain ouoncusce xxoHe UI'X: co3plmMansl

MUOMATHUSIIBIK aypy, AUCHEPIUH IKCIPECCHUSICHI KOK.
XKorapbiga KeATIpUIreH JepeKTEePIiH OapIbIFbl TUCHEPIUHONATUIFA
(LGMD2B) coiikec keneni

Jucoepannonarusira moay [26]

Auchepannonarus

6.1 xecre. /IuchepiauHonaTUAHBIH KIKTENYi

JAucepauHonaTuss AUATHO3bI aypyabl OijggipeTiH KJIMHUKAJIBIK
KopiHicTepi 0ap, sKOHe MOJIEKYJIAIbIK-TEHETHKAJBIK 3ePTTEeYylIiH KoMeriMeH
aHbIKTAJFaHOuALIeabAiDYSF mnaroreHai Hyckajgapsl 0ap TOITA
KOMBbLIA/IbI.
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Muomuain Oy ImbIKeT
muctpoduscel (MB/I)

» OpTaHFbl HeMece KeHiHT1 OaTabiK
[IIAKTaFbl HEMECE epTe ePEeCeKTiK
Ke3eH/eri MaHU(eCTalUACHL; aypy
MaHH(eCTaIMIChI YIIIIH OpTalla »ac
mamacel — 19,0 sxac *Jlucranbi
OYJIIIBIKETTEPAIH OaCTaNKbl KOHE
0ACBIM QIICI3/IIT], ASIK-KOJIIApPIbI,
ocipece, OanTHIp OYIIIBIKETTEPIH
(ssFHH, OANITBHIPIBIH XKOHE
KaMOanaTopizai OyJIIIBIKeTTep/1)
KaMTHbI *basy yzaeyi

*Kan capeicypinarsl KOK
KOHLICHTPALUSICHIHBIH KOFapbLIayHl,
koOiHece HopmanaH 10-100 ece
pkorapel; KOK opramma nenreii: 8,940
Xb/n

*Kebinece OMI -narbl MHOTEHAIK
naTTepH

ASIK-KO0JI-0e/11iH 2B TunTi OyjmbikeT
nuctpodusicel (LGMD2B) « bacrankpeigarb
0achIM QJICI3JIIK KOHE )KaMbac OYIIIIBIKETTEPI MEH
WBIK OenieyiHiH aTpodusichl

» Keiiinri »acecnipiMIiK Ke3eHIer1 Hemece
Kelripek OUTIHEeTiH, asKTapAbIH MPOKCUMAII]
OYIIIBIKETTepiHACT] MaHU(ECTALUSACHI

* basy yzneyi

* Kan capsicybiniarsl KOK KOHIIEHTpalUsICHIHBIH
KATThI )KOFapbUIayhl */lucTanbi OYIIIBIKETTepAIH
3aKbIM/IaHYbl, KIMHUKAJIBIK KaJlarajay Ke3iH/e
QHBIKTAJIMAFaH )KOHE MYKHUSAT TeKcepy Hemece
oymmbikeTTepaiH KT mer MPT cusKThI KOChIMIIIA
3epTTeyJiep Ke31He aHbIKTaFaH

MuHOPJIBIK peHOTHIITEP

CumMnroMchbI3
runepKpeaTuHKUHA3eMU

YJIKeH KUTIHIIIK cyileriHig
aJ/ILIHFbI TOOBIHBIH 0acTaNKbI
3aKbIMAAHYBIMEH M CTAJIb/AI MUONIATHS
(DMAT)

TE€K KaH KapbICybIHAAFbI
K®K KOHIIEHTpalUsChIHBIH FaHa
AMKbIH KOFapblUIaybIMEH
CUIIaTTaIa bl

kebiHece, asKTapabl, dcipece, asKThIH
QJIIBIHFBI OOJIT1HIH OYIIIBIKETTEPIH
3aKbIMJIANTHIH, TUCTATBI1
OVJIIBIKETTEP/11H OaCTaIKbI 9JICI3AITIMEH
CHIIaTTaJIaJIbl

6.3-xecre. @eHoTHNTEPAl TaHAAYJIBI Oerisiepi 00MBIHIIA CATBICTBIPY [26]

Bearici _______________________MMD__|LGMD2B

IalbI3bI

Aypy ManudecTalUACHIHbIH OPTAIIA

JKachl (IMAMA30HbI)

OuerimTi maigagany Kaxer 00JaraH
oprama ;kac (MaHudecTanUAIAH KeliHri (16 xac)

JKbLILIAP)

Aam myreaexTep ap0achiHa TAHBUIFAH 42 § jcac ’

1 1
49,8% 39,2%
22,1 xac 1 28,2 xac 1
(10-48) (10-63)
35,5 wac 2
AN 39,3 xac
(13,6 xac)
2
45,1 xac
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Ke3eH (aypyabiH MmanudecranusicblHan (22,8 xac) (21,4 xac)
KeHiHri )Kbl1Iap)
K®K oprama agenreii 4 44() : 3481 :
Kypek TapanbiHaH 0y3bLIyJIap 3,6% ’
TeIHBIC MYLIEIEpPi TApaNIbIHAH o 2
0y3bLIyJIap 22.,8%
JAu¢ppepeHunangbl TUATHOCTHKA
1. backa LGMD — rennep naHesniHiH KOMEriMeH aKbIpaTyFa 00JaIbl
2. JucTanpi Muonarusuiap (TOMEHIEr1 KecTe)
3. HNuctpodunonarusnap (JIbJ1/bb/1) — Oip xkaceiaga, DMD

redingeri mytanus, KOK nexreiil ete sxorapbl

YPYABIH

TyKkb1 MaHH(ecTaI

M
KyaJia Kesinjeri

HSICHI BacTankbLx

OyIIIbIKETTe
P TOOBI

AiH  opTamia xKac
TUI

maMachbl

6.4-xecre. Jlucranbai MuonaTusiHbIH Tu¢ ¢ epeHuaIbl JTMATHOCTHKACHI [26]

Kan

a (CAPBICYBIHIAFBI

a
KOHICHTPAaIUsA
ChbI

3aKkbIMJAaHFaH KP€ATUHKUHA3 By mmbIkeTTepaiH

OMOIICHSCHI

(:xac)
Hopwma nHemece?;
\Muonamus GNE A}IKTap)lI’IH QICTTC )KI/ICKTCMCI[eFi
GNE . [AP  [20-40
(HoHakThIH qUCTaIbII AJIIBIHFBI HOpManaH <4  [BaKyoJbIEp
MHUOTIATHSICHI) Oeiri ece JKOFaphbl
ILDB3 Mno¢puOpriisipibIK AsIKTapIbIH BakyosbIik )koHe
(ZASPMuonarus 4 (OMIM AK  [>40 AJITBIHFBI KasbinTe! MUO(QUOPHILIATBIK
.. Hemece con T
609452) Ooiri MUOTIATHS
Bytiipmik
YHIp AcMMeTpUsI
o AMHUOTPOPHSIBIK N e | i
3 ciciepos 21 AK - 135-60 MEH KOJIIap; ec(e):pxsgaa HLI ; BaII/:eI;JTIiMzﬂen
(6ypuiEMPD2) (ALS ROZARD; P YOIRAEP
mucoHus
[II0JTYBIH KapaHbI3)
AJIIBIHFBI ACBIKTHI
PKLTIK
... . [OgerTe .
DKimiHmmikTi OWIIIBIKETTEPiHACT
ot i PKOHE asiKTBIH (IBITTBL CHPety TaNnmbIKTapAbIH |
My ACTaIR L AK |5 KarTaiina BRI
MUOTIATHUSCHI Oac OapMarbIH TUNTI aTPOQUACHL;
HOpMaJaH 8§ ece .
bPKa3FBILTap POKCHUMAIbIi
PKOFaphbl .
OyIIIBIKETTEpET]
[mucniponopuys
Mo uOpHILIATBIK ApTKBI > BakyonbIik xkoHe
];,/[YO muonarus 3 (OMIM  [AK  [>40 AJIIBIHFBI Aspan 1 MHO(DHUOPUILTATIBIK
609200) AsKTapIaFbl MHOIIATHS
. AK PKuekremeneri
TIAl [Benaumepain >40 AsiK 6achiHbIH [KambimTsl
AP BaKyOJIbAED
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ncTanbIl 1K1
Muonarusicel (OMIM OyYIIIBIKETTEPI
604454) KOHE
caycaKTap.Ibl
HKa3FBIILTAP
Y i mucranbai
MHOTIATHICHl — '
TTN  biminmix AK 30 AsKTApIBIH KanbmTe PKueexremeneri +
. Hemece coll | [BaKyoJIbAEp
OYJTIIBIKETIHIH QT IBIHFBI
mUCTPOHSICHI Oemiri
Emi
Manugpecmayuscor Ke3iHoezl emOenyi: JluchepamHonaTUsHbIH

MaKkyJiJJanFaH eMi >KOK. EMi Tek cummnromarukaiblK. OHBl op MAIlUEHT YIIiH
KEKeJer JKOHE HaKThl O1p KOCalIKbl TUIKE OalaHbICTHI TaHay KaxeT. JKekeneit
emMaey (U3MOTEpanusiHbI, KO3FalyFa apHaJFaH KOCHIMINIA KYpalJapbiH
KOJIJIAHY/IbI, OPTOMEAVSUIBIK AaCKBIHYJIAp KEIHIET1 XUPYPTHUSUIBIK apajacyjbl,
TBIHBIC alyAbl JAEMEyre apHajFaH KypajJapAbl JKOHE OJIEYMETTIK KOHE
HOMOIIMOHAJIIBI KOJAAYAbl KAMTYBI MYMKIH.

Kaoasanay: bBynmiblkeT KyiniH, (YHKIUOHAIABIK KYWIH, KYHJETIKTI
OenceHaALTIKTI, OybIHIApAAFbl KO3FAJBIC KOJIEMiH, TEMe-TeHIK IEH CBhIPTKBI
TBIHBIC ~ ally  (QYHKIUACHIH  KOHE JKYperi  3akpIMJIaHFaH  ajamjapia
KapJMOMUONaTHsl OeNriiepiHiH OOMYbIH KbUI CABIHFBI OaKbLIaY.

Kapacmuipviimayer muic 3ammap / scazoatinap: CeMi3AiKKe YIIbIpamay
YIIIH calIMaKThl OaKbLIay

7 xarpai. "Cpu10b1p 0aJ1a" CHHAPOMBI

Karnpaiinbin cunarramacel 1 xac 4 aif, ep 6ana

[TanrieHT neHi cay JKOHE KaH >KarblHAH TYBICTBIFBI KOK aTa-aHAHbIH €KIHIII
Oamacel. On omerrTeri, ©3AIriHEH OOCaHyIbIH HOTWXKECIHAE TYbUIFaH.
[lepuHaranaplk >KoHE HEOHATANJBIK Ke3€HIEpAe elIKaHAa KUBIHABIKTAp
TybIHIaMaFaH. 7 albIiHAa OallaHbIH ChUIOBIpJaHa OacTaraHbl, OAachIH HaIlap
YCTANTBIHBI JKOHE TOCBHIH KMMbLULAaphl OaiiikanraH. Con »KaFmaibl caKTajFaH,
KeHiHipek 15 alibiHAa 011 TeKcepy YILIH aypyXaHara >KaTKbI3bUIFaH.

Jlamy carbuiapbiHia: 6 alibiHAa OachIH YCTAybIHBIH KOHE | KachIHAa ayHail
aTybIHBIH TEXEITCeH1 aHBIKTAJIFaH:

Texkcepy coTiHIEe 0J1 ©3[IrHEH OThIpa alMajnbl, Oipae-Oip MarblHANbBI CO3
aliTa aJaManbl.

HeBponorusimelk  Tekcepy KkesiHae Oamaga 0Oaka I03achbIHIAFbl JKOHE
TeHKepuireH U opmi mo3achIlHAarbkl TapajfaH TUIOTOHUS aHBIKTanAbl. TOCHIH
KUMBLIZAphl OaiKaiapl, Olpak omci3 Oonabl. banTelp OWIMIBIKETTEPIHIH
runepTpodusicel Hemece OybIHIApAbIH KOHTpakTypaiapbl Oalikanmansl. TCP
TOMEH/IETEH. MHUIIBIKTBIK CUMIITOMJAP aHBIKTAJIMa/Ibl. Myxkust
0 TanbMOJOTUSIIBIK TEKCEPYAECH EIIKAHIAN aybITKY aHBIKTAJIMA/IbI.
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K®K — 137 Xb/n (Hopma 12-79), nakTaT neH nupyBaT HOpMaJa;
bymmsikertepain KT:0WIMIBIKETTIH )KalbUTFaH aTPOHUsICHI;
Mura xacanran MPT: MUIIIBIKTBIK aTpodus

7.1-kecte. Bactankbl Tajiay Ke3iHAeri bIKTUMAJ aypyJaap

KBA

Tya OiTkeH
MHUOTMATHUS

Tya 6iTkeH
MUACTEHUSITBIK
CUHJIPOM

KAKTAUTBIHAAD

ChUIOBIPIBIK, KaMbLIFaH
TUIIOTOHMSI, MOACKIH HAIlIAp
YCTaibl, a3aFaH TOCBIH
kumbLaap, TCP temenaeyi
KT: OynmsikeTTiH KalblIFaH
arpouschl
ChUIOBIPIIBIK, TUITOTOHUS, 0ACHIH
HaIap ycTainl, OanThIp
OWJIIBIKETTEPIHIH TUIEPTPOPUSICHI
)oK, TCP temenneren, KOK
nenreiii 137 b/n (Hopmana 12-79)
ByJImbIKeT oCi311r1 KOK, TeK
TUTIOTOHMS

KapcChbl

basy namy
MunisIk arpousichbl

BybIH KOHTpaKTypachl HKOK
MPT: MUIIIBIK

arpodusicel, KT:

OVJIIIBIKETTIH KalblIFaH

aTpodusichl

7 aiira AeiiH KaJIBIIThI

JTaMbIFaH

7.2-kecte. Auddepenunanabik 1uarnocruka [27]

Aypy JAunarnosxapasl AWBIpMAIIBLIBIKTAP JAunarnocruka
H YKCACTBIFbI BIK TECT

Kyneia
OYJIIIBIKETTePIHIH
arpodusChI

Tya GiTkeH
MHUOTOHUSIIBIK
aucTpodus

ChObIp cobu
HEeMece OYJIIIIBIKET
ancizziri 6ap cabu
TeiHbIC MyILIENTEP]
MeH OyIp0apIIbIK
(YHKISTHBIH
3aKbIMJAHYBI.
KonTpaxkrypanap
(OKBA1)

ChobIp cobu
HEMece OYJIIIBIKET
ancizziri 6ap cabu
TeiHbIC MyILIENTEP]
MeH Oynb0apibIK
(YHKIUSTHBIH
3aKbIM/IAHYBI.
Kontpakrypanap.
1103 xoHe OeT
OYJIIIBIKETTEPIHIH
QIci3iri

Tya 6itkeH CpU1OBIp coOU

1103 xoHe OeT KBA-ra
OYJIIIBIKETTEPIHIH JICI3/1irT T'eHETHKAJBIK Tajay
*oK. TepeH ciHip

peduekcrep. Tin

(bacuKyISIUSICHIHBIH,

NOJMMUHAMHUOKIOHYCTBIH

60ITybI

AHachl MUOTOHUSUTBIK MHUOTOHUSUIBIK
aucTpodusaaH 3apaar aucTpodusira
IIETII )KYPreH (IMarHo3bl  KaThICTHI
aHBIKTAJIMAybl MYMKIH) TeHETUKAIBIK
OMI — xylikenepaiy Tangay

KaiiTa CTUMYJISIIHSIIAHY bl

temenneres (RNS) nemece

aHOMaJIB/I1

aybITKyNap/01okananap

OaifKaIMan b1

BbynmsikerTepain BbynmsikerTepain
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MUOMATHS/OYJIIIBIKET HEMece OYIIIBIKET

TUCTPODUSACHI

MHUTOXOHIPUSITBIK
MHOIATUI

MumuacTenus rpaBuc

’Kana tyran
HOpecTeneperi
MUACTEHHUS TPABUC

Ask-6en
OYJIIIBIKETTePIHIH
TUCTPODUSACH

ancizuiri 6ap 6ana

Teinbic xongapeiHbiH RNS TeMenaeyi Hemece

KoHE OyIb0apIIbIK

(YHKISTHBIH
3aKbIMIAaHYbI

Kontpakrypanap ber

OYJIIIBIKETTePIHIH
ancizairi I1To3
0alKaybl MyMKiH
ChObIp cobu
HEMece OYJIIIBIKET
ancizziri 6ap Gana

TeIHBIC KONIAPBIHEIH TOMEH/IEY1 HEMece

KoHE OyIbOapIIbIK
(YHKIUSTHBIH
3aKbIMJIAHYbI
Kontpaxkrypanap
[1T03 xoHE OeT
OYJIIIBIKETTePiHIH
QJICI3Iri
ITaTonorusabIK

OYJIIIBIKET QJICI3/IT,
TBIHBIC YKOJIJAPBIHBIH

KoHE OyIb0apIIbIK
(YHKISTHBIH
3aKbIMJIaHYBbI, [1TO3
JKOHE OeT
OYJIIIBIKETTePiHIH
ancizairt OMIT —
RNS Temenzeyi
HEMeCe aHOMaIIbI1
aybITKY /ONoKaia

BynmbikeT oncizairi  AHachlHAA

OMOIICHACHI KE31HIET] ©31HE OMOIICHSICHI

TOH aybITKyJap OMIT — bynmbikeTTepaig
MPT

aHOMAJIb/Ii ayBITKYJIap l'eneTHKATBIK
/6nmoxananap OaiikanMaiabl 3epTTeynep

backa xyiieHiH BynmsikeTTepain

3aKbIMJIaHYJIapbl O0TybI OUOTICHSACHI

MyMmKiH OMI— RNS I'eneTnkanbIK
3epTTeyaep

aHOMaJIb/1 aybITKyJIap
/6nokananap OGalkKamIMan bl

Aypy MaHU(eCTalusChIHBIH AHTHICHENIEP
Kacel (cupek skarmaiina 12(PagnomMmyHIBIK
aitfa neiiin). OTOACBUIBIK)KOHE  KACYIIAJBIK
aHaMHEe3/1e OonmMaraH Tanay, erep 6osuca)
ToOplK ~ OyBIHBIH  CBIPT AChR, MUSK
JKarblHa ~ Kapail  OykkeH>xoHe LRP4
Ke3JIe JICI3MIIK OoIMai bl

[Ito3 acumMmeTpusIIbI
001yl MYMKIH

MHUacTeHus AHACBbIHIA

0ap cbUIOBIp HOpecTe TpaBUC OOJNFaH (JUArHO3bIaHTHUICHETEepre

ThIHBIC KON TAPBIHBIH aHBIKTAIMAYbl MYMKIH)

KoHE OyIbOapIIbIK
(YHKIUSTHBIH
3aKbIMIaHybl [1T03
JKoHe OeT
OYJIIIBIKETTEPiHIH
ancizairi OMIN —
RNS remenaeyi
HEMECE aHOMAaJIb 1

Tajay Xypri3uirex

aybITKy /ONokanga

[Tpokcumanbai OMI' — RNS Temenneyi bynmbikerrepain
OYJTIIIBIKETTEPIiH HEeMece aHOMaJTb/11 OMOTICHSICHI
aInci3miri TeiHBIC Ay BITKYIAp/ONI0KaTAIAD BynmsikerTepain
JKOJIJApPBIHBIH OaifKaMan b1 MPT
3aKbIMIaHYbl  AyBIp I'eHeTHKAIBIK
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TYKBIM KyaJlayIIblIbIK 3eprreynep

Co3zpuiMassl AHaMmHe31e dopmanbi Tekcepy Knunukansk
[IapIiay CHHAPOMBI  OesiceH i ipi HeMece Ke3iHe OYIIIBIKET JMarHOCTUKA
yCaK MOTOpUKA QJICi3iri; NTo3 HeMece OeT
JKaraibIHIa OYJIIIBIKETTePiHIH QJICI3AIri;

KaKyIbIH O0ITYBI OMI'-ge aybITKynap
OCBIHBIH aNAbIHIAFE OONMaraH
KUMBLI-KO3FaJIbIC

(YHKIUSCHIHBIH
aMKbIH KaJIBIIThI
Ke3€eHi,
CUMITTOM/IAPBIHBIH
MaHH]ecTanusIChIHA
JIEWIH
l'unepmoOMITBALT AnamHeseri, dopmanbi Tekcepy Knunukaisik
1K CHHJIPOMIapHI OernceHnl ipi )koHE  Ke3iHZe OYJIIIBIKET JMarHOCTUKA
yCaK MOTOpHKA QJICi3iri; ITO3 HeMece OeT
Ke31HIer1 OYJIIIIBIKETTEPiHIH QJICI3Ir;
KaXXBIFBIIITHIK OMI'-ge aybITKynap

OoiMaraH

Byambiker OMoncusicbIHbIH AepekTepi (7 cyper)

. w/7.1 cyper. H&E Gosurysr
o lkesinge: TaJIIBIKTAP

' lemmeminin 6omap-6oamac
e3repyi Oaifkanasbl.
YHekpo3nalThiH KoHE
pereHepausIanThIH
TAJIIIBIKTAp XKOK. A3/1araH
PHIOMU3HANBAI GUOPO3
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: \ 7.2 cypetr. mGT Gosutybl

" Ikesinze: xueKTepiHe
BaKyoOJIbJiepi Oap

S TATIIIBIKTAPBIH a3/jaFaH
Metiepi Oaikanaasl™® (KbI3bLI
4 [CBI3BIKTAp). ManuHIiK emec
nenenep meH RRF
Oaiikanmanasl. [lleTkepi xyiike
o4 |OYJT CEerMEeHTKEe KipMeiti.

=\

7.3 cypetr. NADH 6osutybt
Ke31H/e: KelOip TaIbIKTapaa

MUO(pUOpUIIIIIaapaNIBbIK TOP
WbinbIparan

é ) 7.4 cyper. Kumkpun
3 \ _|pocdarazamen Gosrysl
= KE31H]Ie: JKHUEeKTeperi
| © [TaymbIKTapia KbI3bUT
ey ¥ ~ bxaprakma Oalikanagsr*
/
7o DGR wk .
: 3 N :
_ Voo 8 w2
] L
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7.5 cyper. IlIudd peakTnBimMen
OosuTyBI Ke31H1e™:
TaJIIIBIKTAp/Ia TIINKOTEH

- [KOHIICHTpaIHsIIaPhI
OalikaMaiabl.

7.6 cyper. AT®azameH 00sTybl
Ke3injae: 1 Tumnri
TaJIIBIKTAPABIH aTPOUICHI*,
2C TUITI TATIIBIKTAPIBIH
az/iaraH MeJIepi,
TaJIIIBIKTAPbIH TUI1 OOMBIHIIIA
'TOHTaCYI:.I Oalikasapl.

. @ :'
- “.‘..'. . .'i

* TanmbIKTapAbIH aTpopUAChIHA KATBICTBI €CKEPTIENEP

1 Tunrti cenexktuBTi arpodus Tya OITKeH OipHelle MHUOINATUs MEH
MUOTOHUSIIBIK ~ aucTpodust kesinae ke3gecenl. Hakrer Oip Tumke ToH
runepTpodusi aiTapiblKTall cUpek Kesaeceni, 0ipak 2 TUMTI runeptpodus tya
OiTKeH MuonaTusiaap kKe3injeri 1tunti arpodusiMer Oipiiece TybIHAAYbl MYMKIH.
Aunaiiia, *KYJIbIH OVJIIIBIKETTEPIHIH aTpoUsIChl Ke31HJIETI TUunepTpodusiianran
TaIIBIKTAp TOOBI KoOiHece 1 Tumke karaabl. TalmbIKTapabIH THIIEPTPODUACH
OHE 2 THUNTI TaJIIBIKTAPAbIH YJIFAIObI epiepaiH OymbikeTTepl (2 TUMOTI
TIIIBIKTap |TUOTI  TalIBIKTapJaH YJKEH OoJaTbiH) MEH oMenepAiH
OWIIIKETTEpl apachlHAAFbl KAJIBIITHl aWbIPMAIIbUIBIKIICEH (IIaMaMeH TeH
©JIIIIEM/I1) TYCIHIIPLITY1 MYMKIH.

*Bakyonbnep Typii aypynap Ke3iHae OalKaidybl MYMKIH, KOHE OJap/IbIH
Tantepi 9p Typiai 6onanasl. Kebinece onap kacymailiiik AeHENepl KaMThIFaH
MHUO3UT MUOGUOPUIUTANIBIK MUOTIATHUSIAP, TUCTAIb/l MUOMATHUSIIAP, TJIMKOTEHO3
AKOHE MEP3IMIIK calilaHy Ke3lHJe Ke3lecell, diTce Ae, YATilie BaKkyolIbIAEpIiH
OonMaybl OYJ1 AMArHo3Aap/bl JKOKKa IIbiFapMmaiasl. Bakyonblepal skaprakiia
Oacelll Typajabl, koHEe X-XpOMOCOMaMeH OailIaHBICTBI €K1 aypy BaKyOIbAEPIIiH
maMajJiaH ThIC ayToaruschiMeH cumartanaabl, Oipeyi Xq28-0eH OalIaHBICTHI
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(Kalimo et al., 1988), am ekinmici Lamp2 TreHiHmeri, CcoHmaii-ak, X-
XpoMocoMajarsl MyTanusiiapaad Tybigaaras (Nishino et al., 2000).

Bakyonbnepae, ocipece, WIET >KaKTapblHAA COJApMEH OalIaHBICTHI
0a3zoduiibal TYHIPIIKTUTIK 001ybl MyMKiH. JKuekTemeaeri BakyonbAiH Oyl TUIli
JUCTANlbJIl  MUOMATHSIAp MEH MHOPUOPWLIIANBIK MUONATUsIapAbl  Koca,
KACyIIAIIIUIIK JIeHeNepal KaMTUTBIH MHUO3UTKE TOH. [JHMKOreHo3 KesiHze,
ojerTeri  OOsUTyblHaH TIJIMKOT€H SKMHAKTaJIFaH OpbIHIApAa BaKyoJIbJIEP
anbIkTanans (V tunti Mak-Apan aypyst, [lomme aypysr) [21]

buoncus nepexrepi 00MbIHIIA KOPBITHIH/BI:

1. TanmpikTap eIIeMIHIH 63repyi, Oonap-0oimac

2. Kuekrepinae Bakyoapaepi 6ap TaNIIBIKTap, a3AaraH MeJIepe

3. Kenin gopexeni sHa0MU3UaIbI1 HUOpPO3

XKorapbiia KeNTIpUITeH JePEKTEP CO3bLIMAIBI MUOTIATHUSIIBIK ©3repicTep Il
oinmipeni. TyOereiisi [uarHo3 reHeTUKaIbIK Taaday/IblH HEr131HAe KOUbLIabl.

