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Keickaprynap tizimi
ALK — cinrinix ocarasamen Gosuty or6achibix
BAC (0BAC) — orbacsinbix 6yiiipik AMHOTPO(HUSIBIK CKIIEPO3
AT® — anenosunrpudocar
CBM — muroniasma [EHeliKTepiMen MHONaTHs
K®K — xpearnndocthornnasa
TM — Tya 6iTken MHonaTHS
HIMT — IlTapko-Mapu-TyTThis Gyuibiker THCTPODHSACKI
BMC — Gananapaars! muiminix canjany
CYCO — cossumainsl yaemeni CBIPTKBI O TAIbMOIIEr 1
KT — komnsiotepiix Tomorpadust
DMAT — achIkTbl xiiK OYIIUBIKETTEPIHIH alaBIHFbI TOBBIHBIN ANFALIKL]
3aKBIMJIAHYBIMEH THCTANb/l MHOTIATHS
MJIJI/MIB — JromennHin OYJIIBIKET THCTPO(HSCE! / bexkepain Oymisiker
JHCTPOdHSCHI
TCP — repen cinipaep peduexcrepi
OKI" — snexrpokapnuorpadus
EDMD — BDmepu-Jpeiidyc MHOIHCTPOGUACEH]
OMI" — 3JIEKTPOMHOTpadus
H&E — remoToxcununmen xane 2031HMen Bosty
HIBM — skacymainminik ACHENEPAI KAMTUTBIH TYKBIM KYAIaiThIH MAOIATHSI
HMERF — Gacranksl thinsIc ajy KETKUIIKCI3/riMeH TYKBIM KyanaiTsin
MHONATHS
HMSN — tykeim Kyanaiiteim MOTOPJIBIK CEHCOPJIBIK HEBPOIIATHSIIAD
IBM — sxacynailninik AeHenepai KamTHTbIH MHOZHT
MKM — uauMonatHsibik KabbiHGAIb MHOZHT
MBHM — uMmyHHHTET TYPTK] Gonran HEKPO3IHTBLIH MHOIIATHS
Xb/n — xaiblkapanbik emmem Oipaikrepi / aurp
BIWI" — enaiminik ummynorno6ymun
MELAS — muroxosapusiibik Muonarus, SHUehanonaTHs, JTaKTOANI03 KaHe
HHCYJIbT TOPI3/i KepimicTep
MERRF — BysusikerTepain Kpi3bii TanlIbIKTapbiHbIH Y3imyivMen
MuToxonapusiIsIk sHIEdatonaTHs
mGT — NoMopwu GoiibiHma TPUXPOMMEH D03ty
MPT — maruutHO-pe3oHancTh ToMorpadus
NCNP — YiTEIK HEBPOJIOTHS AoHEe NCHXHMATPHS OPTAJIBLIFLI
HOMI" — snexrpomuorpadus
HKBA— xyiike-Oyiuibiker aypynapbl
RRF — GymnbiKeTTep i y3inres Kbi3bin Tammms KTapsl
RYRI1 — puonun | PelenTopsl
CII' — cyxuunataeraaporenasamen Bosy
KBA — XKynwin Gymusikerepinin aTpoHsACH
TTN — taTHH



VC