SIL1 reHiHiH MyTaUMsCHI aHBIKTAJI/AbI!

Ocsbl karaaiiia eckepijieTiH Heri3ri correp:
bana, 1 xxac 4 aii.
Hamyneiy Texenyi: 6 ailiga OacklH ycTaybl xoHe | ’kacta ayHayfa
KaO1JeTTIIr, ©3IT1HEeH OThIpa ajMa/Ibl, MaFbIHAIBI CO3JEP alTa aaMabl.
3. HeBponorusuiblk Tekcepy: 0aka mo3achlHAarbl koHEe ToHKepuiren U opmi
M03aCBIH/IaFbl JKaWbLIFaH TUMOTOHUS. TOCBIH KMMBLI-KO3FalIbICTap OJCI3.
TCP Temenzeres.

4. K®K 137 Xb/a (Hopma 12-79);

bynmmsikerrepain  KT:0ymmbikeTTiH — kailbuiraH — aTpoQusChl;  MWHFa

xacanrad MPT: MUIIBIKTBIK aTpodust

6. BynmkpiTeTTepiiH  OMOTMCHUSICHI: CO3BUIMAJIBI MUOMATHUSIIBIK ©3TepicTep
(TanmblKTap ~ eJIIEMiHIH ~ Oosiap-OoiMac — e3repyl;  JKUEKTepiHIe
BaKyoJibJiepl Oap KeiOip TallIbIKTap; opTalla HA0OMU3UAIbII Gudpos, 1
TUITI TaIIIBIKTAPABIH aTPOPUSICHI)

7. SIL1 reHiHiH MyTalHsIChI Jl

Mapunecky-Llerpes cuHapombl

N —

9,

oaeduerrepai moay [27]

Mapunecky-Illlerpen cungpomsl (MSS) (MIM 248800) — OypblHHAH
OeJriil, ayTOCOMAJIBIK-PEIIECCUBTI THUM OOWBIHINA TYKBIM KyaJlalThIH >KOHE
OanayiblK I1aKTa TYBIHIAUTBIH *OHE MHUJIbI, K63 O€H KaHKa OWIIIBIKETTEpPiH
3aKbIMJIAUTBIH MYJIBTHKYHEINIK aypy.

ExkikakTbl KaTapakTalap[blH, aTaKCHUs MEH aKblI-OH KEeMICTIT1HIH
KJIIMHUKAIBIK Tpuagaacel Oaikanasl (Moravesik, 1904; Marinesco et al., 1931;
Sjogren, 1947).
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[TaTtonoroaHaTOMUSIIBIK 3€PTTEYIAEPIICH KOHE MUJbl BU3yalu3alusiiayiaH
MUIIBIK arpodusicel anbikTanasl (Todorov, 1965; Georgy et al., 1998).
KockiMiia  Genrinepi  TUNEpProHagOTPONTHIK  THUIIOTOHAIW3M, KaHKA
aHoMaNusIaphbl koHe OOWJIBIH atacanbiFbl 0okl TaObuIanbl (Berg xone Skre,
1976; Brogdon et al., 1996).
[TanmenTTEepAlH KOMIIUIITT ayblp MyreAekTep OoiraHbIMeH, MapuHecKo-
[llerpen cuHAPOMBI KE31HAE OMIP CYPY Y3aKTHIFbl aTapJIbIKTall KbICKapMaii bl
(Anttonen et al., 2005).
JInarnocruka/eprreyJiep
JlnarHo3 TUMNTIK KIMHUKAJIBIK KOPIHICTEP] KOHE/HEMECE MOJIEKYIIAJIbIK-
TeHETUKAJIBIK TECTINIEY Ke31H/Ae aHbIKTalFaH STL /O0uanienb/iik NaToreH 1K
HyCKajapbl 0ap malueHTTe KONbLIaapr**.

MSS yuriH OyIIbIKeTTepAIH OMOTICUSACH K€31HIET1 AIEKTPOHIbI-
MUKPOCKOMUSIIBIK YABTPAKYPBUIBIMIBIK ©3TepicTep TOH AN ecenTene/ii™.

Ewmi

Kepinicmepin emoey.: ByambikeTTepaeri kepinictepain, onerre Oananap
HEMECE epeCEeKTEP HEBPOJIOITaphl, PU3HOTEPANEBTTEP KOHE/HEMECE EMIIK JICHE
IIBIHBIKTHIPY MaMaHIAPhI )KYPri3€TIH CUMIITOMATUKAIIBIK €M1; dKEeKelel JaMy
EpEKIIETIKTePIHIH KAKETTUTIKTEepiHe OeliMaenreH OutimM Oepy Oarnapiamanapsi;
KOKETTUIITHE Kapail KaTapaKTaHbl ajiblll TACTAY; )KBIHBICTBIK KET1Ty1 KYTUIETIH
YaKbITTa KbIHBIC O€37IepiHIH 0aCTaNKbI )KETKUTIKCI3/IIT Ke31H 1eT1 OPhIHOACYIITBI
TOPMOHAJBI1 EM.

Kaoazanay: bananap Hemece epeceKkTep HEBPOJIOrbIHA JKIHE
(bu3noTEpANEeBTTE KOHE/HEMECE EMIIK JIEHE MIBIHBIKTHIPY MaMaHbIH/IA KYHel
Typae Kajaranayaa 0oiy; coOu Ke3iHeH Oacrar Kyheni Typlie
0 TanbMOJOTUSIIBIK TEKCEPYE OOTy.

I'eHeTHKANBIK KOHCYJIbTAIUA

Mapunecky-Illlerpen cunapomsr (MSS) ayTocoManbIK-pelieCCUBTIK THI
OOMBIHIIIA TYKBIM KyaJlaiiibl.

Haykac OananpiH ara-aHachl OOJMTaTTBIK TEeTEPO3UTOTANAp JKOHE,
colikeciHille, Oip MATOreHJIK HYCKAChIHBIH TachIMaJayllibuiapbl  OOJBIM
TaObLIAIbI.

boiira Oama OiTkeH coTTe WHGEKIUS >XYKThIpFaH opOip amamuaa 25%
KYKTBIPY BIKTUMAJIIBIFBI Oonanibl, 50%-bpIHIa CUMIITOMCBI3 TachIMaJAayIbLIBIK
BIKTUMAJIBUIBIFBI 00TyBl KoHE 25%-b1 MH(MEKIUS KYKThIpMaraH OOJybl JKOHE
TachIMaJayibl OOIMaybl MyMKIiH.

Erep orbackinia maroreHaik HyCKaJIapJblH O0ap €KeHJIr KeHIHJe aKmapar
0onca, Kayin TOOBIHAAFBl TYBICKAHJAphIHAA TAChIMAJIAYILIBIKKA TECT, COHIAM-
aK, TMPEHATaNIbJll >KOHE WMIUIAHTALMS aJAbIHIAFbl TEHETUKAJBIK TECTLIeY/l
KYprizyre 00JIabl.
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7.7 cypeT. AyTOoCOMIBbI-peliecCUBTI TYKBIM Kyajiay cXeMachbl

Autosomal Recessive

Carrier Carrier

Fnhov Mother
o a
‘l 1‘ bl
b

AL

Affected  Carrer Carrier Unaffected
(=} Chid Chils Chig

JInarHocTuKachl

Aypyabl OlULIipeTiH KIMHUKAJBIK KOPIHICTEp

Keneci  knuuukanslk  kepiHictep  Mapunecko-lllerpen  (MSS)
CUHJIPOMBIHBIH 0ap €KeH/IITH KepCeTei:

1. Muiibik  arpoUsIChIMEH, IU3APTPUSIMEH MKOHE HHUCTAarMMEH JKYPETIH
MHIIIBIK aTaKCUSACHI

2. MPT. Onerte, MUIBIH ChIHApJapbIHAAFbIFa KaparaH/ia, MUIIBIK ©3€T1H/Ie
alKbIHBIpAK 00JIAThIH MUIIIBIK aTPO(USICHI

3. bactankel manudectanusiMmen >kypeTiH  (Tya OiTkeH Oonmaca [a)
Karapakraiap

4. Muonatus, OYJIIIBIKET QJICI3/IT1 )KOHE THITOTOHUS

3. Kan capsbicybingarsl KO®K koHnenTpaumsicbl.JleHreiil  KajabInThl
HEMece opTallia KOFaphl (97eTTe, HopMajiaH 2-4 ece apThIK)

6. IMI. Tex MuOaTHAIBIK OeNTiep

7. bynmbikeTTepAiH OMONCHSACHI

Kapbik Muxkpockonusicbl. )KapblK MHUKPOCKOMUSACHl KE31HAE OYJIIIBIKET
TaJIIBIKTApbl OIIIEMIHIH 03repyl, arpopUsIIbIK TaIIIBIKTAP, Ml TIHIHIH OPHBIH
0acy >KoHE JKUEKTEp/ie BaKyOoJIbJEpAiH TY3LTyl

DJIEKTPOHABIK MHUKPOCKONUA. AyTodarusijblK BaKyoJblep, >KapraKIIaJbIK
IIUBIPIIBIKTAP JKOHE SAPOJIAPMEH  OailJIaHBICTBI  3JIEKTPOHJIBIK-THIFBI3 €Ki
xKaprakmanel KypeuibiMaap (MSS cnenudukanbik  yabTpaKypbUIBIMBIIBIK
epekieniri) [Krieger et al., 2013]

KocbhiMia cunarramaJsapsl:

1. [TcuXOMOTOPIIBIK TaMyIbIH TEXEMY1

2 ['uneproHagoTPONTHIK TUMOTOHAAU3M  (SFHHU, JKBIHBIC  Oe3JepiHiH
OacTamKbl KETKITIKCI3/11r1)

3. boii anacaapirel

4. Ckonmo3; anakaH CYMEKTepiHiH, TabaH CYHEKTEepiHIH >XOHE caycakTap
(hanaHriiepiHiH KbICKapYbIH; YPIIBIK OyBIHHBIH JUCIUIA3USCHIH; JKaJMak-
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BaJIbTYCTBHIK Ta0aHIbI; XKOHE MIBIOBIK TOPI3/l TOMTI KOCa, KAHKAHBIH TYpJIi
aHOMaJIHsIapHhl.
Mapunecko-IllerpeH CHHIAPOMBIHBIH KbICKAIIIA CHNIATTAMACHI 28]

1. Mapunecko-Illerpen  cunapombr  (MSS) MumBIK — arpodusicbIMEH,
IU3apTpUSIMEH, HUCTarMMeEH, OacTankel (Tya OITKeH OonaMmaca Ja)
KaTapakTaMeH,  MHUONATUSIMEH,  OWIIIBIKET  OJCI3MITIMEH  KOHE
TUIIOTOHUSIMEH YPETIH MUIIBIK aTaKCUSICBIMEH CUMATTaa/bl.

2. Koceimiia  Genriiepit  NCUXOMOTOPJBIK — peaKIUsIIapAbIH — TEXKETICIH,
TUNIEPTOHAIOTPONTHIK ~ TMIOTOHAAU3M/l, OOW  ajllacaibIFbIH  KOHE
KaHKAHBIH TYPJIl aHOMAJIUSUTAPBIH KAMTYbl MYMKIH.

3. MSS ©OGap Oananmapma ojeTTe, KIIIKEHTa coOuiepiaer: OYJIIIBIKET
runotoHuscel; 10 jkacTaH ©OacTam AWCTalbAl JKOHE IMPOKCUMAIBI1
OVJIIIBIKETTEPIIH QJICI3Ir1 OaKamaabl.

4. Keiinipex MIHAIK aTaKCUSHBIH, IUCIUATOXOKWMHE3USHBIH, HHUCTAarMHBIH
KOHE TU3apTPUSTHBIH MUIIBIKTHIK KOPIHICTEP] Oaiikaia OacTaibl.
5. Kumbui-ko3ranbic  PyHKIUACBHIHBIH HalIapiaybl OlpHEIIe >KbUT OOMbI

yIelai, coJaH COH TypakTaHaabl. byn ylepic TOKTaMTBIH Ke3Aeri kac
[I1aMachl MEH aybIPJIbIK I9pPEKECiH O0mKaM alTy MyMKIH eMec.

6. Karapakra xpuigaM naMybl MYMKIH JkoHe onmerte, 10 »xkacka JeHiHri
apaybIKTa Ke3 OYpIIaFrbiH allbIll TaCTAYybl KAXKET eTeIl.
7. Kemnreren epecekrepie MYTeIeKTIKTIH ayblp Typiiepi OoiaranbiMeH, MSS

KE31H]Ie OMIp CYPY Y3aKThIFbl KAJIBIIITHIFA )KYbIK.

8 :xkarmaii. GNE-Mmuonarus

AKarnaablH cunarramacel: 29 xac, ep aja

1. Heri3ri marbIMbl: TUCTabI1 OVIIIIBIKETTEPAIH SJICI3/IT1
2. AHaMHE31: KYHKe-OWIIIBIKET aypyJIaphl ’KOK, KaH apaiaCThIFbI KOK
3. MenunuHanelKk Tekcepy: KkeOiHece AuCTalbAl  OeiKTepieri

OWIIIBIKET OJCI3AIrT *koHe arpodus. TepT OacThl OYIIIBIKETTI KOcHaraHza,
MIPOKCUMAJIbJI1 OYJIIIBIKETTEP 1€ 3aKbIMJaHFaH. beT OWIIbIKeTTepiHe 1€ HYKCaH
kenMereH. Konmen ketepy kabOineti 10 kr (oH xak) xkoHe 8,7 Kr (CON KaK)
Kypanel. O5 agrbIlHBIH VIIBIMEH 1€, OKIIeCcIMeH ae Typa anmaabl. COHbIMEH
KaTap, OThIpFaH KaJIMbIHAH OOTEH aJaMHBIH KOMETIHCI3 Typa aaIMalThIH OOJIIbI
O3xiriHeH Xype ananapl, Oipak OacHmaiakieH KOTEPUITeH Ke3/e TasHBIIMIbIHA
cyiieneni. TCP TtemenaereH.

4. 3eprxananeik 3eprreynaepaiy nepekrepi: KOK 386 Xb/n (Hopma:
62-287)

3. OMI:  ¢ubpwmisinusnap, KypT OH TOJKbIHIAp, OacTarksl
peKpyTalus, TOMEH aMIUTUTYAAIbl XKOHE KbICKA MO (a3abIK OIpIIKTED

6. bymmsikertepre sxacanran KT: KIUTIHIIKTIH jKOHE CAHHBIH apTKbI

OeTKeliHIH IucTanbAl OediKTepiHjer: OyImbikeTTep arpodusicel XKambacThiH
TOPT 0acThl OYIIIIBIKETIHE HYKCAH KEJIMEIreH.
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8.1-kecre. CpIpKaTHaAMa

20 xa
0 :xac 25 ac 27 xkac '
JIeHE OOTEIKeHIH
..  asKTBIH YIIIBIMCH
JKATTBIFyJIapbIHAH KeHiH P KaKIaFbIH alry
. TYpy KaOineTiH
OYJIIIBIKETTEP T H KHUBIHFa COKKaHBIH

. JKOFaNTKaH o
LIMPBIFYBIH CE31HIeH OalikaraH

29 kac
22 xac 26 xac .
OWJIIIBIKETTiH OipHEIIe YKBLT
KBICKa KaJamap Oacrangakmnex . .
S . OOWBI YICTCH ITUCTANbII
JKacaraH Ke3JIe CYPIHETIHIH KOTepiay KUbIH oA o
o QJICI3IriHE OalIaHBICThI
alTKaH Oosran

aypyxaHara TYCKEeH

BysmbikeT OMONICHSICBIHBIH AepekTepi (8 cyper)

'“/ & “1, £ 18.1 cyper. H&E 0osutybl ke3ine:

A | N | (TQJILIBIKTap E)J'II_HCM,I[elelH opTaraian
flaitkpi nopexere neiiH, muameTpi — 10-
HaH 150 MUKpOHFa JeifiH e3repyi
Oaiikasapl.

Opraia Hemece alKbIH
bHAOMU3HATBAI PuOpo3 Oalikamambl.
bipHemie Hekpo3anFaH KoHe
OipHeIe pereHepaysUIaHaThIH TATIIBIK
gl0aiikananpl. ki saponapsl Oap OGipHere
ITaNIIBIK 6OMaIbL.

8.2 cyper. MGT 6osimys! Ke3iHfe:

;' _bKHeKTepiH/e BaKyoIbepi 6ap TalIIbIKTap
y \ 1 [IANTBIPAHKBI XKOHE UTOMIA3MAIBIK
MeHenIiKTepi OapTaaIIbIKTapAbIH a3/1aFaH
Moepi Oaiikanansl. RRF GaiikanManasl.
[leTkepi xyiike OyJI cerMeHTKe KipMeiti.
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8.3 cyper. NADH-TR Gosutybl KesiHze:
JlatpodusiianFan OYIIIBIKET TANIIBIKTAPBIH
JKOCIaraHa, MUO(pUOPUILIAapaILIK TOPIAP
PKAaKCBI KBbIMIACKAH.

------

8.4 cyper. CAAI 6osutysr ke3inae: CHI-re
%(SSV) KapKbIH/BI peaKIHsAMCH KaH
PKYPETiH TaMbIpiap OaiikanMansl.

8.5 cyper. AT®a3amen 60suTybI Ke3iHIE:

TaJIIBIKTAP/IbIH OpTallla KOHE alKbIH

larpodusicel 1 TUNTI TanmIBIKTapaa Aa, 2

TUNTI TaIMbIKTapaa 1a Oaiikananast. 2C
TUTITI TATIBIKTAPABIH a37aFaH CaHbl

- |Oaiikamampl.

8.2-kecre. *AT®a3a keMeriMeH TAJIIIBIKTHI 00y /1bI nHTepnpeTaummay

———l

AT®a3za 10,4-10,7 KOHBIP KOHBIP KOHBIP
AT®az3a 4,6 KOHBIP aK KOHBIP KOHBIP
AT®aza 4,2 KOHBIP aK aK KOHBIP
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IIaTo10ruslJIbIK IMATHOCTUKA:

Muorenaik e3repicTep:

1) TanmbiKTap €JIIEMIHIH OpTalllaiaH allKbIH Jopekere JeiiH e3repyi

2) Hekpo3nanraH KoHE pereHepalusiiaHaThIH TAIIBIKTAp, COMKECIHIIe
OlpHeIIey *KoHe a3/laraH MeJIepe

3) luki ssaponapsl 6ap TadlIbIKTAp

4) Dupomusnil GUOPO3BI, OpTaIllaiaH alKbIH JopeKere ACiiH

5) Kuexrepinae Bakyosbaepi Oap TaIIIBIKTApP, HIAIIBIPAHKBI

6) LluTomnasMaiblK JeHEIepPMEH TaIIBIKTAp, a31aFaH MOJIIIEp/Ie

7) 1 xoHe 2 TUNTI TaNIIBIKTAPbIH OpTalllaJlaH alKbIH I9pEKere AeHiHT1
aTpoUsICHI

8) 2C TumTi TaNIIBIKTap, a37aFaH MeJIIep/e

XKorapeiga KENATIPUITEH  JAEPEKTEp MHUOTEHIIK  aypyabl  Oulaipeni.
Knunukaneik aepexrepaiy anbinysl 0apeicbinga GNE-Muonatus Auarso3bHbIH
KOWJIBIY BIKTUMAaJABIFBl >KoFapbutaiiipl. GNE reHiHge myTanus aHbIKTaldFaH
xaraaiina, kockimina UI'X-3epTTey MeH reHeTUKAJIBIK Tajlaay KYprizy Kepek

gaeduerrepai mwoJy [29]

GNE-muomnarus (HoHaku MHOTATHACHI) CHAN KBIIKBIIBIHBIH CHHTE31HE
KarbicaTblH  GNE reHimMeHn OaillaHBICTBI CHUPEK KE€3/I€CETIH PEeIeCCUBTI
OWIIIBIKET TUCTPODUSICHI.

JluarHo3ael  OIpiHINT  Ke3eKTe,  KIMIKEHTal  Ke3lHAe  JUCTalbIl
OWIIIBIKETTepIH  oJiCi3airt (cydperiareH TabaH) OoJFaH MallMEHTTEPe
KapacThlpy Kepek (aypy MaHudecTanusCchlHbIH 0acKka CUMITOMIAPHI Ja OOy
MYMKIH).

Aypy Oasdy namuzabl, asKTblH HEMece KOJIbIH Oacka OWIIIBIKETTEpPiH
KaMTHU/IbI, TOPT 0ACThI OYJIIIBIKET allKbIH 3aKbIM/1aIa IbI.

3aKkbIMJIaHFaH OYJIIIBIKETTEP/IIH 9JIETTET1 OMOINCHUSCHIHBIH HOTHXKEIIEPIHIe
AKUEKTepJeri (ayToarusiiblk) BaKyoJblep, TYPAl aKybI3AaplblH arperamusichl
KOHE TAJIIBIKTAP OJIIEMIHIH e3repyi OaiKanabl.

Juarno3 GNE reHiHiH C€KBEHAIMICHI apKbLUIbl PACTaIabl.

Otken xpurgap imiHae GNE-MHOnaTHsHBI TYCIHY MEH €MJEyae eneyini
uIrepiieyre KoJ *KeTKI3UI1, ajlaii/ia 3epTTeyuIiiep TIMM/I1 eMiH 931piey YIIiH il
JIe aKbIPFbl MAKCATTAPHI KOJIBIH/A 137ICHY/IE.

byn TyKbIM KyajadTbIH MUONATUSIIAPABIH 0ipi, Ka3ipri yakpITTa OyFan
KaTbICThl JIOTHMKAJIBIK MeTa00JMM3MAIK eMai Oarajay Kyprisijiyae KoHe
OesiceHl Typae reHIIK Tepanus J3ipJIeHill :KaThIP.

Kazipri kezne GNE-muonaTusiubl eMIey[aiH BbIKTUMal  OJICTEpPIHE
KIIMHUKAJIBIK CBhIHAKTAp KYpri3uiin katkanabikTaH, GNE-muonatusicer 6ap
MalMUeHTTEPre JUarHo3 Jaep Ke31Hae KOUbUTYbl KaXKeT.

JIuarHo3qplH €pTe aHBIKTATYbl MYHJaii €MHIH €H »OFapbhl oCepiHE KOJ
KETKI3yre KOMEKTECYl JKOHE aTajifaH MallUEHTTEpAE YPEWJIeHy MEH KEepeKci3
3epTTeyaep KYPrizy KaKETTUIIINH a3alTybl MYMKIH.
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8.6 cyper. GNE-muonarus ke3inge OyJmbIKeTepaiH yaeMesi
3aKkbIMAaHybI [30].

GNE-muomnarusicel  0ap, aypydblH COJJIaH OHFa Kapall yaeyiMeH
MalMUeHTTEPETT asdK OWIIIBIKETTepiHlH penpeseHTatuBTi MPT-cyperrepi.
bynmpikerTepain kopoHapaslK T1-kankbeiMansl MPT-keckinaepi (KOFapblarbl
cypertep). KamOacThlH OpTaHFbl OeMiriHIH akcuanbal T 1-KaakbIMassl
Keckiaepi (opramarbl cyperrep). JKimiHMIKTIH akcuanbal T 1-KaldkbIMamsl
KEeCKiH/epl (TeMEeHHeri cypertep). AJAbIMEH asK OYJIIIBIKETTEePIHIH YIeMel
aTpoUsIChl aChIKTBI JKUTIKTIH aJJbIHFBI OVIIIBIKETIHIEC KOpiHIiC Oepemi, comaH
COH OanThlp OYJIIIBIKETTEpPl MEH CaHHBIH apTKbl O€TKeli, KOHE COHBIHJA,
aypyabIH KEWIHT1 caThlJIapbIH/Ia TOPT OACTHI OYJIIIBIKET KAMTHLIAIbI.

KopbIThbIHABI

Bypbin xacymaininik geHenepal KAMTUTBIH TYKbIM KyalalThlH MUOIATHUS
(HIBM) nemece Honaka wmwuomnarusicel petinge Oenruni GNE-muonarus
OWIIIBIKETTIH  CHUPEK  Ke3[EeCeTiH, KaHKa OYIIIBIKeTTEpiHIH  YIeMell
aTpo(PUSICBIMEH  CHUIATTallaThIH  ayTOCOMAJIBIK-PELIECCUBTI  aypybl  OOJBIMN
TaObu1aAbl. by aypyasiH Tapanysl, Oaranaynap Ooibinma, 1 9:1 000 000 neitin
KYpaupl.

Axmapartel  Genetics Home Reference (I'enermka skxeHiHmeri OacTbl
anbikTamanblk  napakTtel  (https://ghr.nlm.nih.gov/condition/inclusionbody-
myopathy-2) koca, AKIIl ¥ITTBIK KiTallXaHaChIHAH aTyFa 0omabl.
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Conpinga, ClinicalTrials.gov (https://clinicaltrials.gov) Oykin ayHue xys3i
OOMBIHIIIA JKYPri3UIIN  JKaTKaH, ChIHAJATBIH TAlMEHTTEpre KOWBIIAThIH
TallafTapblHa >KOHE JTHUKAJBIK capanTaMa epekeliepiHe COUWKeC KeleTiH
KIIMHUKAJIBIK 3€PTTEyJIep Typalibl aknapar oepei.

9 :xarpaid. JKacymaimijiik geHesepai KAMTUTBIH MUO3UT

AKarnalablH cunarramMmachl: 68 xac, ep agam

Heri3ri marbIMbI: asiKk OWIIIBIKETTEPIHIH QJICI3/ITT )KOHE KapMay KYIIIHIH
TOMEH/EY1

AHaMHe3: KybIKacTbl O€31H1H KaTepci3 TUIEPILIa3UusChl

OT0achLIBIK aHAMHeE3I: XKYIKe-OWIIIBIKET aypyJaphl )KOK, KaH
apanacThIFbI )KOK

MennuuHajbIK TEKCePY: TOMUHAHTAHBIH TPOKCUMAIIb/I1I OOIITTHAC KEeHLT
oncizaik Oaitkanran. Konmen ketepy kabinerti 19 kxr (oH kak) sxoHe 18 kr (con
*akK) Kypanbl. Caycakrapbl MEH TOPT 0ACThl OYJIIIBIKETTEP] aTpodusiianraH.
T'oBepc cummnTombl OaiiKanapl. O3AITIHEH KYype allajibl, Oipak OacnaigakneH
KOTEpUIreH Ke3/ie TasHbIbiHA cylieHeni. TCP temenneren. Moiibin
OVIIIBIKETTEePIHIH 9JICI3/Ir1 OalKamMaabl. beT OyImbIKeTTepiHiH
3aKbIMJaHYBIHCHI3. Coliieyl KanbInThl. KaTThl TaMaKTapibl :KYTKAH Ke37e
KUHaJIabl.

3eprxananabik 3eprreyiepain gepekrepi: KOK 378 Xb/n (Hopma: 62-
287)

IMI': UBIKTBIH €Ki OaCThI OVIIIBIKETIH/IET1 )KOHEe )KaMOaCThIH TIK
OVJIIIBIKETIHACT1 MUOTIATUSIIBIK ©3TepPICTED

Bymnmbikerrepain KT: 6i1ex xoHe caH OYIIIBIKETTEPIHIH aTPODUSICHI

9.1-kecre. ChlpKaTHAMA

68 :xac
66 zxac OipTiHET, )KYTHIHFaH
Oacrangakines Ke3/ie KUBIHBIKTAp Maiiia
KOTEpIAreHie xoHe 00JIFaH, YoHE Ol
OPBIHBIKTAH TYpFaH/Ia aypyxaHara *KaTKbI3bUIFaH.
KHUBIHJIBIKTapAbl OacTaH BynmisikeTTepine OHoncHs
OTKEepreH JKacaJrag.

67 xac

KapMarl ycTay KyIIi
QIICipereH, KoHe
OeTeNKeNep/IiH KaKIarbIH
aIry KUbIHFa COKKaH
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b JIHIblKeT ﬁnoncnﬂcmnbm aepekrepi (9 cyper)
L et ST 2y ~ | |9.1 cyper. H&E Gosinysl ke3inge:
AR /Y n TaJIIIBIKTAp OJIIEMICPiHIH OpTalaaH
AllKbIH TOpekere Ieiid, muamMmeTpi 7-1eH
| |96 mukpoHnra neiiin e3repyi. bipuermie
HEKPO3JaJIFaH KoHe OipHele
pereHepaysIaHaThIH TAJIIIBIK
Oaiikananel. MOHOHYKIICAPIBIK
| pracymanapMeH opTania MHQUIbTpaIus
Oaiikanaasl. AMKBIH DHIOMU3HAIBI]
¢bubpo3 Gaiikanaapl. [mki saponapsr 6ap
OipHeIIe TalIIbIK 00Ta k.

9.2 cyper. MGT: xuexTepinae

| |Bakyonbaepi 6ap TaNIIBIKTapIbIH
a3garaH CaHbl, OYJIIIBIKETTEPAIH Y3UIreH
KbI3bLT TaMbIKTaphl (RRF) Gaiikanassl,
MaJIHH]IIK eMec JeHenep Oaikaamaiiibl.
S|lIetkepi xyiike OYJI CErMEHTKE
“kipmeiii.

9.3 cyper. NADH-TR Gostnysl ke3inze:
' MuOpUOpHILTaapaIbIK TOpIAp a3aar
d [bLIBIparaH.

. 9.4 cyper. AT Gosutys! kesinme: CJIT -
' [re (SSV) KapKbIHABI peakIsIMeH KaH
PKYPETiH TaMbIpiap OaifkaaMansl.




9.5 cyper. AT®azameH OOsTybI Ke3iHIE:
2 TUNTI TAIIIBIKTAPIbIH aKbIH
aTpodusicbl. 2C TUITI TAIIIBIKTAP,
PKabUTFaH

HNMMmyHOrncTroxumus

9.6 cyper. HLA-ABC xepceTtkii
e10yip JKOFapbUIaraH

9.7 cypetr. HLA-DR kepcetkimii enayip
' pKOFapbLIaraH

IIaTo/IOrHsINIBIK THATHOCTHKA
KenecinepMen MHOTIATUSIIBIK ©3TEpiCTED:
TanmpIkTap eJmmeMiHiH OpTallaaH aifKeIH JopexKere AeiiH e3repyi
Hexpo3npIk TanmsIKTap, a3garal MeJIIepae
PerenepanusiailTeIH TAIIIBIKTAP, a3/1aFaH MOJIIIEP/IE
Ouaomusnanpail GuOpo3, alKbIH
ki simponapel Oap TanmIBIKTap, a3naraH MeJIepe
Kuekrepinne Bakyonbaepi 0ap TanmIbIKTap, a3faraH MeJIIep/Ie
2 TUMTI TANIIBIKTapbIH alKbIH aTpO(UsIChI
2C THNTI TaJIIBIKTAp, XKaNbIIFaH

KOMMGHTapI/II/IJIep JKOFapbI/ia KeATIPIATEH AepEKTEp CO3bLIMAIbI

MUOTIATHSUIK YASPICTi OUIIipeTi.

PHNAIN R WD =
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Heri3ri Ty:kbipbIMaap

Aypy MaHu]ecTauusAChIHbIH )achl (66 xac)

TepT GacThl OYJIIIBIKET MEH caycak OYKKIIITEPIHIH QJICI3IIT1

Kartsl TamakTap bl )KyTKaH Ke3/1€ KUHAJIA IbI.

KT: binek xoHe caH OyJIIIBIKETTEPIHIH aTpOPHUACH

[TaromopdonoTHsIBIK CO3bUIMATBI MHOMATUSIIBIK YIEPIC

Kuexrepinae Bakyosbaepi Oap TaalIbIKTap

NT'X ke3inge HLA-ABC xone DR skcnpeccusicbiIMeH TalIbIKTap

Korapbiga kearipijiren nepexrepaid 0apJabirbl IBM Herisri Oesrisiepi
00J1bIII TA0BLLIA/BI.

IBM ke3inge eckepiiyi tuic Herisri tycrap [30,31,32]

Kacymainrinik genenepal KamMmTuTbiH muo3ut (IBM) Oasy yaeini, koHe
ofeTTe, OacTanmkblJa OHBIH OpHBIHA APTPUT HEMECE MOJUMHUO3UT JAUATHO3BI
Koublmanel;  IBM  Kypek-KaHTaMBIPIBIK ~ aCKbIHYJIapMEH  JkoHe  0acka
ayTOUMMYH/JIBIK ~aypyJlapMeH acracajbl >KOHE KON IIbIFbIHJANyFa OKel
COKTBIPapbl.

IBM ymiin TepT OacThl OYIIIBIKET MEH OPTaHFbl caycak OYKKIIITEPIHIH
epre 3aKbIMIaHybl TOH. Ajaiija, a3bplpak TapajraH KepiHICTEpiH (MbICabI,
nucharusHbl) axxbipaTa 011y MaHBI3bI.

IBM ke3ine caycak OYKKIIITEPiHIH JKOHE TI3€H1 Ka3FbIll OYJIIIKETTeP/I1H
QIICI3AIr, COHAAal-aK, OYJIIIBIKET TaNIIBIFBIHBIH IUTOYBITTH T-XacymasapMeH
WMHBa3UsIaHybl Oaifkananapl, Oyl araifaH aypydbl OVIIIBIKETTEP/IH Oacka
aypy/iapblHbIH KOMIIUIITHEH epeKIIeaen TYPabl.

buoncust ymiiH OHTaWIbl OWIIIBIKETI TaHJaraH Ke3[Ae OWJIIIBIKETKE
xacanatblH MPT TONBIKTBIpAThIH KIMHUKAIBIK Oaraily ®KYpri3reH naiigaibl.

bynmmbikeTTepaiiH  Ke3 KeNreH —aypyblHIarbiFa Kaparanaa, [BM-ge
ayTOMMMYH/IBIK T-xKacylianbl aHOMausIap CIEKTPl ayKbIMIbIPaK.

ByniibikeT OUOTICHSICHI HOTHXKEIEPIH MHTEPIIPETALMsIAy KOHE aphl Kapaii
Oosly  OarbITBIH  aHBIKTAy KE31HAE  KJIMHUKAJIBIK-TIATOJIOTUSIIBIK — ©3apa
0alJIaHBICTBUIBIFBI MIHIETTI OOJIBIIT TAObLIA L.

TykbIM KyalalTblH MHUOMNATHUsIAp CHUSKTBI, OYJIIIBIKETTEPIH Oacka
Oactanksl aypynapeiHad IBM axkbIpara any yIIiH, OYJIIIBIKET 3aKbIMaHYbIHBIH
cunarblH aHbikTayna MPT na keMekrecyi MyMKIH.

byniibikerrep  OMONCHACHL  HOTHDKENEPl:  MUTOXOHJIPHUSIIBIK — KAOBIHY
MHUOMATUSIIAPHI (TTOJIUMHUO3UT, JepMaToMuo3uT, IBM xkoHe MMMyHUTET TYpTKi
OonFaH HEKPO3JalThIH MHOIMATHUSUIAP) KE31HAE 1€ JKOHE HBIK-KaybIPhIH-0€T
MHUOIATUACHl CUSKTBHl OYJIIIBIKETTEPAIH KeMOip TYKhIM KyallaWTbIH aypyJaphbl
kKoHEe Oacka TEeHETHKAJbIK OYIIIBIKET — AucTpodusiiapbl, artam aWTKaHIa,
nuchepauHonaTus Ke3iHae e Ke3aecel.
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9.2-kecte. HeiipoBu3yaausanusi HOTH:Kejepi [32]

Inclusion Body
MyosiM{lBM},,/" —

Medial  /

£
0 =
/ '._\y‘— b

DKanmel
chnaTTamaliaphbl:
ACUMMETPHUS

Kounap:

&
o
R el

caycaKTapAblH TEPEH

OYKKiIi
JKamo0ac: Tirigmn

OWJIIIBIKET, TOPT 0ACTHI

OVJIIIIBIKET
AfIK: OanThIp,
MeaualibIl
OVJIIIIBIKETTEP

https://neuromuscular

wustl.edu/

OcCTIK Ka3bIKTBIK, 11,

[BM Gap nanueHt

(A) binex|
OVJIIIIBIKETTePIHIH
opraiia Man
QIIMACTBIPBUTYBI Oap KOJ
OVJIIIBIKETTEPI,

HET131HEH TEpeH caycak
UUrimTepine  (K9IIMI1

KOPCETKLIED) JKOHE
a3raHTau TIOpEeKEEe
Ka3FBIII
OVJIIIBIKETTEpre
(HYKTEIl  KOepCEeTKiIep)
ocep eTenl.

(b) Auctanpai GemikTepi
3aKbIM/TAHFaH asiK
OVJIIIBIKETTEPI,
OVIIIIBIKET — aTpoQUsACHI
(OymbIKeTTEp

apachIHaFbl Mail TIHIHIH
VIFAIOBIMEH  KOJIEMHIH

PKOFAITYBI, HYKTeJ1
KOPCETKIIED) JKOHE
HEri31HEH  YKaMOAaCTBIH
TOPT 0acThl
OVJIIIBIKETIHAE (3KAJITIbI
KOPCETKLIED) OpBbIH
TaThIH MaWIbIH]
AJIMACTBIPBLITYBI.
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KopbIThIHABI

[BM ke3inze TybIHAaybl MYMKIH J€T€HEPALUSIIBIK aybITKYJIapFa
SHJOTIA3MAJIBIK PETUKYIIYM CTPECIMEH OailJIaHbICThHl MUOTAJIIBIKTAPABIH
KOIITETeH aKybI3/IbIK arperaTTaphl KaTajibl.

EmMpneyre Te3imainik 3aMaHayu emMey S9IICTepiH maiinanany kesinae IBM
xaraaiibiHaa 001aTbiH 3()PEKTOPIIBIK KaIbl MEH TEPMUHAIIIBI
muddepennumanganran 3¢ dexropabik T xacyianapblHbIH KOFAPhl capaiaHFaH
MOMYJISLMICHIH TEXEY HEMECE CapKy MYMKIH €MECTITIMEH OaIaHbICThl OOJTYBI
MYMKIH.

IBM T-xacymanap TyYpTKi O0JaThlH ay TOMMMYH/IBIK aypy €KeHJIIT TypaJibl
ToNeNiepaiH KeOer1 OChI JKacyliaJapablH CApKbUTybIHA OaFbITTANIFAH OOJallaK
eM/JIey 9icTepl THIMI1 O0Ja bl IETeH YMIT Oepei.

10 skarpaii. AMMyHuTeT TYPTI 00/1FaH HEKPO3AATHIH MHUOIIATHS

KarpaiablH cunaTramMachl 35 kac, oiien agaMm

Heri3ri marbIMbI: asiKk OWIIIBIKETTEPIHIH QJICI3/ITT )KOHE KapMay KYIIIHIH
TOMEH/EY1

OT0achblIBIK aHaMHe3i: KYHKe-OVIIIBIKET aypylapbl KOK, KaH
apanacThIFbI )KOK

MennuuHabIK TeKcepy: MPOKCUMAIIb/l JIOMUHAHTAHBIH alKbIH SJICI3/Ir
Oarikanael, MRS mkanacel OoibiHIa 2-3 Oamn. Juctanpal OYIIMIBIKETTEPIIH
KYIIl Kajblll IIEKTepiHae OoniraH. BanTelp OWIIBIKETEpPIHIH THUOEPTPODUSICHI
Hemece arpodusicel OaiikanmaraH. l[oBepc cumnTombl OH. Kpi3 OamaHbIH
KupanaHaan sxypeTiHi OaiikanraH. TCP TemenaereH. ber OWIIIBIKETTEpIHH
3aKbIMJIaHYBI JKOK. [{ucdarusiiap Hemece nuzaprpusiiap OaiikaaiMaraH.

3eprxananbik 3eprreyiepaid aepekrtepi: KOK 7930 Xb/n (nopma 45-
163) anTunenenep: Jo-1 (-), ANA (-)

IOMI': bacranksl pekpyTauus, GUOPUIIISIUS KIHE JKeJleNl OH TOJIKbIHAAP,
TOJIKBIH ~ aMIUIMTy#ackl  TeMmeH  nonudazansik  Oipiikrep.  Kelbip
oynmmbsikerTepinae CRD 6ap.

66



27 xac

Tekcepren

ke3ne KOK

2400-3400.
ITareIMEBI 3KOK

10.1-kecre. ChipkaTHAMAa

34 xkac
JKYKTUTITTHIH
27 anTacelHaa
K®K 3493

34 xac
BocanranHaH

XKyKTitiriaig 40 Keiiin 8 aiinan
anTaceIHIA VI COH,

OanaHbl AyHHEre
OKEJITEH KoHE
KOJIBIH JKOFapBbI

JKYPIeH Ke3Jie
KUBIHABIKTAPbI
OaiikanraH (35

KOTEpreH KesJie xac)
KHBIHIBIKTAP b1 .
GaiikaraH Bymubikerrepai

H OHMOIICHSCHI

0ocaHFaHHAH
Kelin 3 aiigan
COH OYJIIIIBIKET
QJICI3Iri
YZAETCH KoHE
OacrangakineH
KeTepiirexne
TasgHbIIIIBIHA
cylieHyre Typa
KEJIT€H

Bysambiker OnoncusicbiHbIH AepekTepi (10 cyper)

110.1 cypet. H&E Gosinysl ke3inze:
TaJIIBIKTAp OJIIEMIHIH JuaMeTpl 8-
WneH 80 MUKpOHFa JEHIHTT ayKbIMa
opTalia HeMece ailKbIH e3repyl
Oaiikanaasl. Hekpo3qaiThiH, XkoHE
" J[pereHepanusIaiThIH TATIIBIKTAPABIH
““asnaran menuiepi Galikanasl. ki
Msaaponapbl 6ap OlpHeIe TaIIbIK
Oaiikanaasl. Opraia peakTUBTI
MUM(OLUTTIK HHPMIbTpALUs
Oailikanasibl. AUKBIH HIOMU3UATIBI1
(ubpo3 Oalikaiaabl.
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10.2 cyper. MGT Gosutysl Ke3iHE:
MaJIMH]IIK eMecC JIEHeep,

§ OVJIIIIBIKETTEP/I1H KbI3bLI

s TAIIIBIKTAPBIHBIH Y311yl XKOHE

» PKHEKTepiHIe BaKyOJIbAep

10.3 cyper. NADH 6osutybl Ke3iHe:
“locipece, aTpodusIaHFal
TaJIIBIKTapa MUOPUOpHUILIAaPAIIBIK
s TOPJIAp BIIBIPAFaH

e

310.4 cypet. C/I" Gosmysl ke31He:
ICHI-re (SSV) KapKbIHIbI
~ |[p€aKIUsIMEH KaH KYPETiH TaMbIpiap

110.5 cyper. CD-MeH GOsLTybI
[KE3iH/IE: TIEPUMU3HSIIIA KIHE
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o

e
"ﬁ ". “ ‘O. ““KGSIHI[G 2 THUIIT] TAJIIIBIKTAPIbIH
8 e é“ \ - o" 'l‘ @ ‘aI/IKLIH arpoduscel Gaiikanagsl, 2C

N T T 9, Je® : 00\ & [THIITI TAIIBIKTAP IAIIBIPaFaH
@ A

4 ""'.!'0'. ',}Wo‘s‘o‘ @ ..0110 6 cyper. AT®Dazamen OosTysbI

® 5 <
o b"?‘r"‘m o 0"' "
‘

P 9, .0
e Senrine s e
ejiecijiepMeH MUONIATUSLIIBIK 63repicTep:
TanmbikTap eaIeMiHIH OpTalllajaH alKbIH I9peKere AeiiH e3repyi
Hexpo3nanran xoHe pereHepalusyiaHaThlH TAIIBIKTap, O1pHENIey
[iki ssmponapel 6ap TanIbBIKTap, a3Aarad MeJIepae
OHuoMu3uanbIl Gudpos, alKeH
| TUOITI TaMIIBIKTAPABIH aTPpODUACH], AaUKbIH
2C TunTi TadMbIKTap, XKANbLUIFaH
KOpLITbIHI[LI. XKorapbiga KeATIpUIreHIep CO3bUIMAIIbl HEKPO3 KOHE
ere’eparus yepicTepi KepceTe/.

Sk —=x

I/IMMyHOFHCTongnﬂ
2 ~[10.7 cyper. HLA-ABC: oH
- \ M . ‘X- Y

.'.:" .4;‘,\'.‘ '. : y
- v /‘.‘ AL ‘ Y

ot ‘ "“‘iﬁ ‘-‘5 § —

10.8 cyper. p62 nuddy3abik
“ _ [TYHIPILIKTENreH mery
& ’ >
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e 10.9 cyper. MAC: capkoimemMmana
. PKUHAKTAJIFaH [allbIPaHKbI
[TambIKTap

o

NI'X capronemmana MAC KMHaKTaJIybIMEH, IIAIIBIPAHKbI TAIIBIKTAPABI ,
p62-MeH 0osybl Ke3iHAe — AU Py3AbIK TYHIPIIIKTI KUHAKTATYIBI KOPCETEl,
OYJI HMMYHHUTET TYPTKI 00JIFaH HEeKPO31alThIH MUONIATUSIHBI OLAipeni.

Ocsl karaail 00MBIHIIA HEri3ri TYKBIPbIMAAPD
1. 27 xac mamacsinia KOK nenreitinin 2400-3400 Xb/n-re
TYCIHIKCI3 JKOFapbliaybl

2. XKyxkrinik nen 6ocanynap 34 xacta TpUrrep peTisie

3. Heri3ri marbIMbl: OWIIIBIKETTEPIH YAEMEN1 ICI3/Ir

4. K®K 7930 Xb/n neiiin apTysl

3. OMI'": bacranks! pekpyTtanus, GUOpUIUISIUS )KOHE KeJe]I OH

TOJIKBIHAAP, TOJIKBIH aMILTUTYAackl ToMeH noiuda3zansik Oipiikrep. KeiiOip
oymsikerTepinge CRD Oap.

6. BybIkeT OMONCUSACBIHBIH HOTUXKENEP! CO3bUIMAIIBI HEKPO3 )KOHE
pereHepanus yaepictepin Ouaaipel
7. NI'X xe3innpe capkoneMMaga MAC KrHaKTaTybIMEH IIAIIBIPAHKBI

TaJbIKTap, p62 Ke3inae — AU y3abIK TYHIPIIKTI )KUHAKTAIY.
Korapbiga aliTblIFAHAAPABIH 0aPJIbIFBI MMMYHHUTET TYPTKIi 00JIFaH
HEKPO3AAUTHIH MUONIATUSHBI KOpceTexi

10.2-kecTe. /IUarH0CTUKACHIHBIH AJTOPUTMI

K®K zenreiti aorapol aone G3IMILIKSTTI TYCINIKCI? YAeMeli 21ci3airt fap nauserr

AypyXauamipuatel AyTOHMMYHIBIK HTIICHCACPIC T¢CT Byxkia aenenin KT/MPT
JIHATHOCTHKANRII
WA raciai

Tepic On BYTImReTTep iR [einy, NCPADACIIKYTIAPIRK CHIHAT
cnespdnRATRIK
TRKRNTIHY I
ByammrkeT mucTpodmacta Kabrmy Men sxypetin Mronatns

Exrenmeiin

Yol weanmmn s e Esaeneai
sexeesepaer Linases i ':'\ AMMKETTCUN - ; .
MEXEMEIPACTT AHANSOCTHRA LI fimonomnucn X . NeneTHRAILIK Tanaay
apuais vaclal
MHOIMCTPODHAHBIH HEMEOS KAOBIHYMCH AYPETIH MOOTATHAHSN THINH 227 AHBIETRY
Heplboc emt (COCURPHKLIBIE MAKCTI TR TOPALIUN)
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Kpickama aknmapar [21]

NmmynuTeT TYpTKi 60aFaH Hekpo3aaTein muonarust (MbHM) kaGbiny
MHUOIMATUSIIAPbI TOOBIHA KATaThIH JKaHA aypy OOJbIN TaObLIAIbI.

by curnangapabpl axeipary OesieKTepine ayTOAaHTHICHEIepMEH (aHTH-
SRP), sxoHe kel xaraailnapaa Karep:il )kaHa Ty3UTIMIEPMEH, CTaTUHACPMEH
eMJIeyMeH HeMece OelICeH 11 BUPYCTHIK HHMEKIUSIMEH OalIaHbICThI
MHUOTIATHUSIIAP TOOBI.

NBHM 6ananappa, »acecmipiMaep/e )KoHe epeceKTepe Ke3aeceal

Knnaukanbik kepiHici: MPOKCUMAIIbI1 OYJIIIBIKETTEPAIH JICI3/Ir, 9JETTE
OacTatybl JKeeJl HeMeCe JKeJIeNre KybIK, aFbIMbl 0asy yAeial, ask-0en
OWIIBIKETTEePIHIH AUCTpodusicbiHa ToH Oenriiepre ue, KOK nenreiii > 3000
Xb/n

NT'X kemerimMeH Kypri3iiaeTiH OYJIIIBIKETTep OUOICUSICHI IMATHO3 KOIOFa
KOMEKTECY1 MYMKIH

Crepouarapra »xayanrtap — oici3, Oipak 0acka MMMYHOCYIPECCHUBTIK
npemnaparTtap THIM/II 00JIybl MYMKIH.

11 skarpait. MUTOXOHAPUAJIBIK aAypPy

KarmaiabpIH cunarramMachel: 12 sxac 4 aii, KpI3 0ajta

Heri3ri marbIMbI: 11T03, 0QTaIbMOIIIET S

AHaMHe3i: aybIpiiaMmaras

OT0achLIBIK aHAMHeE3I: KYIKe-OWIIIBIKET aypyaaphl KOK

MennuuHagabIK Tekcepy: 6ol — 114 cMm, canmarsr — 18,9 kr. 1Q
EeKTIK JAeHreiae HelipoceHcopblK KepeHIiK. APKAaChIHBIH TOMEHT1 OOIriHIe
rupcyTusM Oaitkananbl. [1To3 xoHe TONBIK nepiik odranbmoruierus. Ask-
KOJIapblH/1a OYJIIIBIKET QJICI3/ITT KOK. "TaHaeM ik Kypic" TECTICIHEH oTyTe
KaOUIeTCI3IIK.

3eprxananbik 3eprreyiepain gepekrepi: KOK: 66 Xb/n (Hopma: 45-163)
Jlaktat (xan) 27,7; OKMC) 44,8 (3,0-17,0)

Kepy xylikeci: TUTMEHTTIK PETUHUT

Mu niHiIHIH TOTEHIUAIAPAbIH SCEPIHEH €CTY KOIAapbIH TEKCEPY: 2-
TOJIKBIH JKOK

OKI': I'uc mofFbIpbIHBIH OH aK TapMarbIHbIH TOJBIK 0JIOKa1achl
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ChipkaTHama

12 xac
ITO3, CBIPTKbBI

9 mac odraneMoruIerus
4 xac MTO3 )KOHE JKoHE OOMBIHBIH
oraneMoruterus, alacaybIFbIHA
®anKkoHH eCTy/IiH CEHCO- GailIaHbICTHI
CUHIPOMBI , HEBPOJIOTHSLIBIK aypyxaHara
OolibI anaca OY3bLTyNIAPEI JKaTKbI3bUIFaH.
° ° ° ° °
6 :xac 10 :xac
MIUTMEHTTIK OKT-na I'me
PETUHUT, IOt bIPBIHBIH
aHeMus OH JKaK

TapMarbIHBIH
TONBIK,
0JI0Ka1achl

KiuHukaasIk AepekTepai TajajgaylaH KeidiH KOJbIMbI3A He 0ap:

[1to3, opransmonuierus, 60iibl anacanay (O0ovibl 114 cMm xxoHe canmarsl 18,9
kr <3 9), 1Q mekTik nmeHreige. CeHCOHEBpanbal KePEeHMAIK (MU AIHIHIH €CTy
pEeaKIuUsAChHl CTBOJA: 2 TOJIKBIH OK), apKaHbIH TOMEHT1 OOJIT1HEr1 THPCYTHU3M.
AsK-KonaapelHAa OYIIIBIKET OJCI3AIrT koK. "TamaeMmik »Kypic" TecTiCiHeH
eTyre KaOuIeTCI3AIK, MUTMEHTTIK PeTHHUT, JIAKTATTBIK allua03 (JTakTar JAeHrewi
(xan) 27,71; (OKMC) 44,8 1(3,0-17,0), aputmust (I'mc MIOFBIPBIHBIH OH Kak
TapMarbIHBIH TOJBIK OJIOKa1achl).

bana kyHinge emkangail epekuuiikci3 Oana OonraH. Aypybl 4 KachlHAA
O6actanran. CuMnToMaapel OIpTIHAEH YI€TeH, 3aKbIMIAHY KalblUIFaH

MutoxoHapusiiap >KYMBICBIHBIH OY3bLUTybIHA KYIK Oap

Omnbl KaJgai gaJieaaeyre 6oaaabl?
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BysmbikeT OnoncuschbiHbIH AepekTepi (11 cyper)
s { L] ]

11.1 cyper. H&E 6osys! ke3inge:
TaJIIBIKTAP/BIH eJIeMi Oosap-

- |[0bommac — nuametpi 20-gan 70
MUKPOHFA JICHiH ayBITKbIN TYPAJIbL.
OHpoMu3uanbIl Gudpos
Oaiikanmaiasl. KeiiOip
TATIIBIKTAPIBIH KYPBUIBIMBI
TYHIPILIKTI.

11.2 cyper. MGT Gosutysl Ke3iH€:
OVJIIIBIKETTEP/I1H OlpHEIIe KbI3bLI
TanublFbIHBIH y3UIreH1 (RRF)
Oaiikananbl. JKuekrepinae
BaKyOJIbJCp HEMECe MaTUH/IIK eMec
nenenep O6arkanMaiael. [lleTkepi
PKYWKEJIEPTiH MIOFBIPIIaphl KAKCHI
MUEITUHICHT CH

~ |11.3 cyper. CAI'-mMeH OOsTyBI

© [kesirme: CAT-re (SSV) KapKbIHIbI
\ [peaKimsIMEH KaH KYPETiH TaMbIpIIap
OaiiKamaabl.

1.4 cyper. L{OI'-ien OosutybI
ke3iHae omakTblK [{OI-Tepic RRF
|0aiikamampl.

IMaTo10rusJIBIK 3epPTTEYAIH HITHKEIepi:

KenecinepMen MuonaTusijibiK ©3repictep:
1) TanmbIkTap eamieMiHiH e3repyi, 6oixap-0onmac
2) omakTtsik [{OI'-Tepic RRF, aznaran memnmepae
. 3) 2C tunTi TaaIBIKTAp, a3JjaFraH MeJIIepe

KommeHTapuii: )xoFapblia KENTIPUIreH AEPEKTEP MUTOXOHIPHUSIIBIK
NaToJOrusIHbI Kepcerel. Co3buIMalbl YIEMENl ChIPTKbl OPTaaIbMOIUIETUs
(CYCO) ke3iHze TeHETUKAIBIK TaJllay KYPri3y YChIHbLIAbI!

B
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OJaeduerTepaeri aknaparka moJy [33]
CYCO — 6y Gasty yAeiTIH MUTOXOHIPUSIIBIK aypy.
Oxn ke3 KedreH kacta naija 00aysl )KoHe 5-15 Kbl 1iHAe Yaeyl MyMKIH.

AJFaIKel CHMIITOMBI — TITO3/IBI MAIUEHT KoOiHece, KabaKTaphl caObIparl

KETKEHI COHIIIA, KOpy asChIHBIH aKaybl TybIHIAFaHFa AeillH OaiikaMail Kayiabl.

Kenreren xarpaiyiapaa

MAIMEeHTTED,

canObipayblHa OediM ey YIIIiH OachlH Kepi MIaJIKAUTAaIbI.

[1T03 ©31HIH aKbIPFBI CATHICHIHA KaJlail >KETETIHMAINHE Kapal, MalueHTTep

KabakTapaplH Oasdy YAEHUTIH

KaOaKTapblH KOTEPIHKIPEY YIIIH MaHAai OYJIIIBIKETIH Maiiganana 6acTansl.

K®K nenreiii KaibIIThIaH COJI HEMECE OpTallla JKOFapblFa JIEWiH aybITKBII

OTBIPYbl MYMKIH.

11.1-kecTe. 9aeTTeri MUTOXOHAPUSJIBIK CHHApPoMaap [34]

MHCYJIBT TOPI3Ii
KOpiHiCTepMEH

Kaiy, nuaber

CaupicT . I'eHeTHKAJIBIK .
Inerreri | Karapaac TyKbIM . Koanaiiabt
Cunapom BIPMAJIBI . . . . 3epTTeyJiepAin . .
.. oerici oearici(iepi)) Kyaaay .| emaey aaici
SKHTIT] COHFBI JIepeKTepi
POLG Cumnromary
Bananapnars AyTOCOMAIIBIK| MyTalHsIIaphl KaJIbl
AnbIiepc Ote P Y o vyan Dbl K
MuoIepeOporemnar -peneccuBTi ananbik/ IHK [ (Bambmpoart
CHHIPOMBI CHUpEK .
oraTHs T casapisl Bl KoJ11aH0ay
KQXKYBbIMECH KEpeK)
Kepy xyikeciHiH
Ay TOCOMAJIBIK- Onrukainst AyTocoMasl
Y « b Y 9 OPAL Cumnro
ITOMHHAHTTHI Cupexk HEBpOIATHUs -JIOMUHAHTTBI
. MyTalMsuIapbl | MaTHKaJIBIK
ATPOQHSCHI (COKBIPITBIK) THTIL
(ADOA)
Artakcus Hemece
AyTOCcOMaIbIK .
Koanszum Q10 Ote |MuomnaTus Hemece R Typii spponsik | Kosnzum
TarbLIbIFbI CUpPEK | MYJBTIDKYHEIl p - reHjaep Q10
aypy
Araxkcus,
o Ke3 muonarusicel|  xKypek Anpa-canna | Anansik JIH
Kupnc-Cetip . KYPEK A A K AHK CumnTo
Kui (ro3, OTKI3TIIITIriH| Ke3/leceTiH | mapa ayKbIMIbI
cuaapomsl (KSS) . . MaTHKAITBIK
odranemMonapes) H T JIeTICTINSICHI
OY3BLTyIIaphI
AHAJIBIKTBIK
THTIL
UleOepaiy TyKbIM [ICHETPAHTTHI
pEI HTYK ONTHKANBIK ( P AnanpikJ[HK
KyaJIalThIH KOpy . JIBIK TOMECH, .
Ote xuni| HeBpomaTHs TYpII Wnebenon
HEBPOIIATUSICHI (COKBIDIBIK) HIBITBIM Y TALISIAD L
(LHON) p miereHi y P
epiepae
YKOFapBbI)
Aytocomainblk| S1osbIK HEMece
-peIecCuBTI aHaneik/{H
bananapnaret peres KH K
. . Tumi, X- Typil CumnTo
Ule#t cunnpoMel Kui aybIp .
Tipkecne MyTalysuIapbl | MaTHKaJIBIK
sHIIe(aTonaThs
Hemece (MBICaITBI,
aHATBIKTEIK | m.8993T > G)
MHTOXOHIPHSITBI
K SHIIC(aTOIaTHs, JKypexkrig
CYTKBIIKBUIIBI . |* IHCYNBT Topi3/i|3aKbIMAaHYbI . Cumnro
YTKBIIKBLLA Kui YIIBT TOPIUSAKRBIMAANYBY o o e timi | m.3243A>G
QI I030€H JKoHEe KepiHicTep , eCTiMeH MaTHKAIBIK
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(MELAS)

IMMOKJTOHHSIITBIK
bHIIeaTonaThs, CuMnTomaTa
OYITIIBIKETTI KaJibl
VILIBIKCTTIH . Araxkcus, . K
KBI3BLT Kni MuoxJioHus [V Ananelk Tini | m.8344A>G (MBICaITBL,
TaJIIBIKTAPBIHBIH JICBETHPALICT
y3imyiMeH am)
(MERRF)
MUTOXOHAPHSLIIB Jleitkopuctp
AckazaH-imiek odust

N K b >, |AyTocomaisik| Baybips
HeliporacTpouHTe |  OTe JKOJIbI Ke3Jeri . TYMP

. -peIecCuBTI AYBICTBIPHII
CTHHATIBTI CUpPEK | MOTOPHKACKHIHBIH | MHOIIATHS, - MyTaIusIIapbl can
bHIIEhaTOMHIOIaT Oy3bLTYBI HIeTKepi y
mst (MNGIE) HEBpOIATHS

11.5 cyper. MUTOXOHAPHUSJIBIK MUONIATHS Ke3IHAEri TMCTOJOT HAJIbIK

nepexrep [35]

(A, B) TaJIIBIKTAPbIHBIH ~ Y3LIyl

MaHeINb/lIH OpTachIHAA

bynmsikerrepaig
(reMaTOKCUIIMHMEH-203UHMEH JKOHE COMKECIHILE, op
T'omopumen Oosinysi), (C) Llutoxpom-c-okcunazamen (LIOI') Oosuty kesiHze
Tepic peakuust 6epeTiH TanmblkTap (LIOI'-nen Oosuiran"ak" TadlIbIKTap) *KoHE

KBI3BII

(D) "Ysiiren xek" (CAI'-mMen (cykuuHataeruaporeHasamMeH) OOsIFaH)

TaJIIIBIKTAP
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11.2-kecte. RRF (3KbIpThUIFaH KbI3bLI OVJIIIBIKET TAJIIIBIKTAPHI)

mGT CAr nor
Kymti CI-peakTusBTi
RRF Kan xypetin Tambipiap [[{OI'0maKThIK TANIIBLIBIFBI
(SSV)
CPEO N i ]_[O'F -tepicRRF (6apnsik RRF: LIOI'-
repic)
LOI'-tepicRRF (6apasik RRF: LIOI'-
repic)
ME i i LIOI-Tepic SSV (6apmsik SSV: 11OI'-
repic)
RRF
MELAS o i SSVs aysicnians! [IOI
- (90%)
%10% (SURF1 xane 1.6.): LOI'
Tei i i TOJIBIK, TAIIIBUIBIFBI

OPTYPJli MUTOXOHIPHUSJIBIK aypyJaapabiH auddepenuaiibl

JUATHOCTUKAJIBIK epeKmeJIiKTepi
Aypy
MaHU(eCTaISIChI
s sicac UTaktar (OKMIXK)
IKOCAJIKbI THII1 aHapik/IHK/rJTHK aMach! JTeHreMiHIH
: PKOFAPBUIBIFbI
Opraria MoH1
[Anamazonsi]
/lapa ipi nenerms (de novo) <70%> Hyxremix
CPEO (cossuvansi MyTanus (aHAJIBIKTHIK): Harpumep, m.3243A>G (RRH
AeMenti CHIPTKEI aitnbivaner 1{OT, 6ipak SSV-ci3) Kenreren nenerms 20 xac *KSS: Eneycis
odTanEMOTIIErHs) ( r/IHKrenine Gaiinansictol) rJIHK reni (ANTI, <20 xac
\IPOLG, TP aHe T.0.)
MERRF
(MHOKJTOHVISUTBIK, - ]
pHUE]anonaTus, HyxTemnik myTarus (aranbik): m.8344A>G (freauent). |24 sxac [6 xacTaH Jreyensaet
. <. - |0IpKaJIBINThIFA
OYTIIBIKETTIH KbI3bUT [M.3243A>G xoHe T.0. 48 rxacka JeHiH] et
TAIIIBIKTAPBIHBIH
y3inyimMeH)
MELAS
(MHTOXOHIPHUSITBIK
flflf:(;;lr.ll;lgl"[aﬂ/lﬂ Hyxrenik myTamus (ananslk): m.3243A>G <80%>. |10 xac [2-1eH gfe};ﬁszilfa
’ m.3271A>G, m.13513G>A, et 40-Ka neiin] DK
CYTKBIIKBLUTIBI e
AINI03 )KOHE UHCYJIIBT
Topi3/i KepiHicTep)
Hyxrenik myTanust (anansik): <20%> m.8993T>G )
Hemece C (Ho), m.9176T>G nmemece C (Ho) <15%>, Cobnnix IAtikprH (L/P >20),
Jle#t cuaApOMBI m.13513G>A (He), m.3243A>G (He), m.8344A>G gzi:III:HKe% ‘e KaJbIIThl L/P:
(He) r/IHK reni (SURFI <10%>, PDHAI <10%> KKESERC bpHC)

el

bKoHE T.0.).
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11.3-kecte. MUTOXOHAPHUAJIBIK KOpiHicTep [36,37]

LLiekTiK 9cepi

. RRF-na
100% MYTALHAJAHY
: AeHreiii
P
z -
E :
= :
25 EPEO MELAS —~RRF
< 3 MERRF aybicnansl
s : . Lor
=& | — UOr-repic RRF
0 >25 >50 >75 <100

myTauusananfrad adHansik QHK %-bi

MuroxouapusiblK aypynaapabsiH (MA) Tapanysl Tipi TYyJlapIblH KaJIbl
canbIHbIH KeMiHzae 1:8500 Oemirin Kypansl.

MA  KIMHHKAJBIK  Oejarijiepi  cnenu(UKAJBIK  €MEC  KOHE
HEBPOJIOTUSIIBIK JKOHE HEBPOJIOTHSJIBIK €MeC KOpIHICTepiH Koca, Typii
MalUEHTTEP/IC ayBITKBIN TYPAIIbI.

MELAS, xen Tapanran MA, yaemeni cUHIpoM OOibI TaObLIAIbI, Oy
Karjqanaa nauueHTTep OIp (peHOTHINIHEH eM/IeJIill MbIFYbl MYMKIH, aJ
KeiliHipek 0acKaJjiapbl JaMybl MYMKIH.

Ananbik/[HK wmyTanusnapel 6ap naunueHTTeplle aypy CHUMIOTOMCHI3 OTYi
MYMKIH HEMECE KOIar3ajblK 3aKbIMJIaHy OalKaTybl MYMKIH.

MHuUTOXOHAPUSJIBIK MUONIATHS, JHIE(ATONATHS, JTAKTOALMI03 KIHE
HHCYJAbT TIPi3ai kepinictep (MELAS) mutoxouapust 1uchyHKIHUSICHIHBIH
HOTUXKECIHE TYBIHJAUTBIH MUTOXOHAPUSUIBIK aypysap/bl O1piKTIPETIH HET13T1
KJIIMHUKAJIBIK KOPIHICTEP OOIBIN TaObLIAbI.

MELAS cunapoMbIHBIH Tapanybl, Oaranaynap OoiibiHiia, XKanonusa
0,18:100 000, AarmusHbIH coNTYyCTiK-mbIFbICHIHAA 1,41:100 000, HIBennsaa
2:100 000, ®dunnsaausiga 18,4:100 000 sxone ABcTpanusga 236:100 000
KYpauasbl.

MELAS cunapoMbIHbIH MaHU(ECTAIUACH KACHI:

- 20 :kacka jgeiiin 65-76%,
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- 2 xacka neiin 5-8%,

- 40 xacka nemin 1-6%,

MELAS cunapoMbIHBIH KIMHUKAIBIK Oeiriiepi keOiHece,
epeceKTepjerire Kaparanjaa, Oananapaa xxuipek kesaeceni [35]

Nucynsr Topizai kepinicrep, MELAS anarypibiM MaHBI3[bl CUMIITOMBI
MPT-pgafpl MarucTpaiiblK apTEepPUsUIapAbIH KaJbIIThl TapajlyblHA COMKEC
KEeJIMEUTIH, THUNOTIK aybITKyJapMeH Oipre KOpPTHUKAIbAl HEBPOJOTHSIBIK
TaNIIBUIBIKTHIH KYPT TYbIHJAYbIMEH CUMATTANIa/Ibl.

WNHCcynbT Topi3al KepiHICTepiH bIKTUMAaJ MaTOTeHe31 TOMEH 1€ CUIaTTalFaH
[38].

11.6 cyper. MUTOXOHAPUSJIBIK aYPYyJIapAAFbl KINHUKAJIBIK
KOpiHicTepaiH cleKTpi

* Kepy :kyiikeciHnin aTpodusicst
o [IurMeHTTiK peTHHONATHS

*Atakcus

o Mussig 6a3ambai * Yaemeili cbIpTKbI 0 TaJILMOILTET Usl
SAIPONAPBIHBIH

KaJ'ILL[]/Id)PIKaI:[]/ISICBI o AmeMHst -

» KorHuTuBTiK Oy3BUTBICTAD «CYTKBILKBLI *Ectyain Hamapiaysl

» CaHaHbIH 03repyi
* KaOBIKTBIK COKBIPIIBIK

bl aALUAEMHUS

S eI'unorupeos
K }sz;/z;l:; resKeic .Ka,!m,‘omfon.ﬂ“ﬂ. el'unonaparupeos
dmuencus OTKIBrimTIKTIH
*XKypic-TyphICTBIH OY3bLTybI OysbL1yIapbl *KanT nuaberi
*I'emumapes *HHCy/IMH ceKpenusiChIHbIH 0Y3bLTYJIapbI
*['HmoroHa0TPONTHI *Uucymunonenus
TUTIOTOHAN3M e XoecTas eIlankpearur
*OKpIn-yiipenyre *Iuppos
KaOimeTTiUTiKTiH Oy3bLTybI e CTeaTorenaTut
* Xanpr Hamapaaysr * @aHKOHMIIH TPOKCUMAJIb/II
* MuoknoHus TYOY/1I0NATHSACHI
* ITcnxo3abIK Oy3bLIBICTAD Iporennypus
* Kaiitananateia 6ac _— KTH
aybIpyJIapbl * Mlerkepi -
*boii amacanbIiFel HeBponaTHsIAD *Me3rii-me3rii Kycy
* UHcynbT Topisai kepiHicTep ¢Jluapes

o Im Katy
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¢ ACKa3aH MOTOPHKACHIHBIH 0Y3bLIYbI
elieKTiH KaJFaH 00CTPYKIHUSCHI

1

* BY/IIBIKETTiH KbI3bLI TAIMBIKTAPbIHbIH
y3inyi

¢ JleHe sKyKTeMe/1epiHiH KAKNay M bLIBIFbI
eBymbIKeT dJcizairi

*Muonartus

sBy/ubIKeT aTpousichbl




11.4-kecTe. MUTOXOHAPHUAJIBIK aypyJIapAbIH 00/2KaM/bI IATOTeHe31

IHHATOITATHUA HOHBIK TOMEOCTa3 Kanwnspnapabig
HEHUpOHIap —> e3repe Me? «— AHT'MOITATUSACBI?
ACTPOLIUTTEP JKaprakianap BBB breakdown

TYpPaKchI3 6a?

|
|
|
|
\J

[NepuKkanmsipIbIK
Heiiponap IUTa3MaJIbIK SKCTpaBa3alus
KO3FBIITHIFBIHBIH \
I
,/ PKOFaphlIaybl SHEPTUS AN |
¥ MY |
v
ONUIIENCHsl YCTaMachl TPUTMHUHOBACKYJISIPIIBIK
KAWL pIIapablH Gernceny
OTKI3TIIITITiH apTTHIPa/IbI
|
i Y
\
| e e .
| \‘AT(D KaXETTUIr MeH 0O0JysI bBac aypysl
| ApaCHIH/aFbl SHEPT € THKAJIBIK
I nucoOananc
|
' \
3

MHTOXOH,HPI/ISIHI)IK KalmUIAPJIbIK aHTHOTIATUSA

0OJFaH Ke3/Ieri Ba30TeH/IIK iCiHy aHa3POGTEI IITMKONM3IH

JKOFapbUIaybl
AY
. . |
\\ WHuCcynsT Topi3ai v
4 BakpIMaany1apabH Gasy JlakraT eHzipinyi

YACHTIH Tapaixysl

|
|
A\ J

OMIaKTHIK THIICPEMHUS

HeliponnapablH JJaMUHAPIIBIK,
(>kayrFaH JJaMUHAPITBIK) TapaTybIMEH
PKOFAIITBLITYBI
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11.7 cyper. MELAS Bu3dyanusanusjiay AepeKrepi

Arquivos de Neuro-Psiquiatria KypHaJIbIH]1a KapusIaHFaH
KyMbIcTapaarbl, Mura sxacanran MPT kesiaaeri, MELAS Gap manuentrepaeri
Oip>kakTel  (A) HeMece exkDKakThl (B) 3akbIMpmaHymapasl  KepCeTeTiH
BU3yan3alnusiHbIH epekienikrepi 2009; 67:668-676

MELAS emi [36]

OJIEYMETTIK KbI3METKEpPIIEp MEH (PU3noTepaneBTTepAl TapTyabl KAMTUTHIH
MYJbTUAUCUUIITIHHAPJIBIK TICLI.

by aypyabiH eMi Heri3iHeH CHMIITOMATUKAJIBIK,.

JleMeyii eMre CYMBIKTBIKTHI )KETKUTIKTI MOJIIIEepE 111y, TypbIC TAMaKTaHy,
TOp1-A9PMEKIICH eMJIey, COHali-aK MCUX03Fa KapChl HEMECE CEJJaTUBTIK KOHE
OHAJITY TepanusACHl Kipei

1. Dnuiencust yctaMalapbiH OeJICeH Il TYPAE eMILY KepeK, OUTKeH1
AMUJIETICUSIIBIK OeNICeHITIK Ke31H e Heiponaap AT® ke31 peTiHae IUKOTeH/I1
nanaagaHabl.

2. Banbnpoii KeIIKbUIBL, KapOaMa3enuH, PEHUTONH KoHE
(dbenobapouTan TyIbIpybl MyMKIH MUTOXOHAPUSUIBIK YBITTBUIBIKTHI €CTE YCTaFraH
*KoeH. MA Oap manueHTTepre, JJaKToalna03Fa OeHIMIUTIriHe OalIaHbICTHI,
ocipece, MELAS »xoHe KaHT quabeTi ke31H1e, MeTPOPMUH/I1 KOJIITaHyFa
OOJIMaiTbI.

3. ABpOOTHIK KaTTBIFyJap

4. Y3/11KC13 MUTOXOHIPUSIIBIK OPBIHOACYIIIBI €M

11.8 cyper. Emaey Tacinaepi [36]
3243A>@, 3271T>G, 3244G>A, 3258T>C nemece 3291T>C
MyTalMsUIaApbIH eMJIEYIH TOCUII PETIHJIE TaypUH MOIU(DUKALIHUSICHI

Jleit cunapomsl [36]
Jle#t cunapombl maMamMmeH, kaHa Tyran 40 000 HopecteHiH 1-eyin
3aKbIMIANIbI 1€ €CEMNTENE/].
On HeBPOJIOTUSIIBIK (PYHKITUSHBIH YAEMENl TOMEHIEYIHE alblll KEJIEeTiH
0a3alb/il TaHIJIMIIIEPAIH, MULIBIKTBIH, JUEHIIE(aTOHHBIH )KOHE/HEMECE MU
OaraHBIHBIH HEKPO3BIK 3aKbIMJIAHYBIMEH CUIIATTAJIA]IbI.
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Knnnukaneik Oenriiepine NCUXOMOTOPIIBIK peaKIUsIIapIbIH TEXKETy1
HEMeCe perpeci, THIIOTOHUS, TPEMOP, AJICI3/IK, CTATUKAJIBIK aTAKCHSI )KOHE
JIAKTOAIM 103 JKaTaabl. JlucToHus kedinece Jlelh cMHAPOMBIMEH JIe KaTap
KYpe/l.

OJIeTTe, KIMHUKAIBIK MaHU(DECTAIUACH] aJIFAIIKbI 2 Kb 1IITHAE OPBIH
aJajbl, )KoHE MaIMeHTTEep IaMaMeH 3 jkac MaMachlHaa KauThIC 00Iabl.
[TarueHTTEpAIH KOMIIUTITIH/E JaMYIbIH TEXETYy1 aJFall peT KopiHic OepreH.
KuMbLI-KO3FaIbIC QNICI3IrT MEH aTaKCHs aypyablH 2 ’KacTaH KeHiHT1
MaHH(ecTausAChl 0ap KOHE KIMHUKAIBIK aFbIMBIHBIH aybIPJIBIFBI a37ay
Oananappia >Kul Ke3Iece/l.

MERRF — BbyjmbIKeTTepiH KbI3bLJI TAJNMBIKTAPbIHBIH Y3iJlyiMeH
MUTOXOHAPHUAJIBIK dHIedaonaTus [36]

CunapoM YIIiH KYphICYJIap, MUOKJIIOHYC KOHE aTaKCHUsl TOH

MUOKIOHYC ©31HE TOH KJIMHUKAJIBIK OeNrici 00JbIn TaObUIAThIH, )KOHE
MELAS, Jleit s)xoHe Anbniepc CUHIPOMIAPH KOCa, 0aCKa MUTOXOHIPHUSLITBIK
sHIIe(aTONaTUSIIBIK CUHIPOMIAP/IbIH HAKTHl aHBIKTAIFaH KPUTEPUNIIEPIHIH
asiCblHA KIPMEUTIH MUTOXOHIPUSIIBIK CUHJIPOM.

Atakcus OyJ1 aypyMeH KaTapiac >KYPETiH JKOHE MIIIETICUsl YCTaMallapblHaH
©3TEIICICHETIH CrIelN(PUKAIIBIK OENTi.

11.5-kecre. Keii0ip npakTtukaabiK ycbIiHbIMIAAP [35]

AKac mamacsl Jo3acbl Ewnrizy taciji
<3 sxac >3 Kac Toynirine 150 mr
B1 nopymeni toynirine 300 mr Iepopanbai
epeceKTep .
toynirine 900 mr

B2 nopymeni Toymirine 50-400 mr [epopanbai
B3 nopymeni . .
(o) Toymirine 10 mr/kr IIepopanbai
B7 nopymeni . .
(6uoTmm) Toymirine 2-10 mr/kr Ilepopanbai
B9 nopymeni . .
G Toyiirine 1,5-5 Mr/kr Tlepopansai
B12 nopymeni toymirine 1000 mr [epopanbai
E nopymeni Toyairine 2-10 mr Ilepopanbai
banamnap TOyJirine 2-8 Mr/kr .
Koonsim Q10 epeceKTep Toynirine 50-600 mr Hepopasai
Hanerunucrenn Toynirine 10 mr/kr Ilepopanbai
C nopymeni ToyJIirine 25 Mr/kr [epopanbai
JleBokamMHUTHH toyairine 100 mr/kr Ilepopanbai
epeceKTep ToyJirine 5 r .
Kpearun Oananap toynirine 0,1 r/kr Hepopasai

L-apruaun Oaartap b i B/i

P epecekTep neHe GeTkeitine 10 ™
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Kpickaima aknapar

I'enomabl cexBeHanusuiayablH WHBa3uBTI emec Tocim (HJHK xone
ananblk/IHK) (Oapabpik SK30MAbl CEKBEHAIUsIAy bl JAa, ipl JeIelusiapbl
KaMTy YUIiH oHTalnauaeipbUIrad aHanblkIHK Tannmaysl ga maiiganaHbliajibl)
MUTOXOHAPUAJIBIK OY3bLIYJApAbl 3ePTTeYliH aJFallKbl KagaMbl 00JIybl
MYMKIH.

MuUTOXOHAPUSJIBIK AYPYIbIH THIIH aHBIKTAY YHIIH OYJIIBIKETTEpPAiH
ouoncusicbiH ;kyprizy Kaxer (LLOI' 0osy kesingeri RRF peakuuscs).

2/3 myTtanus napa ipi aeneuusuiap Oosbin TadbLIAAbI, )KoHE 071 de novo
MYTAUMSJIAP KOHE 0JIap TYKbIM KyajdaMmaiiabl, Oipakl/3 myranusuiap —
HYKTedik mytamusuiap (m.3243A>G xoHe 0acka) JKOHE aHAChl KAFbIHAH
TYKbIM Kyajaiabl. OT0achUIbIK T€HETHUKABIK KOHCYIbTAIUS KYPTi3y KaxeT!

lengik MyTanusiiap YyHIiH KOJDKETIMAL chenuuKaiblK €M — TaypuH
MOAU(PUKAIUACHIMEH EMJICY

12 karpaii. Muonatusi: J[lomeHHIH OYJIIIBIKET AUCTPOPUSHBIH KIHE
asiK-KO0JI-0eJ1IiH OYJIIIBIKET AUCTPOPUSAHBIH nugpepeHunaIIbI
AHATHOCTUKACHI

KarnaiablH cunarramMachl: 6 xac 8 ai, ep 6ana

Herisri marbiMbl: KOK neHreiiniH )KOFapbUIBIFBIMEH OVJIIIIBIKET
QNICI3Ir

AHaMHe3i: aybIpiiaMaras

OT0achLIBIK aHAMHeE3I: )XYHKe-OYJIIIBIKET aypyiapbl *KOK, KaH
apaacThIFbI )KOK

MennuuHadbIK TEKCepPy: MPOKCUMAaIbIl OVIIIBIKETEPIH/IE KEHLUT SJICI3IIK
Oaiikanran sxoHe ['oBepc cuMnToMbl OH. byuibikeT arpodusicel OaifikamMabl.
banteip OyibikeTTepi runeprpodusiianrad. beTiHiH OyIIBIKETTEpiHE 1€
3aKbIM KeJIMereH. TOOBIK OYbIHBIHBIH JKE€H1JI KOHTPAKTypachl OaKaIbl.

3eprxananabik 3eprreyiepain gepekrepi: KOK 24 880 Xb/n (Hopma: 62-
287)

Bbymnmbikerrepain MPT: ynken Oekce OyJIIIBIKETTEpPl MEH opTalia 6ekce
OWIIIBIKETTEPIHIET Mal HHUITBTPAIUACH
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ChipkaTHama

6 xac 8 aii
OYJIIIBIKET SJICI3AIriMeH
4 mac aypyxaHara JKaTKbI3bLIFaH,
Oasty JKyTipe/i ®KoHe K®K 24 880 Xb/m,
OacnangakmneH OyIIBIKETTEpiHe OMOTICHS
KeTepilirenae KnHaaabl JKacallFaH

6 :xac 4 aii

OYJIIIIBIKET SMCI3Ir,
0anThIp OYIIBIKETTEPiHIH
runeprpodusicel, KOK
15,515, AbJ1-ra xynik 6ap,
Oipak MLPA tanmaysl
Tepic OonFaH

Bara.ﬂaym,n{ OCBI CaTBbICBIHI AT bl Herisri TYKBIPBIMIAAP

Ep 6ana, 6 xac 8 aii;

bacrtankpina namysl 4 sxacka JAei1H KaJabIIThl dKYPreH.
4 et — Oasy xkyripeai, 6acnangakieH KoTepUIreH1e KUHATAbI.
6 >xac mamMachiHIa: OVImBIKET oici3airi yaeren, KOK 15 515 Xb/m,

oanteipnapabiy runeprpodusicel, MLPA-na JIBJl Tepic 601abL.

6 >xac >xoHe 8 aif mamachkinaa: oyambikeT ancizairi, KOK 24 880 Xb/m,

T'oBepc cumMnTOMBI, OaNTHIPIAAPABIH TUIIEPTPOPUACH], TOOBIK OyBIHBIHBIH HKEH1IT
KOHTPaKTypachl.

MPT-na: ynkeH xoHe opTaiia 6exce OYVIIIIBIKETIHACT1 Mait

UHQUIBTPALUSICHI

JIB/1 >kOKKa MIbIFapy YIIiH HET137ep i1 JIe KETKUTIKC13, olTkeH1 DMD

TeHIH/IE 911 e HYKTEIIK MyTalus 00Jybl, )KoHE OYJIIIBIKETTEPAIH OUOTICUSCH
KYPTi3UIreH 00Iybl MyMKIH

Tarpl KaH1a#l AUATHO3 KOWBLIYbI MYMKIH?
K®K — 24 880 Xb/a, Oy eTe k0Fapbl KOPCETKIIT OOJBIN TaObLIA bl
OHE OYJIIIBIKET TUCTPOPUSACHIH KOPCETEI1:

1. JB/1 (ep 6ananap)

2. Capkornukanomnarus (ep 6ananap HeMece KbI3
Oanamnap)

3. Kanbnaunonarus (ep 6ananap MeH KbI3 Oananap)

4. [Tomrie aypysl (ep Oananap MeH KbI3 Oanamap)

S. Kabpiny Muomnarusuiapsl (1€pMaToMUO3UT, UMMYHUTET

TYpTK1 OoniraH Hekpo3aaiTeiH muonarust (MBHM) (ep 6ananap

HeMmece KbI3 Oanamap)
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12.5 cyper. bysimbiker OuoncusicblHbIH aepekTepi (12 cyper)

" [12.1 cypet. H&E 6osutys! ke3inge:
- ITaNIIBIKTap ©MmeMiHiH anameTpilO-
~[HaH 50 MHKpOHFa AeiliH opTamia
Josrepyi. BipHele HeKpO3aaIFaH KoHE
. [0ipHeIIe pereHepanysaIaHaThbIH
- JTanmblK Oalikananbl. JKeHun gopexeni
§ pHIOMKO3 PUOPO3BI

¥ [PereHepanysUIANTBIH TAIIIBIKTAPIBIH
KJIacTepiiepi, 0J1 CO3bLIMAIIBI
HEKPO3/IbIK-pPEreHEPALHIIAUThIH
aypyIbIH Oeinrici (MuonaTus
CHMIITOMBI) 00JIBIN TA0BLJIAAbI

412.2 cyper. MGT Oosutysl Ke3iHAE:
OWJIIIIBIKETTEP/I1H KbI3bLI
TaabIKTapbIHbIH Y311yl (RRF),
YKUEKTEPIHJE MATUH/IIK €EMeC
|TasiKianap MeH BaKyOJIbJAep
y|Oalikaimaiiibl.

[12.3 cyper. NADH-TR 0Oosnysl
Ke31HJIe: pereHepanusiaHaTbiH
j{TanmsIKTapasl KocnaraH/a,
MUO(pUOpUILITaapabIK TOpIAP KAKCHI
YKBIMJTACKAH.

@ |12.4 cyper. ATdazamen 6osutysl
® |kesinge: TaJIIBIKTAp TUNITEPIHH
TornTacysl OaiikanMaiinel. 2C TUNTI

Eckeprrnienep: ByIbIKeT TalIbIKTaAPbIHBIH TUIITEP1 MEH (PYHKIIUSIIAPHI
| TUOITI TAMIIBIKTAp — IGHEHIH KAJIbl 2 TUITI TAJIIBIKTAp — dCepiep
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I/IMMyHOFI/ICTOXI/IMI/ISI

DYS 1 DYS 2 (C-ymibn) DYS 3 (N-ymsr) 6ap
(TasKIaTopizai) 6ap Oap

v
YTpodun skcnpeccuscol ok, 0y JIBJI/BBJ1 »okka mbirapast [39]
“‘ ’:’ 4
a SG capKOTJIMKaHHBIH KaJIbIIThI .
DKCIPECCUACHIHBIH MBICAIbI Texcepinren Oanaza a-
CapKOTJIUKAH 3KCIPECCUSACHI
OalikaaIMan bl
HATOJOTI'UAJIBIK JUATHOCTHUKA:
KenecinmepMeH MUOTIAaTUSIIBIK ©3T€pICTED:
1. TanmeIKTap ©JIIEeMIHIH e3repici, opTalia
2. PerenepanusuiailTbIiH TAIIIBIKTAP MEH HEKPOT3ABIK TAIIIBIKTAP,
a3/Iara” MeJIIEPae
3. 2C TunTi TaNdMbIKTap, XKANbLUIFaH
KOMMEHTAPUIJIEP:

XKorappiia KeNTIpUIreH JepeKTep OYVIIIIBIKET TUCTPODUSACHIH OLaipe/l.
TyOereini quarnos MI'X Herizinae KOHUbLIA b

Capkornukas KOKTbIFbIH KepceTeTiH MI'X HoTuxkenepine colikec,
CapKONIMKaHOMAaTUsAFa O0JIXKaM kacayra 0onaabl
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Oaeduerrepai mwoJy [40]

Capkornukan KellleHl a-capkoriikaHHaH (OypbiH anxanuH xoHe 50 DAG
Jen  aranfaH), b-capkornmukanHaH (A3b), d-capkormukaHHaH ~JKOHE  e-
CapKOTJIMKAHHAH TYPAJbl.

Anbda-capkomiMKaH MEH g-CApKOIIMKaH TEK KaHKa MKOHE JKYpeK
OWIIIBIKETTEPIHIE 0OJIaThIHBI UMMYHOOJIOTTUHT apKJbl aHbIKTaIAbl (Yamamoto
et al., 1994), an b-, d- kxoHe e-capkorUKaHIap OapybIK OVJIIIBIKETTEPEC
ke3aeceni (Ettinger et al., 1997; McNally et al., 1998).

bi3 OynmibikeT TadIIBIKTAphIHBIH JKacyllla KaHKACBIHBIH  KOMNTEreH
KOMIIOHCHTTEpIH aHBIKTall ajAblK, COFaH KapamMacTaH O13 KelleHHIH opoip
AJIEMEHTIHIH IIbIHAWBI (PYHKIUACHI Typalibl 00Jaap-00aMac TYCIHIK albIK.

KoruutuBTik AUCHYHKIUSHBIH OOJIMAayblH >KOHE JKAYBIPHIHHBIH KaHAaT
TOpI3/1  OpHAJACybIHBIH  JKMIPEK  KOpiHIC  OEpeTiHMAINH  KOCIMaraH[a,.
capkomukaHonatusinap (enoruntepi auctpodpunonarussuiapra (AB/BBJI)
kebipek ykcac [41].

AHarypibIM KE€H TapajfaH KepiHicl OalaiblK IIAKThl QJICI3AIKTIH Maiiga
oonysiMen JIBJ[-topizmi  ¢enotun (acipece, LGMD2C/RS5, LGMD2E/R4,
LGMD2F/R6 ke3inne) 6oabin TadbLIaIb1, KoHE aypy 60acka LGMD kesinpgerire
KaparaHJia aybIPhIPAK KOHE KbUIIaMbIPaK ©TE/Il.

[TanenTTEpAIH KOMIIUIITIHIE aFbIMBI ayblp *oHE XbUigam, o 30-40 xac
[IaMachlH/a ©3/ITTHEH KYpyre KaOUTETTUTIKTIH KOFallyblHa aJbIIl KeJlel

12.1 cxema. IluctpoduH koHe TUCTPOPHUHMEH ACTACKAH INIMKONPOTEHH

KellleHIHIH cxeMa TypiHjeri kepiHici [21]
Basal Lamina
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Muonarusijiap IMarH0CTUKACBIHBIH 00/2KaM/IbI aJITOPUTMI [42]

1. HeBpouorusisik Tekcepy
2. ['unotupeos — mnasmanarel TTI nenreitl, 3 xoHe 4 60C THPOKCUH
3. Maii KbIIIKbUIIaphl aJIMaCybIHbIH OY3bUTYJIApbI CHSIKTHI,

MUTOXOHAPUSIIBIK KOHE Tya OITKEH MeTa00Iu3M Oy3bLTylapbIHbIH Oap-
KOKTBIFbIH aHBIKTAY YII1H, KaH IUIa3MaChIH/IaFbl CYT KbIIIKbLUIBI MEH
ALWJIKaPHUTHH JICHIeH1H eJIIey Kepek

4. [Tomne aypybIHBIH Oap-KOKTBIFBIH aHbIKTAy YIIiH GAA
(epMeHTIHIH AEHIelIH aHBIKTAUTBIH TECTKE apHAJIFaH KYPFaK KaH TaMIIbIChI
onicl

5. bymusikerrepaig MPT ke3inae KaOblHy MUONATHSTIAPBIH
(nepmaromuo3ut xoHe IBHM) anbikTay yiiH, cienn@uKagblK aHTHACHEIEPAiH
0ap-KOKTBIFBIH TEKCEPY KEPEK

6. TyKbpIM KyaslallThIH MUOTIATUSTIAP IbIH TUATHOCTUKACHI YILIH
reHeTukaiblK Tanaay (MLPA, WES) Men OyibsIikeTTep OMONCUSICHIH KYPTi3y
KaKeT

12.6 cyper. MPT notmkenepi [43]

Duchenne MD

Sarcoglycans

Adductor
Magnus

Lateral



JAuddepenunanabl IMATHOCTUKAJIBIK OeJiriiep

LGMD/capkoriiukaHonarus

5 ’ac maMachlH/Ia YJIKEH OoKce ’KamOacTblH oKeNeTiH
OYJIIIBIKET] 3aKbIMIaHFaH OyJIIIBIKETTEp1, OOKCE OYJIIIBIKETTEP]
KOHE OYJIIIBIKETTEPIHIH apTKbI TOOBI
OopiHEH OYpbIH )KOHE KYILUTIPEK
3aKbIMJ/IAHFaH, aJ1 MBIKbIH-0€J1
OYJIIIBIKET1, €pEeKILIETITiHe cail,
OacTamnkpl carblia 3aKbIMaHOAFaH.

6-7 »ac mamacblH1a — Backa Oip MaHbI3/1bI OaliKanFraHn
AKaMOAaCThIH TIK OYJIIIBIKETI MEH  TYChI OKEJETIH Y3bIH OVJIIIBIKETTIH
Kamnak OYJIIIBIKET] 3aKbIMJIaHFaH MeArab/l O6JIIrHIH CaKTaTybl
OOJIIBI.
Keiliinipek carbiia — OanThIp KiniHniik OyImbIKeTTepl
OWIIIBIKET1 3aKbIMIAHA/IBI. CaJIBICTBIPMAJIBI TYPJIE, KO3FAIYFa

KaOLJIETTUTIKTIH KOFaTybl OPbIH
aNfaHra JIeWiH 3aKbIMaHOAFaH.
bynan e3re. TinTi aypy
ACKbIHFaH Ke3/I€ /1€ apTKbI ACBHIKTHI
MKUITIK ITIEH OPTaHFbI caycakK OYKKIIII
3aKbIMJIaHOAFaH Kyl KaJajbl.

KLICKaHIa aKmapar

CapkorimmkaHonaTusijiap ask-0en  OWIIIBIKETTEPiHIH  ayTOCOMAJIBIK-
peueccunti auctpodusnapsinbly (LGMD) anarypnbiM aybsip Typsepi OOJbII
tabbu1aabl, onap LGMD sxarnaitnapeinbiy 10-25%-bIHa )KYBIFBIH Kypaibl .

Knunukanelk  ¢eHoTHMIi  aybITKBI — TYpaabl, Oipak  aypyiblH
MaHudecTanusacel 9fetTre, 10 skacka neifinri keseHre KeJiei.

Tept kKocaiakbl THmi Oearimi: SGCA, SGCB, SGCG xone SGCD
reHJIepiHeri coiikeciHme Mytauusiaapaal TysliHaaiTeiH LGMDR3, LGMDRA,
LGMDRS xone LGMDRG6.

CapkornukaHHbelH ~ OapiblK  TeHAEpPIHAE KOmTereH ajyaH TYpJi
MyTauusiapuaeHTUUKAUsIIaHFaH, KOHE Keuoip MyTalusuiap
TYpJInonyaanusiapaa 0acbiMbIpak 00J1a1bl.

Kasipri ke3ge amartHo3 Kejeci MyTaUUsIApAbIH 0ap-KOKTHIFbIH
AHBIKTAYFAa APHAJIFAH MOJIEKYJIAJbIK CKpUHUHT HeTi3iHae KOMbLIaAbI.

TepamneBTik TocUIEp aJCHOBUPYCIEH acTaCKaH-BUPYCTaH aJbIHFAH BEKTOP
apKbUIbI TEHAEP/IIH aybICY CTPATErUsIChIH KaMTUIbI (AAV).
Kasipri yakpITTa ajamaapaa emMaeyliH cbIHAaMa HYCKaJIapbl OOMbIHIIA
3epTTeyJiep Kyprisinyae
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13 skarpaii. Heiiporenaik 0y3nLny

KarnaablH cunarramacel: 44 xac, oiien

Heri3ri marbIMbI: cylipeTuireH TabaH

AHaMHe3i: aybIp emec

OT0achbLIIBIK aHAMHe3i: OKECIHJIE, OKE KaFHaH 9XKECIH/E >KYPIC-TYPBICHIH
Oy3bLTybI O0JIFaH (erKen-Ter keIl aknapar KOKeTIMCI3)

MeauuuMHaAbIK TeKCepy: CTEeNmaXIbIK JKypic, comaii-ak, l[oBepc
CHMITOMBI OaliKanraH. OHenae KoOlHece AUCTANIbAl OVJIIIBIKET QJICI3MIT1 KOHE
O0eT OWIMIBIKETTEepIH 3aKbIMIAMalThIH aTpodus Oallkanapl. ASKTapAblH

aUCTanbal  OeNIKTepiHAEe  BHOpalusra  CEe3IMTAIABIKTHIH  Oojap-O0oimac
TOMEHJIEylH KocHaraHaa, ce3iMTaiAblKk HopMana OonraH. bapasik TCP
OoJMaraH.

3eprxaHajbIK 3epTTeyiepain aepekrepi: KOK: 395 Xb/n

IMI': xylikecizneny nmoreHmanaapbl. SNAP (GkyHKeHIH CEHCOPJBIK ocep
eTy noteHuanel) * anbikraniMarad. CMAP (kKypamiac OYJIIIBIKETTIK 9CEp €Ty
MOTEHITNAJIBI)** TOMEHIeTeH

IKI': KaJIbIIThI

*  DnekTpoPU3NONIOTUSIIBIK  3epTTEY/Iep Ke3iHAe apTKbel TYOIpIIeKTep
TaHIJIUSCBIHIAFBl  HEMECE OJlaH  JIUCTAIBAIPEK JKYHWKEHIH  3aKbIMJAHYBI
HOTIDKECIHJE  JKYHWKE  OpEeKeTIHIH  CeHCOopiblK  mnoTeHnuansl  (SNAP)
aMILUTUTYJAChIHBIH TOMEHCY1 OaliKamabl.

** CMAP aMIUTUTYaCbIHBIH a3al0bl KUMbLJI-KO3FAJIbIC AKCOHAAPbIHBIH
JKOFAJITHLIIFAHBIH KopceTedi koHe, coiikecinme, BAC nen XBA-ra tikenei
Katbicbl Oap. Opranrbl xkyiike ymiH CMAP monnepi BAC 6ap mamuentrepae
avtapneikTaii  Temenaenai (Shefner et al.,, 2011). CMAP xa30acbiHBIH

KapaHafIBIMI[BIHBIFBI MCH TapTbhIMAbLUIbIFbBIHA KapamMaCTaH, OHBIH MQHI[Cpi
CTUMYJI KapKbIHIbLIbIFbIHA, QJIICKTPOATBIH OpHaJIaCybIHA, AsAK-KOJIAbIH
OpHAJIaCybIHA KOHE TeMIlepaTypara OalIaHbICThI ©3repe/l.
CobipkaTHama
18 xac 40 xac
TaWbIN KyJan OacriangakIiiey
Oepeni, OipHerie KOTEepLITCH/IC
peT KyJiaraH KUHAJIaIbl
30 xac 44 xac
KYPiC-TYPBICHI 26 >kbLT OOMBI
e3reprex yAereH
(otbacst OYJIIIBIKET
My1Ienepi aIncizirine
Kypic- 0alIaHbBICTHI
TYPBICBIHBIH aypyxaHara
e3rele eKeHiH KATKBI3bLIFaH
OalikaraH)
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Ocsbl caTbl 00MBIHIIA HEri3li TYKbIPBIMAAP
AyTOCOMaJIBIK-TOMUHAHTTBI aypybIH O0TybIHA KYIIK (9Kecl, aKeci)
AypyabiH MaHu@ectanusichl: 18 skac, OyambIKeT JJICI3AIriHiH Oasy

yzeyi

Cyiiperinren TaldaH, crenmaxkablK :Kypic, IoBepc cumnromsl,
OYJIIIBIKETTIH AaWKbIH JJICI3AIri sKoHe arpo¢usi, KeOiHece IHCTAIBAI
OynmbikerTepae. ber OyimbIKeTTepiHe HYKCAH KeJMereH. ASKTAPAbIH
AUCTAJBAI OoJliKTepiHAe BHOpanusira ce3siMTANABIKTBIH 0os1ap-00mac
TOMEH/eYIH KOCHaraHJa, ce3iMTaJAbIK Hopmaaa OoaraH. bapabsik TCP
0osmarad. KOK nenreii cau sxorapoliaran (395 Xb/a)

Heiiporenaik IMI': xylikecizneHy noreHuuangapbl. SNAP (xylikeHiH
CEHCOPJIBIK 9cep eTy mnoTeHuuanel) * anbikranmaraHn. CMAP (kypampac
OYJIIBIKETTIK 9CEp €Ty NOTEHIIMAJIbI) TOMEHETeH

IKI': kanbiTel

B¥JIIHLIK€T OnoncusicblHbIH aepekrepi (13 cyper)

» O e 13.1 cyper. H&E 60$IJIYBI Ke3iHze:
. [TaNmIBIKTapABbIH eIIeMi
OuMoanbIi Taparysl OaifKanasl,
YKOHE TaJIIIBIKTAp/IbIH ©JIIeMi
[IaFBIH TONTA OipHEeIIe
MUKpoHHaH 10 MUKpOHFa JeiiH
JKOHE YJIKEH TONTa AUaMeTpi 66
MUKpPOHHaH 77 MUKPOHFa JIeHiH
Kypaiasl. Hekpo3nanras xoHe
pereHeparysiaHaTbIH TAIIIBIKTap
PKOK. ¥ cak OYpBIIITHI TaJIIIBIKTAP
iIiHapa TONTacKaH, ojlap IIaFrblH
TOITAFbl aTPO(USHBI KOPCETE .
DHaoMu3uaNbI1 HUOPO3
Oaiikanmaiiaer. Jlmmda
MHPUIBTpAUACH OaliKaManabl.
ki sgponapsl Oap OipHere
TaJIIBIK OOTabl.

13.2 cyper. MGT OGosutysl
Ke31H/Ie: KUCKTEPiHIe
BaKyoOJIb/Iepi Oap TaJIIBIKTap
(RVs), OyIIIsIKe TTepAiH KbI3bLT
TanbIKTapbIHbIH Y311yl (RRF)
YKOHE MAJIMHIK €MeC JICHEIIIKTep
Oalikanmaiinsl. bepinren ynrire
[IeTKepP1 KYHKenepaiy
[IOFBIPIIaphl KipiCTipiIMEreH
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13.3 cyper. NADH-TR Gosutyst
Ke3iHe: MUOpUOpHILITaapabIK
TOpJIAp JKAKChI )KbIMIACKAH.

13.4 cyper. AT®a3zameH 00sTybI
Ke31HJIe: TAJIIIBIKTap TUITEPiHIH
TonTacysl Oaiikananbl. 2C TUNTI
TAJIIBIKTAP/IbIH a37aFaH CaHbl
Oaiikaapl.

IaTo10rUsIIBIK INATHOCTHKA
HeBpomnarusiiblk e3repictep:

1) TaneIK eeMiHIH e3repyl, OuMoaambIl KYHKECi3IeHy XKoHe
2) HIaFbIH TOOTAPABIH aTPOGHSICHI peHHHEpBALI
3) TaNIBIKTap THITEPIHIH TONTACTHIPHLTYBI YACPICIRE ToH

4) 1Ki siaposiapsl 0ap TAIIIBIKTAp, a3/1aFaH MeJIIepie

5) 2C tunti TadbIKTap, a3aFraH MeJIIepe

KommMmeHnTapuitnep: xorapbljia KENTIPUITEH JEPEKTEP opTallia )KYUKeci3AeHy
YKOHE pPEeMHHEPBALIMS YIAEPICIH KOpCeTe .

Heiiporenaik 0y3bLiIyabl pactay Kaxer

Buoncus Kypri3y Here COHIIAJBIKTHI MAHBI3AbI?
Heliporenik O0y3bu1y KO3FajablC HEHPOHIAPBIHBIH HEMECE IIETKEp1
JKYMKEHIH KAaTbICBIMBIH OUIIIpei.

BynibikeTTep OMOTICUACHIHBIH KOMETIMEH aypyAbl 197 aHBIKTAY
MYMKIH/IIT1 cupek 0onajbl, O1pak HaKThI aypyabl OUIAIpeTiH Oenriii 0ip
KJIIMHUKAJIBIK KOpiHiCTEP Oap.

MYyKHUAT KYPri3UIreH KIMHUKAJIBIK 5KOHE 3JEKTPOPU3HOIOTUSIIBIK
3eprreyaep kebiHece akay Oap reHjl aHbIKTayFa TYPTKI 00Jiajibl, )KoHE Ka3ipri
yaKbITTa HEUpOTeH 1K Oy3bLTyaap Ke31HAe OVIIIBIKETTePiH OUOTICUSCH
CUpETIpPEK KYPriziyiel.
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Anaiina, keii0ip HeliporeHaik arpodusiiapaa Keloip OYIIIBIKET
nuctpodusiiiapra HeMece JUCTalb/II MUOTIATUSIIAp CUSIKTHI MUOTIATUsLIIapFa TOH
oenrinep 601yl MyMKiH. OHJail sxaraainapaa OyIIIbIKET TaTOJOTUSICHI
CaJBICTBIPMAJIbI JUATHOCTUKA KE31H1e maiigansl 00Iybl MyMKIH

oaeduerrepai moay [21,44,45,46]

Heiiporenaik 0y3pLaysap (1erkepi :KYHKeHiH :KOFapFrbl HeMece
TOMEHI'I KO3FAJITKbIII HEHPOHAAPbIHBIH AKAYbIHAH TYBIHJAAFaH, TYKbIM
KYAJIalThIH KJHe sKype naiiga 00J1FaH KIMHUKAJIBIK 0y3bLIYJIap):

Byitipnik amuotpodusiiasik ckiiepos (BAC; xoraprbl )KoHE TOMEHT1
KO3FaJITKBIII HEHPOHIAP);

TyKbIM KyallalThIH MOTOPJIBIK cCeHCcOopIbIK HeBponaTusiiap (HMSN;
MOTOPJIBIK KOHE CEHCOPJIBIK HEHPOHAAp MEH IIETKEP1 )KYUKeENep);

Kyneia OynmsikerTepinid arpodusicel (KBA; ToMeHrT KUMBLUI-KO3FaJIbIC
HEUpOHIApPHI)

KabOpiHyMeH XypeTiH MIeTKepi HeBponaTusiiap

BynbikeTTepiH KapTatobl )KoHE 3aT aaMacy/IblH KeiOip Oy3bLTyIaphl
HEBPOIATUAMEH/KYHKECI3IECHYMEH KaTap Kypel.

KyiikecizieHreH OYJIIBIKETTIH KAJIbI MATOJOTHSJIBIK OeJirijiepi
XKytikeci3ieHreH OYIIIBIKET TallIbIKTAPBIHBIH ©JIIIEMI KilTipeieal.

BAC cusikThl co3puiMalibl aypy kesinjae arpodusuibik TaambikTap JKBA
Ke31Her1 JoHTeNIeK MIIHre KaparaHaa, OYPHIIITH MIIIIHTE He.

Bip Ko3FanTKBIII )KYHKE KONTETeH OVIIIIBIKET TaIIIBIKTAPbIH SHEPTUSIMEH
KaMTaMachl3 €Te/ll, )KYUKeCI3AeHAIpy OMOTICusl Ke31H 1€ aTpOUsIIbIK
TaJIIBIKTap/IbIH Oalikaychi3a malibipaybiHa okenesl. Con cebenTi
KYHKECI3CHTEH OYJIIIBIKETTEP 1€ OVIIIIBIKET TaIIIbIKTAPhIHBIH €Ki
MOMYJISIMICH OaliKanabl: )KYUKECI3ACHT€H aTpO(USIIBIK, )KOHE CATBICTHIPMAIIBI
TYPAE KaJBINTHI 6JIIeMAer1 HeMece runepTpodusiianrad. by Oumonansasn
KOH(UTYpaIUsHBIH HEMECE €Kl IIBIHBI 0ap KOH(PUTYPAITUSHBIH OOJTYBI
"TalIBIKTAp TUNITEPIH TONTACTHIPYABI" TYABIPAJIbI )KOHE )KYUKECI3ACHYTE TOH
Oeri 00JIbIIT TaObLIAIBI
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13.1-kecte. Heliporenaik 0y3bliyJiap

HATHOCTHKACHI
AKayabIH A

AypyabIH THII HBIH Heri3ri

OpHaJIaCybl ¢
TICiIi

JKOFaprbl XKOHE

Byiiipiik TOMEHT] KEMBLE SODI1, FUS, ALS2, SETX, VAPB, TDP-43,
aMHOTPODHUSLITBIK TyYKbIM KyanaiTbiH Kosraljlmc TARDPB, VCP, OPTN, ANG renjepiHin NGS
CKJIEpO3 " MyTalusIapbl
TyKbIM KUMBUI-KO3FaJIbIC
aJalThIH JKOHE CEHCOPJIBI
Molg) JIBIK JKOHE TyYKBIM KyaJaiThIH Hel OHI[: ¢ Tennep OM (Gareip
P FHRIM Y . P P, (http://www.molgen.ua.ac.be/cmtmutations/) xyiikeci), NGS
CEHCOPJIBIK COHJIali-aK, [IeTKepi
HeBpomaTusiap Kyiikenep
TeMeHIi KUMBLI-
XKBA TyKbIM KyanaiTbIH K Ny SMN 1 xone SMN 2, IGHMBP2, MEGF10, MLPA, NGS
KO3FaJIbIC HEHPOHBL
KaObiHymen .
)kypeTin metkepi  Illetkepi xyiikenepai X maiia 00JFaH a0BIHYBI homGas i
YP p CTKEPI HYHKCIICPAIH Ype 1 0o K Y myHKust, OMIT
HeBpomaTusiap
3epTXaHaNbIK
Kapraro xone Tangay
HETi3ri OaillaHbIC, COHAM-aK, .. MeTtabonu3m, Kapraro, Karepii icikrep,  (MeTaboIU3MIIK)
ITerxepi xkylikenep
aypyinapMeH KapTaloAblH cajiapiapbl aMUIIONJ103 , OYIIIBIKETTEP
MEeTa00IM3MIIK OHOTICHSICHI,
SMI'

13.1 cxema. TYKbIM KyaJIalThIH HEBPONIATUS/IAPABIH KiKTeMecl

Y YT 0
CONCD N NP

HESPAATHANBIK
AMHOTPODMA

LT ETATAITH
NEOPINITHR

HeBponartua aypyabiH #anfbl3 Hemece Herisri
Geniri bonbin Tabenatein Margaingars
HEBPONATUANEP

------------------------- J------“--WKbIM KYANAWTBIH HEBPONATUAMAP - | oo

HeBponatus KeHipex TapanfaH HeBPOAOTHASLIK
Hemece MyNoTrmyReni aypyabiK 6ip 6aniri 6onwbin
TabblNathiH Kar4aaarkl HEBPONATHANAP

Tyvisan Kyanadaem Typni
|He pac Xsar o
W CHIRADOME
EHE T

MUTOXOHAP
HINBIK
Sysenynap

aopdupn Angan Awnnarep
aKcoHansai AMMACY B HBIH,
wehponatus Syavinynl
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Bbouesns Hlapko-Mapu-Tyra (ILIMT) aypysl, TYKbIM KyaJJalTbIH
HEBPONMATHSIHBIH AHAFYPJIbIM KHi Ke3[eCeTiH TYPi IeTKepl Kyilke KyHeciHIH
T€HETHKAJIBIK TeTePOTeH/ 11 TOOBI OOJIBIN TaObLTAAbI, O1paK KIMHUKAIBIK
dbenotumni aftapiabikrail 0ipTexTi: [44]

7. yAeMeTl SJICI3MIIK XKOHE TUCTAIb/I1 OYIIIBIKETTEPAIH aTpodUsCHI,
8. TaOaHHBIH JIe(popMaIIUsIaphl,

9. TUCTaNbA1 CE3IMTAIIBIKTHIH KOFAITybl

10. CiHIp pedeKcepiHiH TOMEHIELYI.

13.2-kecte. ILIMT aypybiHa TOH (KJIMHHUKAJIBIK, OMOJOTMSIIIBIK KIHE
PEHTIeHOJIOTHSIIBIK), BIKTUMAJI MYTALMSIJIAPbIHA CIMKeC Oerijep

denoTumiHig
CHIIATTAMACHI

CMT kocaakpl THNITEPI

Mura xacanrad MPT -garer
ayBITKyJap (aK 3aTTHIH
aHOMAUSIIaphI)

[Mupamu ganbIK 5K0JIbIH
3aKBIMIAHYBI

AKBIT-011 TAMYBIHBIH TEXEITy1
Kepenik

Kepy xylikeciHiH HEBPHUTI
Kepy xylikeciniH aTpousicbt
KapamsIKTIH aHOMaHsITaph
I'mayxoma

Katapakra

[Tammsin aysipy
Hespomnarus

Juadparma MeH naybic
OaitTaMIapbIHBIH CAJIIAHybI
[Ipoxcumanbi
OYJIIIBIKETTEPAIH 3aKbIMIAHYBI
Kebinece xommapasiy
3aKBIMIAHYBI

CeHCOpIIbIK AaHOMAIHSIIAP MEH
OMBIK JKapaiap

Aysip nedopmanmsiiap,
CKOJIHO03
I'inepkpeaTUHKUHA3ZEMUS,
THITCPIIUIIEMHAS, THa0eT
Hetitponenus
DoKab/1i-CerMEHTTIK
TJIOMEPYIIOCKIEPO3

TepiHiH 6Te KaTThI
CO3BUTFBIITHIFBI, )KaCKa
OalIaHBICTHI MaKyJISIPIIBIK,
JleTeHepanus

XL-CMT-GJBT; AR-CMTde-NDRG; AD-CMTin-INF2; AD-CMTax-MAN2

AD-CNTax-MFNZ; AR-CMTax-GDAPY; XL-CMT1, AD-GHMN-BSCL2; AD-GHMN-REEPT; AD-dHMN-SETX: AD-GHMN-DYNCIHT;
AD-GHMN-BICDZ; AD-CMTa-NEFL; AR-CMTax-C120RF55; AD-CMTax-KIF5A; AD-CMTax-meATPE

X-CMT-Unknown; XL-CMT-AFM1

AD-CMTde-MPZ; AD-CMTde-PMP22; AD-CMTde-NEFL; AD-CMTac-MPZ; X-CMT-GJBT; X-CMT-ARMY; XL-CMT-PRPST;
AR-CMTde-MTMR2; AR-CMTde-NDRG?; AR-CMTde-SH3TC2

AD-CTax-MFNZ; AD-CMTde-PMP22ckp

AD-CMTax-MANZ; XL-CMT-PRPST; XL-CMT-AIFM; AR-CMTax-C120RF65; XL-CMT-PRPST

AD-CTde-MPZ; AD-CMTax-MPZ

AR-CMTde-SBF2

AR-CMTde-CTOPT; AR-CMTax-DMM2; AD-CMTin-DVM2

AR-CMTde-SBF2; AD-CMTax-RAB7; AD-CMTax-MPZ

AD-CNTde-MPZ

AD-CMTax-TRPVY; AR-CMTax-GDAPT; AD-CMTax-GDAPT; AD-CMTax-MPZ; AR-CMTde-GDAPT; AR-CMTde-MTIR2;
AD-CMTas-MFNZ; X-dHMN-LASTL AR-GHMIN-IGHIMBP2

AD-CMTax-Unknowry, AD-CMTax-LRSAMT; AR-CMTax-LANA
AD-CNTax-GARS; AD-CMTax-HSPES; AD-aHMN-TFG; AD-dHMN-B5(L2
AD-CMTax-RAB7

AR-CMTde-SH3TC2; AR-CMTde-FGD4; AR-CMTde-PRX; DSS; AD-CMTax-GARS; AD-CMTax-GDAPT;
AD-CMTax-HSPBS

AD-CMTax-Unknowry, AD-dHMN-TFG; AD-CMTax-NERL
AD-CTin-ONM2

AD-CTin-INF2

AD-CMTde-FBLNS

AD — ayTocomaibIK-1oMUHAHTTEL; AR — ayrocomansik-peneccusti; CMT — Ilapko-Mapu-TyT OyimsikeT
muctpodusicel; dHMN — TyKbIM KyaJlalTBhIH JUCTaIIb/II MOTOPIBIK Heliponarusuiap; DSS — Jlexepun-CoTt
cuaapomer; LMNA — A/C namuHi.

Byiiipiik amuorpopusiibik ckiepo3 (BAC) [45]

byn eniM TyaplpaThlH KUMBUI-KO3FaJIbic HEHPOHAAPHI aypybl, >KOFAPFHI
KOHE TOMEHT1 HEeHpOHAApIarbl JEreHEPAUSIIbIK ©3TepICTEPMEH CUIATTaIabl

(Rowland xone Shneider, 2001).
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AypyablH MaHU(DECTaUAChI, 9ETTE, OpPTa KACTaH KeWIH OallKasiajbl XKoHE
OWIIIBIKETTEPIIH TYPAKTHI yJeMelll aTpopusichl MEH OJICI3MIIK TYPIHJIE KOPIHIC
Oepe/il, COHBIMEH KaTap OHBIH THIHBIC ally OVJIIIBIKETTEPIHE 9Cepl KoM XKariaiiia
aypy OacTtanraHHaH KediH emip cypyai 2-4 xbuira neiid azairtansl (Chio et al.,
2009).

BAC epecekrepaeri KUMBUI-KO3FaJbIC HEUPOHIAPHBIH AaHAFYPJIbIM Kol
TapanraH aypysl, xkuiiiri 100 000 agamubig 2-eyinae kone Tapanysl 100 000
anaMebIH 5,4-1a71¢ (Chio et al., 2013).

EMneynin 3amanayn HyYCKajlapbl CHUMOTOMJApAbl Oacyra KoHE TeEK
MakyJiJlaHFaH, KeHIHeH maijamansuiateiH  Pumy3on  men  DpapaBoH
npenaparTapblH  KOJIIaHa  OTBIPBIN, PECHUPATOPILIK TYPFBIIAH JIEMEyre
HETI3/IeNITeH, OJIApAbIH KOJJAAHBUIYbl a3 FaHa XKoHE TEeK KelOip HaykacTapaa
naiia okeneni (Petrov et al., 2017; Sawada, 2017).

By skOMKBIH aypyabl eMACYIIH TUIMJ1 9MIICTEPIH TaMbITYJbIH UIrepiieyiHe
KenTereH (hakTtopiap KeAepri KeATIp/l.

BAC manapikkan agamaapabiH  10%-bpiHa — AeHiHTICiHIE — O0TOACH
MYIIEIEpiHIH KeMiHAe Tarbl Oipeyl OChl aypyFa IanablFajbl, xkoHe onap BAC
otbaceuTBIK (0BAC) Typi Oap agamaap peTiHIe aHbIKTaIabl.

byn xarpalinapablH  OapibIFbl JIEPIAIK  ayTOCOMAJbIK-JOMHUHAHTTHI THUII
OoiibIHIIIAa TYKBIM KyanalTeiabl anbikTanasl (Kirby et al., 2016).

BAC kanran 90-95% xarmaiibl 0TOACHUIBIK aHAMHE31HAE OCHIHBIH aJIAbIH/IA
Oy aypy OonmaraH agamzaapaa Oakaitazibl.

Mynnaii nanuentrepae aypyasl criopaausiiblk BAC (cnbAC) nen ataiisl
(Chen et al., 2013).

13.2 cxema. A3HSJIBIK K9HE €yPONAJIBIK MONMYJISIHMJIAPFa AaHAFYPJIbIM
KU1 MYTAUUSJIAHATBIH TOPT reHMeH tycinaipisierin BAC yueci.
Zou et al. MmaTepuasapbIHbIH Heridingeri gepexrep (2017)

fALS European fALS Asian
TARDBP FUS 2.8% TARDBP FUS (6.4%)
(4.2%) ‘ (15%)
SOD1 14.8%
5001 (30%)
CI0RF72 Other/Unknown I Other/Unknown
33.7% 44.5% CI0RF72 (59.8%)
(2.3%)
SALS European TARDBP sALS Asian
SOD1 (1.2%) (0.8%) SOD1 (1.5%) TARDEP (0.2%)
\ RF72 “ FUS (0.9%)
CIORF72 ‘ FUS (0.3%) o il

(5.1%) (0.3%)

Other/Unknown Other/Unknown
(92.6%) (97.1%)
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Aypy SMNI

AKyiabin OynmbiKeTTepinid atrpodusicsl (ZKBA) [46]

reHIHIH

ayTOCOMAJIBIK-PEIeCCUBTI

MyTalUsJIapbIHAH

TybIHJAFaH >KOHE MOTOHEUPOHIAPJBIH JKOFAITBUIYBIMEH >KOHE OVJIIIBIKETTIH
yIeMel dJICI3IITIMEH CUIaTTalabl.
Tybinran kesne XKBA tyeinmay xuiairi 10 000 s>xarmaiiaeiH mamMamMeH 1-
ey1H Kypaibl, ’KoHEe ocbUIaiia ojl oppaHIbIK aypy peTiHAe KIKTeIeIl.
AypynblH aybIpABIFBl K€H ayKbIMAbI KaMTHAbLI JKOHE MaHU(eCTalus CoTl
HEOHAaTaJb/[l KE3€HHEH epeceK »*KackKa JIeHiH aybITKbII OThIpajbl, OipaK keOiHece
MaHudecTaIsa eMipaiH aaFalikbl XXKbUIIapbIiHaa 0omaas [1].

Yo
HYCHHEPC

npenaparneH  aypyabl
eH  (Kapchl

MoaU(pUKAIUSTAUTHIH
OJIUTOHYKJIEOTH]T),

OHaCCMHOI'CH

€M  MaKYJIJaHJbI:
abenapBOBEK

(opbIHOACYIIIBI TEHAIK TepaIus) )KOHE PUCIUILIaM (CUHTETUKAJIBIK Mpernapar).
13.3-kecte. JKyJibIH OyIIBIKeTTEPI aTPOQUICHI TUNITEPIHIH 03iHEe TOH

Cunarrama

1 Timi

2 Timi

epeKIIeJIKTePIHIH KbICKAIIA CHIIATTAMACHI

3 Tami

JIapbl
Manudecra|Kypcakinrinik Hemece eMipiHi . N .. .
b K . N PIHIH 6 avnaH 12 aiira neiin Exi »xactan Oacran
LUSICHI AJIFAIKBI OipHEIe aibIH/Ia
I'unoronus, .
Crartukanblk HeMece yaeyi
CUMMETPUSLIIEI, . . . :
AyBIp TUTIOTOHHS, OYJIIITBIKET . . . |MYMKIH 9MCi3[IiK, )KYTipy, CEKipy
o MIPOKCUMAJTBTI QJICI3IIIK, i
oJcizairi, 0ackIH Harap . JKoHE OacmalaKIeH KOTepiTy
.. Ti7 QaCIUKYIISIHACHI, . :
YCTaybl, KOHBIPAY TOPi3/i Key/Ie) Ke3iH/eri KUBIHIBIKTAP,
KOJIIapIbIH TPEMOPHI,
Knunukaiisl KYBICHI, KaOBIpFaapalbiK KUpaJlaHan xypy,

K Oenrinepi

OYJIIIIBIKETTEP/IiH QJICI3/IIri,
JTuaparMabiK KbITBIHC Ay,
eMyJIeTi KHBIHIBIKTap,
JTAYBICBIHBIH QJICI3IIIT1

I'PC oancizniri Hemece
OosMaybl, OyBIHAAPIBIH
oTe KaTThl
KO3FaJIFbILITBIFbI,
CKOJIO3, THIHBIC aTyAaFbl
npoObiemanap

JKanmnakTabas, ['oBepc Kajmbl,
KOJIIAPAbIH TPEMOPBI, Till
(dacuukyAnusCH (aifHBIMAIbI),
OyBIHAAPIBIH 6T KATTHI
KO3FaJIFBILITHIFbI

KumbLi- OrtsIpa ananuel, 06TEeH
Ko3FanbicKa| OTbIpa aiMaiIbl dKOHE CalIMaK [  alaMHBIH KOMET1HC13 . . .
. . . o . Kypyre KaOUIEeTTiTIK IIEKTeNreH|
KaOIIeTTLIIT| KYKTEMECIH Urepe ajJMaiIpl | Typa aaMaiIbl HeMece
1 KYpe aaMaiabl
3epTXaHalb] K®K nenreiii KajabITh ..
p . AICH K K®K nenreii KaabITEl HEMECE
K KOHE K®K nenreiii Hopmasa. HEMece CoJl JKOFapbllaraH
N opTaria >xorapbliaraH
acnantelk | OMI: nenepBanus oenrinepi OMTI': nenepBanus L.
. OMI': nenepBauus oenrinepi
3epTTey MLPA Oenrinepi
. MLPA
HOTUXKEJEpl MLPA
Bapuatusri, a3naran e3repicTep
HeMece aTPOPUSIIBIK
ATpOQHATIBIK pod
ATpOdUSAIBIK TANIIBIKTAPIBIH TaJIIBIKTAPABIH [IaFbIH
TaJIIBIKTAPIbIH .
ayKbIMIbl TONITAPBIL, TOMNTAPbI, TAIIBIKTAPIBIH TUII
R ayKbIMIbI TOMITAPBI, " .
BynmbikeT |TanmbIKTapAbpIH THI OOHBIHIIIA . OOMBIHIIA, OIIIEMI KATBIITEL
. TaJIIBIKTAPABIH TUII1 .
MaTOJIOTHAC|  TONTACTBIPBUIYHI, | THUITI SoMLIHILE TaJIIBIKTApMEH HeMece | TUMTI
Bl TUIEPTPODUSITBIK TAIIBIKTAP, . TUIEPTPODUSITBIK
. .. TONTACTBIPBUTYHI, 1 TUIITI
TaJIIIBIKTAPABIH €K1 TUITIHIH J1e TaJIIBIKTAPMEH
TUIEPTPODUSITBIK
aTpoUICHI TONTACTBIPBLTYBL,
TaJIIBIKTAP

ApXHUTEKTYPaChIHbIH ©3repicTepi

— opampap, sapoJap,
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oeninainep. Keiine LGMD-nan
KBIPaTy KUBIH

Keii xarnaitnapna sxail-Kyi
Oenrini Oip yaksIT imiHze,
Kemminik xarnainapaa OYJIIIBIKETTEPTiH
yaeMen i, 0omKkaMbl KOMIICHCATOPJIBIK,
YKAKCHI PEUHHEPBAIUACH MEH JIEMEYIITi
EMHIH HOTHKECIH/IE JKaKCapyhI
BIKTHMAJI

Owmipre Kayin TOHAIPETIH Kaii-

Bomxam N N
KYH, 2 ’Kacka JeHIHT1 eJiM

HA3AP
AYJIAPBIH XKypek, 6et, 6accyiiek, quadparmMa OVIIIIBIKETTepl 3aKbIMIaHOaFaH
bI3!

Kpickama akmapar

Heiiporenaik Oy3butynap HEUpOHIAPIbIH HEMECE IIETKEPl KYHKeIepiH
3aKbIMJIJAHYBIMEH JKYPETIH HeWpomnaTusjaapAblH TeTEepOreH/ll TOObl OOJbIN
TaOBLIIAIBI.

HakTel nawmarHosnpl aHBIKTAy oOpaaiibiM oOHall Oona Oepmeiial, Oipak
TEHETUKAJIBIK ~ Taljay DJIEKTPOKIMHUKAIBIK, OWOJOTHSIIBIK JKOHE Keilje
MaTOJIOTUSUIBIK Oenrinepre (Keiae reHiik (GyHKUMUSHBIH epeKIile OenriuiepiMeH)
OarbITTATybl MYMKIH.

14 xxarpai. JIB/l TaceiMajgaymbl

KarpaiaplH cunarramachbl: 10 xac, K13 0ana

Heezizei wiazvimbi: OYIIIBIKET QJICI3/IT XKOHE JIEHE )KYKTEeMEIepIHEH KeHiHT1
MUAJTHS

OmobacwinblK anamuesinde: OOIMarad

AHnamnesinoe: Gonmarat

Emoey: xyprizinmerex

Azvimoazvl aypy: bacrankbl gamMy Ke3€HIHJAE €IIKaH/Ial epeKIIeTiKTep
OosMaraH. 8 jKacka JEWIH KaJbIOThl JaMbIFaH. 8 ’KacTaH KEeWIH OacmaimaKIieH
KOTEPUTYIHJe KHUBIHABIKTAP >KOHE TasHBIIIKA CYWEHY Ka)KeTTLTIr, COHAai-ak,
JIeHE JKYKTeMeJepiHeH KeWiH Muanrus mnaijga OonraH. 9 skaceiHaH Oacrtamn
0anTelp OWIIBIKETTEPiHIH Tuneprpodusicel Oaiikanran. On 3 ail OypsiH
aypyxaHara OapraH, >KOHE JKYJbIPBIFbIH KYMYBI ThIM QJICi3 OOJIFaH.
HeBpoJsiorusuiblk  Tekcepy: koebOiHece OYIIMIBIKETTEPIHIH MPOKCUMAJIbI
TOOBIHIAFbI OVJIIIBIKET 9JICI3/ir1, [0Bepc cuMOTOMBI OH, KUupananjai xypy, TCP
HOpMaJia, KaTThIFyJapAaH KeWiH caHaarbl MUAITHs, OanThlp OYJIIIBIKETTEPIHIH
runeprpodusicel, uaTeIEKT ToMeH (IQ, DQ 62 ten).

3eprxanaabik 3eprreyiepain aepekrepi: KOK nenreiti 10936 Xb/a,
anpaonasa neHreuii 80,7 neitin xxorapsutarad; ACT 183 xone AJIT 317, nakrat
22,6 (mopma 4,4-17,0), nupysat KbikbUist 1,0 (0,3-0,9)

bynmmbikerrepre  sxkacanran MPT:  xamOac ~— OYIIIBIKETTEpiHAETI
(>kamOacThIH TOPTOACThl OYIIIIBIKETI MOHE JKAJMAK JaTepaiibl OYJIIIBIKET),
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COHAal-aKk, YJKEH JKoHe Kimi Oekce  OyIIIBIKETTEpiHAeri, OanThIp
OWIIIBIKETTEpIHACTT Mall  UHPUIABTpAIUACH, OalThlp  OWINIBIKETTEpPIHE
KaparaHJa, CaH OVIIIBIKETTePIHAC KOOIPEK CUMMETPHSIIBI.

JAu¢ppepeHunanabl ITMarHOCTHKA

Nel. LGMD-Topi3ai capKoTIMKaHONATHs, TUCTPOTIMKAHOIATHS
No2. IB/] Tackimangayibl

Ne3. UBHM

NCUSACBHIHBIH JepeKTepi (14 cyper)
T W, 14.1 cyper. H&E Gosnys ke3inge:
TaJIIIBIKTAP IBIH OJIIIEMI,
TuaMeTpi OipHele MEKpOHHAH
170 MukpoHFa AeHiHTi ayKpIMIa
enoyip esrepimn Typaasl. Keitbip
HIOFBIpIapAa OyJIbie
TAJIIBIKTAPBIHBIH KOIIIIIT Mai
TiHIMEH aJIMacKaH, aiI 0acka
ayMakTap/ia TaJIIIBIKTaAPbIHHBIH
KOIIIIIIIr CaKTaJIFaH MIOFbIpIIap
canbl Oap. CoraH KapamacTaH,
TAJIIBIKTAP OJIIIEMiHIH
ayBITKYJIapbl CaJTBICTHIPMAIIBI
TYpIe, 3aKbIMIaHOaFaH
HIOFBIpJIapAa OpPHBIKKaH. A3fan
HEKpO3JaHFaH, Oipak KalblUTFaH
pereHeparysIaHaTbIH TAILIBIKTAp
Oaiikamasel. [miki smponaper 6ap
TaNmbIKTap Kaiburrad. Typii
HIOFBIpJIapAa SHIOMHU3HAIIBII
¢$ubpo3 mopexeci aybITKbIT
OTBIPa/Ibl, XKOHE KeHoip
HIOFbIpIapAa aiikeiH GUOpO3
Oaiikanael. MOHOHYKII€APIIBIK
JKacyllajjapMeH aKbIH
MHOQUIBTPALUIIAHY KOK.
[epudackynsapasik aTpodust
OaliKaIMaii bl

14.2 cyper. mGT: RRF,
JKUEKTEpiH/Ie BaKyosIbJep Hemece
MaJHH]IIK eMeC TasKIanap
Oaiikanmaiigsl. [lleTkepi xyiike
JKaKChl MUEJIMHCHIEH.
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14.3 cyper. XKaiibiiran
tamubikTapaa NADH-TR Gosttyst
Ke3iH1e MUOGUOpHITIaapaITbIK
TOpJap OpTalagaH aiKbiH
JopeKere NeiiH blIbIparaH.

14.4 cyper. CJII'-mMeH 60smybl
Ke3iH/Ie: KaH XXYPEeTiH TaMbIpiiap
CAT'-re (SSV) KapKbIH/IBI
peaxusMeH KopiHOeimi.

14.5 cypet. CD-MeH 60sTybl
Ke3iHJIe: €TKaOBIKTa (PePMEHTTIK
Oerncenainik GaKanmmai bl

14.6 cyper. AT®a3a: TanmslKTap
eJmIeMiHiH e3repyi 1 TunTi
TaIIIBIKTap/a Ja, 2 THIITI
TanmeIKTapaa na oaikanaast. 2C
THIITI TAJIIIBIKTAP, XKaHbUTFaH
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HNMMyHOrHCTOXUMHSA

100

14.7 cypert. bosuty Mo3aukachsl,
DYS1

14.8 cyper. bosuty Mmo3aukachsi,
DYS3

14.9 cyper. YTpodunre o
HOTHKE

14.10 cypert. Anbda-SG iminapa
ancipeiai

14.11 cypert. bosuty mo3aukacsl ,
6era-SG




14.12 cypert. ['amma-SG KaTbICThI
OH HOTHXKE

14.13 cypet. Anbda-DS oncipeiiai

14.14. cyper. bera-DS-ke ox
HOTHIKE.

14.15 cypert. KaBeonun 3-ke oH
HOTHKE

14.16 cypet. ODMepuHre oH
HOTHKE
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14.17 cypet. lucdepnunre og
HOTHKE.

By skaFnaiiia AMarHo3 Ko Ke3iHjeri KOpbIThIH/AbI

JB/I Taceimangayibi

bymmbiker ancizairi

KO®K neHreliiHiH KOFapbUIbIFbI

YnkeH Oekce OyJIIIBIKETI, OpTama 0eKce OYJIIBIKET], OaIThIP OYJIIIBIKETI

Bostny Mo3aukacel, TucTpoduH

YTpoduHre oH HOTHXKE

¥ CBIHBLITATBI: KapAHOJIOTThIH KaJlaranayblHa ooy,
IeHETHKAJIBIK/OTOACHUTBIK KOHCYJIbTALUs

Oaeduerrepai moay [21]
JABJA/BB/1 cebebi

1. DMD reninaeri Mytauusiaap IMCTpOpUH OHIIPLTYIHHIH
OY3bLTYybIHA AJIbIM KEEI].

2. Huctpodun reni Oyrinri kyHi oenrini, 2,5 M6 JIHK >xone 79
AK30HBI 0ap eH 1pi1 reHAep/IiH Oipi O0JbIN Ta0buIaAbl. [€H TpaHCKPUIIUACH
mamameH 16 cararka co3bpUIazbl Jen ecenrteneal. ToNbIK emeM 1l aKybI3IbIH
O0KaMIbl MOJIEKYJIAJIBIK canmarbl 427 k/la )koHe TepT Heri3ri JOMEHHEH
TYpaJIbl.

3. JuctpodunHig Typai uzodopmanapsl KaHKA, )KYPEK KOHE TETIC
OWIIIBIKETTEPIE, YPHIK OYJIIIBIKETTEPIHIE KOHE KYIKE TIHIHAC
muddepeHuanIbl TypAe IKCIpecCcusiiaHaIb.

4. [[Tamamen 30% >xarnaiiia TybIHIAUTBIH aKbLI-OM KEMICTIT1 MUIa
AKCIIpeCCUsIaHaThIH N30(opMaIapablH KaTbICybIMEH OalIaHbICThI OOTYbI
MYMKIH JIereH O0JKaM Kacajbl.

Juctpodun — Oy )KacyIiiia KaHKachl aKybI3bl, OJ1 )Kacyllla KaObIFbIHBIH
UTOIIa3MAJIBIK OeTKeilinae opHanackaH. Ol akTUHAIK JKacylia KaHKaCbIMEH
XoHe 0acKa aKybI3aap, JUCTPOPUHMEH acTaCKaH aKybI3/ap KelIeHIepiMEeH
e3apa apekerrecel. O )KUBIPBLTYBI K€31HE JKaFaKIIaHbl TYPAKTAH/IbIPY YILUIH
’KacyIIagaH ThIC MaTpHUIla MEH Kacyllla KaHKAChl apachIHAaFbl 0aillIaHbICTBIPHIT
TYpaThiH OybIH KBI3METIH aTKApaJbl €I CaHaIabl.
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14.1-xecre. JIB/l men BB/l Heri3ri KIMHUKAJIBIK Oejrijiepi

Kiunnukan Agaramksl S KbL1IaFbl MaHH(pecTALMS
bIK KumbL1-Ko3Fanbic QyHKIUSICBI JaMYbIHBIH TeKeJIyi
Oeariiepi |BYJIIBIKTTIH yAeMeli NPOKCUMAbAI dJci3airi
XWJLJI CIHipiHIH KOHTPaKTypachl, 0J1 asiK 0amnaiaapbIMeH *Kypyre ajabi
KeJieni

Maiimanxan xxypy, 0es1 06JIiriniH JIOpa03bl

/Kyripy, cexipy, Kapry Ke3iHaeri KHbIHABIKTap

Enennen xerepinren ke3aeri (I'oBepc MaHeBpi) KUBIHABIKTAP
BacnannakneH KeTepijireH Ke3jeri KHbIHABIKTAP

KiniHmik runeprpoguscel

Erep tyitinynep 6oaca, 1B/l emec, BB/l 60o1ranbI

Kumbii-
KO3FaJIbICKa
KaOlTeTTiiK |12 skacka *KakbIHAaraH1a »oranaasl — JBJ]

rep 16 >xaraH keiiiH cakranaabl— bbJ[

KpeatnnkuH [OeTTe KaTThl )KoFapbliaiinel (Hopmagan 10-50 ece xerr)

aza TybUTFaH Ke3/1e JKOoFapbl 00J1a 1bl

Kapanomuonarus (;kacecnipimMaik ke3eHHH coHbIHAarbl JIB]] ke3inae

Karapmac  [uHBapuaHTThIK; BB]l ke3inae aysiTkpiMansl) MaTEemekT Oy3putysl (JIB/] ke3inme
oenrinepi  [30%, BBJ1 ke3inge cupek)

[TaTonorus [KnuHHUKaJIBIK aybIPIBIFBIH MATOJIOTUS (HEKPO3, perenepanus, Gpuopos, TaIIbIKTap
eJILIEMiHIH KeHIHEH e3repyi) OoibIHIIa OaFaiay MyMKiH eMec besiHreH tanmsikrap
/Ib/] xe3inme omerre, nucTpoduH OOIMAaIbI

Tuctpodun onerre 6omansl, 6ipak BB/l ke3inae a3garaH meKkTeynepAl Kocrnarania,
HOpMaJaH ayTKUIbI

JluctpodmHaMeH actackaH OapibIK aKybI3aap JCHreiHiHIH TOMEHLYi

MyTanusijiap THITEPiHiH Tapajybl
2/3 myranus — Oyn aenenus (ITTP nemece MLPA),

1/3 nykrenik mytauus (WES, UT'X),
eTe marbiH yineci — aymaukanus (IITHP nemece MLPA).
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14.2 cxema. MyTanusijiap TybIHIaybIHBIH BIKTUMAJ MeXaHU3MI

YOU CAN WIN THE PEN YOU CAN WIN THE PEN YOU CAN WIN THE PEN
YOU CAN WIN THE PEN YOU CAN WIN THE PEN

! ! !

(okpIm ecerke any meHOepiHiH  (OKBIN ecerke any meHoepineH  [-meri E anmacysl MarpiHachI3

immingeri nenenusicbiCAN) thIc Aenenusicel UCAN ) e3repicTti Oepeni
YOU WIN THE PEN YOW INTHENEN YOU CAN WIN THE PIN

! ! !

Ocepi xabapamMaiarsl CO3/IiH
JKaJIIIbl AJIFAHIAFb
MaHBI3IBUTBIFBIHA TOYEITI
(aMHHKBITIIKBLIIAP)

BB JAbJ

JIBJ1 TackiManaayuisl sieniepae 9AeTTe, aypy CUMITOMIAPHI JKOK, O1pak
Keiizie, 0anThIp OYJIIIBIKETIHIH YJIFAatObl (KeOiHece O1p:KaKThl) HeMece OYJIIIBIKET
KYpbICYlapbl CUSKTHI OoJap-0oiamac Oenruiep kepiHic Oepesl; HemMece
keiibipeynepae ep 6ananapaarsl JIbJl ke3iHAET1 aybIpIbIK JOpPEKECIHICH,
OYJIIBIKETTIH alKbIH QJICI3/1Ir1 OalKaIybl MYMKIH.

KnnaukaneIik )koHe CyOKJIMHUKAIBIK KOPIHICTEP/IIH ©3TePrilTiri
JlalioHHBIH MyTallMsJIAaHFaH HEMECE KaJIbINThl X XPOMOCOMAChI 00IYbl MYMKIH
op kacymaaarel 0ip X XpOMOCOMACHIHBIH Ke3€HCOK MHAKTUBAIIUSICHI TYpabl
THN0TE3aChbIMEeH TYCIHAIPUTYl MYMKIH.

Anaiina, keii0ip TachIManayubuiapa TucTpohUH MyTaIUSICBIHBIH OKe
»KaFbIHaH OeplIeTiHe Je aameaep oap

B/l emaeyaiH TepaneBTiK TICIaepi

OpbIHOACyIIBI TEHIIK Tepanus
TepMuHAIUATAUTBIH KOIOHJAPABI Y31J1ICCI3 OKY
DK30H/IbI OTKI31M Ki0epy

4. backanaps! (OYIIIBIKET TaIIIBIKTAPBIHBIH PEre€HEPALUSIChIH
CTUMYIISIIIUSIIAY, TATIIBIKTHI TUIEPTPOGUSIHBI CTUMYIISLIUSIIAY KoHE (PUOPO3/IbI
LIEKTEY )

W N =
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KopbIThIHABI

bynmbikeTTepiiH OMOTICUACH JUATHOCTUKA YAEPICIHIE KYHKE-OYJIIIBIKET
aypyJjapblHa IIAJNJbIKKAH MAlMEHTTEP/IIH *Kal-KyiiH Oaranmayja MaHbI3[bI pel
aTkapanbl. [laToreHaik TEeHETHKAJbIK aKayAbl 9] JUarHOCTUKauay >KOHE
aHBIKTAy MaIlMEHTTEpPre IYpPhIC KYTIM JKacayra >KOHE »aHa >KarJailsapibiH
alAblH ally YIIiH OTOachlHAa THUICTI TEHETHKANBIK KeHec Oepyre MYMKIHIIK
Oepeni. bynan e3re, OYIIIBIKET MNaTOJIOTHSICHI MAaKCaTThl €MJIEY 9JICTEpiH
93ipJIeyre KoHE OJIap bl KOJIJIaHyFa bIKIAJ €Te/Il.

Byn canbicThipmansl Typae KapanmaibIM eminapa, Oipak >Kypri3ulyi >KoHE
HOTWKENIEPIH UHTEPIpETalUsIay apHailbl TalbIHABIKTHI TaJlal €Te/l. bybIKeT
MaTOJOTUSCHl ayblp JKOHE 6eMipre Kayill TOHIIPETIH aypyJapiblH CHPEK
KE3/IECETIH >KaFJailylapblH OacKapyMeH ailHaJIbICaThIH ayKbIMIbl KIWHUKAIBIK
TOXIpuOeci 6ap Oanamap MeH KelOip epeceKTep HEBPOMATOJOTTaphIH dpKalllaH
KBbI3BIKTBIP/IBI XKOHE Oy KkeOiHece OTOAChUIBIK / TEHETHKAJbIK >Karaaniap
Oonapl. THUICTI KYTIMJII KaMTaMachl3 €Ty YIIIH HEBPOMATOJOTr JACHEHIH Oenrim
01p 3aKbIMJanFaH OeIriHEH alblHFaH OVIIIBIKETTIH KIIIKeHe OOJIriH 3epTTeyai
KOcCa, MaIlMEHTTIH >KaFJlaiiblH >KaH-)KaKThl Oaranayra ThIpbicanbl. Kemenmi
Talnjayra TE€K, MaMmaHJa KIWHUKAJIBIK, 3€PTXAHANBIK, BU3YyaIU3AIUSIIBIK KOHE
TE€HETUKANBIK 3epTTEYJIep/il KOca alfaH/ia, NallUeHTTIH JKaFrJalbl Typajbl TOJBIK
akmapaT OoJIFaH »JKaFjaiijla FaHa MYMKIHIIK OoOJajbl. Kannpr Oeninml
3epTXaHAJIbIK JUAarHOCTUKA MaMaHJaphl MAMEHTTEPAl KIMHUKAIBIK Oaranayra
KaThICIANAbl JKOHE OACTTE, OWIIIBIKET MATOJOTHUSICH OOUBIHINA JTalbIHIBIKTaH
etneial. Jlon ockl cebenTi, KONTETreH enjiepie OYIIIBIKET aypyJiapblHa KAThICTHI
JIMArHOCTUKAJIBIK AJIIIAKTHIK Oap.

CoOHBIKTaH, OCHI aypyJiap/bl AUATHOCTHKAJAY KYHECIH KYPY/bIH alFalllKbI
KaJamMJapblH JKacay VIIIH OChl cajafarbl Keulip epekIleNniKTep MeEH
ToXKipuOenepAl eckepy Kaxker. EH angpiMeH, OVIIIBIKET YJATUIEpiH JalblHaay
(bopMalUHMEH €Mec, MY31aTy apKbUlbl O€KITy, TachbIMallay >KOHE XKIOITYyHiH
aJJIbIH aly IIapaliapbiH (apHaibl JIEKTPMEH KaObIKTay *KYyiecl, TOHA3bITKbII)
KOJIJJaHY CUSIKTBI €peKeNiep Al caKTay bl Tajamn eTel.

Kylike-OyIIIBIKET aypybIHBIH HETI3r1 MATOJOTHSIIBIK OENTUIepiH TYCIHY
yuriH 013 HEUpOreH[IK >KOHE MHUOMATUSUIBIK 3epTTEeYJepAlH KeWOip Mmienrymri
TYCTaphIH OLTyIMi3 KaXKeT.

Byniibiker OWOMNCHUSICBIHBIH HEUPOTEHIK 3€pTTEYJIEPIHIH HOTHXKENepi:
TONTHIK aTpodusi KoHE TaNIIBIK Typl OOWbIHINIA TomTacThIpy. byn aepexrtep
HEUpOTeHAIK OY3bUIbIC XKardallblH KepceTy Ke3iHJe Kepceruienl. Muonartus
Oenruiepi: HEKPO3 KoHE pereHepaius, MuoGuOpUIaNbIK e3repicTep (MbICabI,
SApOJAp), SAPOJIBIK ©3TrepicTep, KOCBIHAbUIAP (MBICAJbI, IIUTOILIA3MABIK
JIeHENep, MAJIUHIIK €MeC JEHENIKTep), | TUNTI TalalIbIKTapAbIH aTpOodUSICHI
XoHe | TUMTI TanmIBIKTApABIH OackiM 00mybl. by nepektep/iiH OapJiblFbl THICTI
KarJall YChIHBUIFaH Ke3/1€ CUNaTTaaabl.

Kenreren xarmailmapnapl cumaTTayra MYMKIHIIK OepeTiH  OosybIH
OipHemie Heri3ri Typiepi Oap. ['eMaTOKCHIMHMEH >KoHE 303MHMEH OO0sybl,
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l'omopu OoifbiHIIa TpUXpOMMEH MoOAUDUKANMSUIAHFAH OO0SAyIbl, KallblHA
KEJITIPUITEH HUKOTHHAMUJT aJC€HUHJUHYKJICOTUI-TETPA30JIUN PEeAyKTa3achiH
(NADH-TR), cykuunataeruaporenazansl (CII'), okxcupaza UIHUTOXPOMBIH
(COX), muo3uH-ATdazaHbl XKOHE HEr3ri Oosynap >KYPri3UIr€HHEH KeWiH
HOTIKENEpl HaKThUIayFa MYMKIHIIK OepeTiH Keillip KOChIMINA 9aiCTep.i
KaMTUTBIH OOSyAbIH HETI3T1 TypJiepl kKoHE (PEHOTUNTIH aHBIKTaMallapbl
(mbicanbl, Qocdopuiiaza, curtuli ¢gocdaraza, crnenudUKaIblK €Mec 3CTepasa,
alleTIIIXOJIMHACTEpa3a JkoHe Oackanap). byman esre, keitbip jkarmaitnapna,
Keioip Muoauctpodusiiapa KaObIHY MUOMATHUIICHIHBIH OOJIYbIH KYTKEH Ke3JIe,
MMMYHOTUCTOXUMUSIIBIK 3€pTTeY ACPEeKTEepIH eckepy KaxkeT. JKanmbl, cupek
Ke3/IeCETIH KYIKe-OyIIIBIKET aypyJiapblH Oaranay yiiH 0i3re apHalbl ®KaOIbIK,
TEXHUKA >XOHE JKAKChl JaWbIHIAIFaH OHE BIHTAJbl KbI3METKEpJIEp HEMece
JTUArHOCTUKAJIBIK JKYHe KaxkeT.

AKyiike-OyImbIKeT aypyJaapbiH (KOHe 0acKa 1a CHpPeK Ke3[1eCeTiH
HEBPOJIOTHSJIBIK aypyJiapAbl) eMJeyliH CXeMaJbIK KOPpIHiCi: memim
Ka0bL1/IayFa FbLJIBIMH HETi3eJIreH TICLI.

14.3 cxema.

— KIHHHRATBIR ARMAPAT
= JepTXAHATE TANARY 4D
(OroxmvHaTe) MPT/KT

SmomcHac ILCLEPHMEHTIEp
)]
[eHe KL RIK 1wy

- > 2 \ 4 ) Hyiienv/kewenai ranaay

= o (DymusIKeTTCD, OYKIN TCHE) .

- =32

= - E

= = m a

o= L m

= 5 3

- g8 =

= > [

g & 3 =

3= | 2

o g g

z = =3

== | €3 ,

s = Z 5 Jdemeyun xyns

g5 | <" v

z = epled en

3 e
= 3eprreynep
¥ o (EIHHMERIbIE
¢ = LynmhiEeTTepmR CRIHARTAP,
5 2

25

& 2

22

3

S

=

L

€10 MHIH 2GR WV OMID CRIRCHIE ARSIy ’

| eBernRuIHK
EOLCY LTS —

YJITTBIK aHBIKTAMAJIBIK
HEBPOJIOTUSJIBIK OPTAJIBIK

'l

2 g

oJieMre duriii

106



JIMarHOCTUKAJIBIK KY€ MEIMLIHMHAIBIK KbI3MET KOpCeTy i KyieciH
OpTaJlbIKTaHABIPYFa KOHE FBUIBIMU-3€PTTEY >KOHE KIMHUKAJIBIK MEKeMelepai
OipikTipyre Herizaenyi Taic. MyHaal ToCUIAl Ky3€ere achlpy CUpEK Ke3JeCeTiH
HEBPOJIOTHSUIBIK, aypyJiap, OHbIH 1MIIHJE KYHKe-OYJIIIBIKET aypyJiapbl OOWbIHIIA
¥ATTBIK MaMaHIaHABIPBUIFAH OPTAJbIK PETIHJAE KYMBIC ICTEUTIH 1pl OpTalbIK
aypyxaHaJla OpHaJacKaH YyHUBEPCUTET HEMECE FBUIBIMU-3EPTTEY MEKEMeEcCi
HETr131H]1e MYMKIH 00JI1aJIbl.

14.4 cxema. MeIuUMHAJIBIK KOMEKTIH IHATHOCTUKAJIBIK CTAHAAPThI

aMaHIAHIbIPLLUIFAH METUIINHAID!
KOMEK

(00IBICTBIK/KATAJIBIK AypyXaHa)

BynmmbiketrTepre Hemece OyKis geHere
xacanran MPT/KT (Busyanuzanust Ke3iHae
AHBIKTAJIATHIH Oemrijep)

Bacrankbl MeTMIMHAIBIK KOMeEK JeHreii (aM0y1aTopusiIbIK-
e€MXaHAJBIK MeKeMeJiep)

KpI131 xxanaymranap: ChIIOBIPIBIK
OYJIIIBIKET QJICI3ITi

K®K neHreitiniy >KOFapbUIBIFBI

(bacuukyIAIUsIIap

¥ATTBIK MaMaHAAHJBIPbUIFAaH OPTAJBIKTHIH (YHUBEPCHTET/aKaJAeMUSIIBIK
aypyxaHa) KOJJaybIMEH OapiIbIK MEKeMelepAl OpTaJIbIKTaHIBIPY OapibIK
pecypcrapabl (aaMH, TEXHUKAIBIK KOHE Kap)KbUIBIK) LIOFBIPJIAHIBIPYFa HKOHE
CUPEK KE€3/I€CETIH HEBPOJIOTHSIIBIK/ KYHKE-OYIIIIBIKET aypyjapbl YIIIH KOFaphl
MaMaHJIaHJBIPbUIFAaH TYPAKThl JAHATHOCTUKAJBIK JKYHEHI 93ipiieyre >KoHe
JEHCAyJbIK CaKTay »>Kylecl YIIIH eMipre Kayil TeHIPETIH aypyJaplblH
aybIPTHAJIBIFBIH a3alTyFa MYMKIHIIK Oepei.
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1-xoceIMImIA.

HakTbl aypyJsapabl KapacThIpFaH Ke3jie JdpirepJaepai ajJanaaTybl THiC
KJIMHHUKAJBIK OeJIrijiepaiH KecTeci

KianHukajabik Eckepiiyi Tuic aypy/renaeri myrauus
Oearici/OpbIH ajran
CHUMIITOM

bynmbikeT OXOK-Men Hemece KyHKe-OyIIIIBIKeT
QJICI3ITTHC13 TUIIOTOHHUSA YKYHECIHEH ThIC KUBIHBIKTAP

bynmisikeT Tya GiTkeH MHONaTHUsIIAp HEMECE Tya
oJICI3/IiriMeH TUNOTOHUsT  |01TKeH auctpodusinap; KBA

[Tpoxcumanbai KenTeren muonarusinap, auctpodusiap
QJICI31K 'koHe JKBA ke3inae xe3necenl

Jluctanbal 9iCi3aiK Hespomnarusinap; auctanbai MuonaTusiiap;

MUO(DUOPUITITATBIK MUOTIATUSIIAP; MUOTOHUSIIBIK

nuctpodus; KaObiHy muonatusiapsl (IBM)
XKaybIpbiH- TeT-ubIK-*KaybIpblH MUOTIATUSICHI; JIAMUHUH

nepuHeanbi/KayblpeiH-  [A/C DMmepu-/peiidycTin OyIImbIKeT

WBIK aiiMarbIHbIH onc3Airi  |[nuctpodusicer; FHL1, MYH7

ACUMMETPUSIIBIK ANOS, OeT-UbIK-’)KaybIPbIH MUOTIATHUSICHI,
QJICI3IIK IBM
bac canbsipaysi Tya OiTken muomnarusiiap; "0ac canObipaybl
CUHJIPOMBIH KOCa, MOMBIH |cUHAPOMBI", A/C nTaMUHUHI MyTallUsICBIMEH
QJICI3IT] YKaF1aiaapbl KOca, MUACTCHUS TPABHUC;
PHIOKPUHIK OY3bLTYIap
ThIHBIC MYILIENEPIHIH bipnemie aypy, 6ipak KbIIIKbLT MalibTa3a
OacTamnkpl 3aKbIMJIaHYbI TaIIIbUIBIFBIH; AIPOJIbIK MuonaTusiubl, SEPNI,
SMARDI, HMERF eckepy kepek
ASK-KOJIIapAbIH A/C namuni mytauusuiapeived EDMD
aKCHaJbI1 > 9JICI3Ir SJ10JIBIK MUOTIATHSIIAP; KEUOIp
MUO(DUOPUILTATBIK MUOTIATHSLIIAD
Cxonunos SAaponsik Muonarusiiap; YJIbPUXTIH Tya

O1TKEeH OYJIIIBIKET AUCTPOPUSCH; KEIICY1JIIeTeH
caThIIarbl AUCTpodusiIap

I1IT03 xoHe/HEMECE | TUIITI MUOTOHUSUTBIK JUCTPODUS;
o¢TaTbMOIIErust MUTOXOHAPUSIIBIK MUOTIATUSLIIAP; MUACTEHUSLIIK
CUHJpoMap; Tya OITKEH MUOTIATUsLIIAP,
MBICAJIBI, HEHTPOsIAEpHbIE MuonaTusiap, RYRI1-
MeH OaiiflaHbICThl MUonartusiiap, TPM2-men
OalllaHBICTBI MUOTIATHSIIAD;
okysnodapuHreanbai AMCTpousi; MHO3UH 2a-
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MeH OailJIaHBICTHI MUOTIATHUSLIIAP

bynmbikeT
aybIpYBI/KYpBICYJIap,
ocipece, JeHE KYKTeMecl
KE31H]IE

Cnenudukansix emec; bbJl, keitoipLGMD;
KaObIHY MUOTIATHUSIIAPBI; META0OTU3MIIK
MUOTIATHSIIAP

[Tapmay MuacteHusi CUHIPOMIAPhl; META0OIU3MIIK
MHUOMATHSIIAP, MBICAITBI, KBIIIKBUT MalbTa3a
TaIIIbUIBIFbI
Kontpakrypanap
[IIpHTaK EDMD
OpranFbl caycak bernema MuonaTuscel
OYKKIIITEpi A/C nmamuni; SEPN1 nemece FHL1
OMBIpTKaHBIH cipecyi Tya GiTkeH MHuonaTusIap, Tya Oi1TKeH
ApTtporpurios MUACTEHUS

Tya OiTkeH opTaH
K1I1K TAIOBI

RYRI1, COL6, 2 tunrti XKBA

Jucranbai Cnenudukansik emec 6enri, 6ipak COL6
OybIHAPABIH Oesnrici 001ybl MYMKIH
TUTIEPKO3FAJIFBIIITHIFBI

ZKypekTiH KaTapJac 3aKbIMIaHYbI

ApUTMHUS/OTKI3TIIITIK EDMD; MUOTOHUSIBIK qucTpodus;

TiH OY3bLTYyJIAphI MUTOXOHAPUSUIBIK MUOTIATHSLIIAD

Kapaunomuonarust JBJI/bB/1; 6ipaeme LGMD;

MeTa00IU3M/IIK MUOTIATHUsIIAp; MUOGUOPUITATIBIK

MUOIIATHAJIAP, aMUJIOHN 03

OpraJblk KyiiKe KylieCiHiH 3aKbIMIaHYbI (€19Yip COMKeCTiK, Oipak
0opildip TeMeHaeri Keil0ip HYCKaJapAbl KAPpacThIPy KakeT )

Dnuiencus

3aT aniMacyiblH Oy3bUTYyJIaphl, Tya OITKEH
OVJIIIBIKET TUCTPOdUsIIaApbI

MPT-na ak 3aTThbIH 63repicTepi skoHe/HeMece KYPbLIbIMABIK

e3repicrep

Karapakranap

MuoTtoHusIbIK quctpodusiiap; aB-
KPUCTALTAH]IIK MUODUOPpUIIIAIBIK MUOTIATHS,
Keiloip Tya OiTKeH Muonatusuiap (MbICabI,
DNM2 nemece TPM3); cupek 6y3putynap
(MpIcanbl, Buun cunapomsl; Mapunecko-
Illerpen CHHAPOMBI).

Ecrimeit kamy

MI/ITOXOHI[pI/IfUII)IK, MUOIIaTHAIIap, 6eT-I/II)IK-
’KaYBbIPbIH MUOIIATHUACHI

Jlunoguctpodus

A/C namuni uemece PTRF

Pabnomuonus

BbJI, RYRI1, keii61p MmeTabonu3Mmaik
Oy3bLTyIap
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Kpearunkunasa aeHreii

Kaneinter HEMece
opTaria >KorapblIaraH
(HopMamaH 2-5 ece KOoFaphbl)

Tya Oitken muonarusinap; A/C namuHi
MyTanusuiapeiMen EDMD); Heliporenik
Oy3bLTyJIap; MUTOXOHIPUSIIBIK MUOTIATHUSIIAD;
KaOBIHYMEH JKYPETIH MUOTIATHLIIAp

Opraiia xofapbliaraH
(Hopmanan 5-10 ece
YKOFaphl)

Kenreren muonarusinap MmeH
nucTpodusiiap; KaObIHYMEH KYPETIH
MHUOTIATHSIIAP

Ote )xoFaphl
(mopmagan 50 eceneH
ApTBIK KOFapPHI)

JBJI/bB/1; nuchepnuHonaTus;
kanbnannonatus; ANOS; keliie KaObIHYMEH
KYPETIH MUOTIATUsIIap KE31H]Ie

Kan cappicybIHIarbI
Hemece JKMC-narb! nakrar
NIEHT e 1HIH KOFapbUIBIFbI

MUToxoHAPUSIIBIK OY3bLTYIAp

Tepineri e3repicrep

beprne JlepmMaToMuo3ut

D OJITUKYIIAPIIBIK Konnaren VI ¢yHKIMsCHIHBIH OY3bLTYIaph
CUIIEPKEPATO3, KETOUIATHIK
TY311IM

HNxTnos CHKB, Jlopbman-YuHapuH CHHAPOMBI
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2-KOCBhIMIIIA.
EMaesieTin Kyiike-0yIIBbIKET aypyJaapbl

I'enaik Tepanus
1. KBA

OJMronykjIeoTHATEP
2. b/ (Kapcsl Tepanus)
3. KBA (Kapchl Tepanus)
4. Amusionno3 (PHK)

OpbiHOacymbl pepMeHTTIK Tepanus
3. ITomme aypysl
6. ®adpu aypysl

HyTtpuTHuBTiK KOJIIaY

7. KapHuTHHHIH 0acTanKbl TANIIBLIBIFbI

8. Aunmin-KoA neruaporenasansiy (MADD) kenreren
TANbLIBIFbI

9. bpayn-Buajerro-Ban Jlepe cunapomsl

10. Q xopepmenTinin (CoQ) 6acTanKbl TANMBLIBIFbI

11. THUMHIMHKHHA3a 2 TANIIBLIBIFBI

12. MUTOXOHAPHUSJIBIK HEHPOraCTPOMHTECTHHAJIBAI

snnedanomuonatust (MNGIE)

NMmmyHHOMOIYy SIS
13. Muo3ur
14. MuacTeHus rpaBuUc

HeiipoOy/nubIKeT CHHANICTAPBIHAAFBI Oepijiic MOYISIIUSACHI
15. MuacTeHus rpaBuc
16. JlamOepT-UTOHHBIH MHUACTEHUSIJIBIK CHHAPOMbI
17. Tya 0iTkeH MHMACTEHUSJIBIK CHHAPOM
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3-KOCBIMIIIA.
IMaiiganabl BeO-calTTapaAbIH Ti3iMi

YJaTTBIK MeANIMHAJIBIK KiTannxana: PubMed
http://www.ncbi.nlm.nih.gov/pubmed

Anamaarbl GEeHOTHNITIK MapKepJIepaiH OHJIANH-KATAJIOTbI
http://www.ncbi.nlm.nih.gov/sites/etrez?db = omim

AKyiike-0Oy1mbIKeT aypyJaapbl, bykimoaemMaik skyiike-0yIbIKeT
aypyJapbl KoraMbIHbIH (WMS) pecMu KypHAJIbI
http://www.nmd-journal.com

AKyiike-0Oy1mbIKeT aypyJaapbiMeH 0aHJIaHbICTBI TeHAep KecTeci
http://www.musclegenetable.fr

BbykinaueMaik xyike-OyJIIIBIKET aypyJapbl KOFaMbl
http://www.worldmusclesociety.org

JlelIeHHIH OYJIIIBIKET TUCTPOPUACHI KOHIHAEr MapaKmagap
http://www.dmd.nl/

Kylike-Oy1mbIKeT aypyJaapbl OPTAJbIFbl, BAIIMHITOH
Yuusepcurterinin Meanuuna mekredi, Cenr-Jlyue, Muccypu
http://neuromuscular.wustl.edu/

TyKbIM KyanaiThIH IIeTKepi HeBPONATHSJIAP MYTANMAJIAPbIHBIH
aepekTep 0a3zachbl
http://www.molgen.ua.ac.be/cmtmutations/

EyponanbiH xkyiike-0yIHIBIKET aypyJiapbl OPTAJIbIFbI
http://www.enmc.org

AHTHEHeep 00MBbIHIIA PecypcTap NapaKTapbl
http://www.antibodyresource.com/
http://www.glennmorris.org.uk/mabs/WCIND.htm

Jdamy 3epTreysepine apHajarad rudpuarep 0anki
http://dshb.biology.uiowa.edu/

Mitomap. ATaMHBIH MUTOXOHJAPHSVIBIK TeHOMBI 0O BIHIIIA IePEeKTep
0a3acsl
http://www.mitomap.org/
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TecTke apHaJiFaH cypakTap

l. [Tommie aypysiHbIH ce0e01?

+ a. KpITIKBUT MaTbTa3a TalibUTbIFbI

b. Muodochopuiasza TambIIIIBIFbI

c. DochodpyKTOKMHA3ZA TAMIIBLIBIFBI

d. TapmakTarsbiil GEepMEHTTIH TAMIIBUIBIFBI
e. JluctpoduH TanmbUIBIFBL

2. 7 xacap Oamaga KHMBLUI-KO3FAJIBICHIHBIH JaMybl TEENTreH, OJ XYpyre
KUHAJaapl. OJCI3AIK KeOlHeCe MPOKCUMAaJbIl OYJIIIBIKETTEPIHIIE KOPIHIC
Oepeni. bamaga keyne KybICbl MEH UBIK OYJIIIBIKETTEPIHIH, COHJAAM-aK,
KAYBIPBIHHBIH ~ KaHaT Topi3[l OYIIIBIKETTEPIHIH  OJCI3AIrt  OallKayiabl.
Bantelpnapnbiy  enmemMaepi  yiFaiiFaH JKOHE KOHCHCTEHIUACHL "pe3eHKe
Topi3ai".  Akbul-o JamybiHbIH Koddduuuenti (IQ) temen. Capwicynarbl
kpeatuHkuHaza neHreii 13 240 Xb/n kypaitasl. byimibiker OHOINCHSICHI
albIHIBI, O TeMmeHJe | cyperre KepceTuireH. TemeHJe KENTIpUIreH Kai
JTAArHO3 BIKTUMAIBIPAK?

I cyper

a. bekkep/1iH OYJIIIBIKET AUCTPOPUACHI

+b. romieHH MuoauCTpoPusichr

c. Fascioscapulohumeral muscular dystrophy
d. Asik-0en OWIIIBIKETTePIHIH AUCTPOPUACH
e. JKyJIbIH OYJIIIBIKETTePiHIH aTpOPHUACHI

3. X-XxpoMocoMaMeH OaiJIaHBICTBI PELIECCUBTI aypy, OyJ1 Ke3Ae *KacyllailliIiK
aKybI3 JUCTPO(PUHHIH OacTankbl aHOMAJMSICBIMEH YJeMell aTpodus HeMece
OWIIIBIKET TANIIBIKTAPBIHBIFH JIETEHEePaLUSUIBIK ©3repicTepl Oailkana bl

+a. J{romeHH1H OYJIIIBIKET TUCTPODUSICHI:

b. MUOTOHUSIBIK JUCTpOUs

c. [Tomumuosut

d. Pabgomuenur
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e. Tya OiTkeH MUOTOHUS

4. XKynbiH OynmbikeTTepiHiH arpodusicel 6ap (PKBA) mamueHTTepaeri
natou3nonorus Kaujaam?

a. JXKylike-OyIIIBIKeT KaJIFaMAapbIHBIH 0JIOKa1achl

b. Hletkepi xyikenepaiH OVIIIBIKET JEHEPBAIUSACHI

c. JKYJIBIHHBIH apTKbl TaApMaFhl JKacyIlalapbIHbIH KOFAITHLUTYbI

+d. JKyJIbIHHBIH anbIHFBI TAPMAFbI XKacylanapbl MEH apajiblK HEUPOHIAPBIHBIH
AKOFAITYBI

€. by/IbIKeT TiHIHIH HEKPO3bl MEH pereHepalnuschl yaepici

5. XKynpiH OyIIBIKETTEPIHIH aTpoduUAChl KE3IHJAETl KaH capbICybIHAAFbl
kpeatuHpochokuHaza OEICEHAUTITHIH ASHTeHi:

a. Enoyip aptkan

b. Con xorapbl

c. Tangan6aiinbr

d. XKorapsl

+e. Kanpln mexrepinae

6. XKyneiH arpodusicel xargalbIHIAFbl AJEKTpoMUOrpadus Ke3iHae KYJIbIHHBIH
KUMBLI-KO3FaIbIC HEUPOHBIHBIH 3aKbIMJIAaHYbIHA TOH OEJr1:

+a. "Kopmay" TypiHjeri biprak

b. MuonaTusIbIK 3aKbIMIAHY BIPFAFbl

c. IMnybc ©TKi3y KbUTIaMIBIFBIHBIH 38 M/C a3Fa TOMEHIey1

d. ©3repmeiini

e. KepceTkimrepiiH ToMeHACY1HIH Joieniepi

7. ByImbIKeTTepJiH TYKbIM KyallaWThlH YyAeMenl IUCTpOodUICH Ke3iHAETi
3aKbIMJIaHYJIapIblH OpHaTacaThiH OPbIHAAPBIH KOPCETIHI3

a. Mu KaObIFbI

b. letkepi xyiike xyiect

c. JKYJIBIHHBIH aJbIHFbI TApMaKTaphbl

d. )KyJbIHHBIH JIaTepaiIbl MIOFBIPHI

+e. BYJIIIBIKeT maToMOrusiChl

8. BynmibikeTTepaiy yaeMeni AUCTPpO(USCHIHBIH Kejleci TYpaepiHH Kalchbuiapbl
OacTanKbIChl OOJIBIIT TAOBLIAIBI?

a. [llapko-Mapu-TyTThIH HEHPOHABIK aMUOTPOPUACHI

+b. JltomeHH MUOIUCTPODUSICHI

c. UMMyHuTeT TypTi O0JIFaH HEKPO3JaUTHIH MUOTIATHUS

d. XKynbrH OybIKeTTepiniy aTpodusicel 5q

e. MuacreHus rpaBuc
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9. )XBA OoiipiHma XanblKapaldblK KOHCOPIIMYM >KYHECciHe coiikec Keleci
Kputepuitiepmer cunartanateiH, JKBA Kocalnkpl THUIIH TaHAAHBI3: aypy
MaHU(ECTAlMAChIHBIH,  &Kackl 6-18  aif, eH KOoFapbl KUMBUI-KO3FaJbIC
(dyHKIUsAIAphl — ©3/IITIHEH OThIPa/bl, KEHOpeyepl CyHeHin xKypel, KypMeii,
25 xacka JeiiH eMip Cypyl MYMKIH:

a. KbA 1 tumi

+b. KBA 2 tuni

c. KBA 3 tumi

d. )KBA 4 Tumi

e. Teinbic anmy xeTkinikci3airimed JKbA

10. HycunepcenHiH go03ajaHy pekuMi KaHaait?

+a. Emnig Oaceima 4 go3zacel: 0-14-28-63 kywzepi 12 wMr/5 wmia-neH
MHTpaTeKalbdl, CoJlaH CoH 4 aiina 1 per.

b. bymmsiker imrine 6ip pet 1,1*10-14 Mxr/kr eceOineH

c. KynnmenikTti imke keneci ecemmeH: 2 jkacka aerlii— 0,2 Mr/kr, 2 jkacTaH
Oacrtan geHe cainMarbl 20 xr a3 Oonca — 0,25 mr/kr, 2 »kactaH Oacrtall JcHE
canmarsl 20 Kr ke 6osica — 5 Mr

d. bymmbiker imriHe xbuibiHA 1 pet 1 Mo

e. [lepopanbi, KyHIASTIKTI

11. XKynbia OyambikeTTepl aTpoPUACHIHBIH 5q HET13r1 ce0ed1 He?
a. RMD reninjeri reMu3uroTaabl MyTalus;

b. TTN reningeri retepo3uroTaibl MyTaIus;

+c. SMNI reniHiH 7-8 3K30HIapBIHBIH TOMO3UTOTAJIbI 1€IEHUSIICHI
d. FKTN reninjieri roMO3urotajibl MyTalus

e. ASAH reningeri myTranus

12. XKy aTpoUsACHIHBIH AUCTANBA1 TYpJEpl KoOiHece TOMEHIET1Ie TYKbIM
KyaJIapl:

a. X-XpoMocoMaMeH OailJIaHbICThI, PEIIECCUBTI

b. X-xpomocoMameH 0aiIaHbICThI, JOMHUHAHTTHI

+c. AyTOCOMaIbIK-TOMUHAHTTHI

d. AyTocomMamnbIK-peneccuBTi

e. Ke3nelicok HykTenik MyTanus

13. Op6 MUOMATHACHIHBIH OacTalKbl OeNTiuIepi Keneciaepal KaMTHIbI:

a. MoiiblH OYJIIBIKETTEPIHIH SICI3AIr

b. KonaslH nuctanbai OyIIbIKETTEPIHIH QNICI3IT1

+c. Konm MeH wublK OenieyiHiH NPOKCUMAalbll O6NIKTepIHAETT OYJIIIBIKET
QJICi3AIr
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d. ASKTBIH quCTanb/1 06IIKTEePIHIH QJICI3/ITT
€. OMBIPTKaHBIH CIpecyi

14. bananapaarsl MUOIIATHS Ke31HE KYPIC-TYPhIC Kanai e3repei?
a. CracTuKanbIK XYypic-TYpbIC

b. ATakTini )Kypic-TypbIC

+c. Kupamaggamn xypy

d. CrennaxbIK xxypic-Typbic ("mekin dacy")

e. XKypic-TypbIC MoHEpI1, 9ACTTEH ThIC

15. AypylblH KIMHUKAJIBIK KOPIHICIHAE MHOIUCTPODUSIHBIH OO0dybl Keleci
aypyJiapra ToH:

a. KypbUIbIMIBIK MUOTIATHUSIIAD

b. Apkartyc atpoduscsl

c. TykpIM KyanalTbIH HEBpOaTUsLIIAP

+d. bynmsikeTTep i yAeMeni AUCTpoPusiIapsl

e. Muacrenus

16. Dmepu-/pelidyctiy yaemeni OWIMIBIKET TUCTPODUICH YIIIIH KeJIeclaep ToH
eMec:

a. bymmeiker arpodusitapel  keOiHece yII 0acThl  JKOHE €Kl 0acThl
OWIIIBIKETTEP/IC, AfKThIH, CAHHBIH OeNl OYJIIIBIKETTEpiHAE, KOHE KIIll KIJTIK
OVIIIIBIKETTEPIHAE OpHAIaca bl

b. ber, wublk Oengeyl OYIMIBIKETTEPIHIH KOHE  asSKTBIH  AJJABIHFbI
OWIIIBIKETTEPIHIH aTPOPUACHI

c. ArbIMbI Oasty yaeai

d. IeiHTak OybIHAApBIHAA OYKKIII KOHTPAKTypalaplblH OOMybl, axuiul
CIHIPIHIH apTKa BIFBICYbI, OMBIPTKAHbIH MOWBIH OOJITIHIH Clpecyl

+e. ByJIIBIKET aybIpybl

17. Kynpia OymibIKeTiHIH 3 TUNTI aTpodUsCH Kaii )KacTa KepiHic oepeni:
a. 6-18 aitna

b. 6 aifra nelin

+c.> 18 an

d. 30-40 xacra

€. TYBUIFaH Ke3J1e

18. X-xpoMocoMameH OalaHbICThl MUOIUCTPODUS Kelecuiepi KaMThIMan b
a. bekkep/1iH OYJIIIBIKET AUCTPOPUACHI

+b. Op6 MuogucTpoduUsch

c. JlrormeHH MUOIUCTPODUSICHI

d. Jletinen-MebOuyc MHUOUCTPODUSICHI
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e. Dmepu-/pelidyc muonuctpodusice

19. Kanparel kanHgaih ¢GepMeHTTep MOIIIEpiHiH >Korapbuiaysl JliolieHH
MUOIUCTPODUSICHIHA TOH?

a. Amnnasa

b. JlakTaTneruaporeHasa

+c. KOK

d. KpIIKbUT MaJibTa3a TaMIIbUIBIFbI

e. AJIT, ACT

20. XKXBA Oap, amOynaTtopiblK eMmJeyAeri MalUeHTTepAEe KUMBUI-KO3FaJIbIC
JaF/pUIapbIH Oaranay YIIiH KaHAal (yHKIMOHANIBIK [IKaja NailaalaHbuIaibl?
+a. CHOP INTEND mkanacet

b. RULM mikanacer

C. 6-MHHYTTIK )YPICIEH KYPTi31JI€TiH TeCT

d. Bpyk mikanacel

f. Kumbiin-ko3raneic dyukiusicein (MFM) enmey mikanacsl

21. MuacTeHus rpaBUcC Ke3iHe KaH1ail antuaeHenep 6omaapi?
a. HLA-B27

b. Exi cniupanbai (taburn) JIHK-ra antunenenep

+c. Anetunxonunik perentopra (AChR) antunenenep

d. CMHUT aHTUTE€HIHE aHTHUJCHEIIED

e. HLA-DR

22. Muactenusi TpaBuC Oap NaUMUEHTTEplEC KaHAall CUMIITOMHBIH OOJYBI
KyTLIMen11?

a. bymmbeikeT omci3airi

+b. EcTe cakTaynplH Halapiaaybl

c. IIro3

d. Ceilneyneri KUbIHABIKTAP

e. TriHbIC amy KEeTKUTIKCI3AIr

23. XKylike-OWIIBIKET aypyJiapbl KeJIeCUIepMEH:

a. BereratuBTik 1UCHYHKIUSIMEH

b. Oknenin Gudpo31alThIH aypybIMEH

c. ¥UKbI Ke31H/1eT1 OOCTPYKUUSUIBIK alTHO? CUHAPOMBIMEH

+d XKypexk OmokagackiMeH

e. ['actpocTazden OailianbICThl 00JIYbI MYMKIH

24. Kylke-OVIIBIKET aypyiapbl K€31HJIeT1 aCKbIHYJIap KeJaecuiep/il KaMTHIbI:
a. ['unepkanuemus

b. T'unorepmus

+c. bymmbikerTepaiH cipecyi
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d. Aukanos
e. Kpeartundocdoxunaza (KOK) koHLIEHTpAIUACHIHBIH TOMEHLY1
25. MUOTOHUSIBIK peaKkuusiap:
a. OpJalbIM KaTepJii TUIIEPTEPMUSIMEH OalIaHbICTHI
b. Harpuiiaig arbin KenyiHiH a3atObIHAH 00J1a bl
c. CyKUMHWIXOJHUH TYPTKi OOJIybl MYMKIH
+d. Xuopua eTKI3riTIKTIH TOMEHAEYIHEH 00JIybl MYMKIH
€. AnubIHIapAaH TYbIHaybl MYMKIH
26. MUOTOHUSUIBIK pPEeAKIUSIIAP/IbI €MLY KeJeciepal KMTYbl MyMKIH:
+a. TypTki 0onaTeiH hakTOPbI EMILY
b. Jlantponen
c. Aputmusra kapcsl 11 knacTel nopiep
d. Hecenrin ankunaenyi
e. AybIpran/pl Oacy
27. [ro1ieHH1H OYJIIIBIKET TUCTPODUSICH:
+a. by Oananapia aHaFryppJIbIM KEH TapaJifaH )KYWKe-OyIIIBIKET aypybl
b. Bys1 ayTocoManbIK-10MUHAHTTHI aypy
c. by ke3ne kapauomuonaTus kU1 OaiKaa bl
d. ducranbai OyiambikeTTep aTpodusiaaHabl xKoHE Jcipeiial
e. JlenonspuzauMsuIalTbIH MHOPEIAKCAHTTApAbl KOJIJJaHy Kayirnci3 OoJbin
TaObLIa/IbI
28. Tya OITKEH MUOTOHUS:
a. byn X-xpomocomaMeH 0aillaHbICTHI aypy
+b.  Cumnromaapbl HaTpUMl ©3€KIIeNepl KYMBICBIHBIH OY3bUTYbl HOTHXKECIHJIE

TYBIHJAWIbI
c. by ke3ne OyNIIBIKETTEPAIH KEH TapajraH runepTpodusichl Oaiikanabl
d. JKaHchI3maHABIPFBIII TOpiHI KEPriTiKTi KOJIJITaHy OWJIIIBIKET

KOHTPAKTypallapbIHbIH 0OCaHCYbIHA BIKIAN €Tyl MYMKIH
e. Itisa pre-junctional disorder.
29. XKyiike-OWIIbIKET OepiaiCiHIH OY3bUTyIaphl:
+a. bapaeirel 1ypsIC
b. AHTHOMOTHKTEp/l KaObUIJaFraH Ke3/e Halapian KeTyl MyMKiH.
c. Karepmni xxaHa Ty31niMIepMeH OailslaHbICTBI OOJTYbl MYMKIH
d. Kypaperopizni (menonspuzanusiiaMailTeiH)  A9pliepre  Ce3IMTaJIIbIK
TaHBITYbl MYMKiH
e. XoJuHACTEepasza TeXKETITEpIMEH eMieyre 00abl.
30. Temenme artam KeATIPUITEH AQPUIEPIIH KaWChUIapbl KYWKE-OVIIIBIKET
ancizairin KYINEUTITEW/II?
a. Metunnpe  Hu3010H
b. Pokyponuit
C. AMUHOTHJIKO3UATED
+d. Lledanocnmopunaep
e. bapapirel 1ypsic eMec
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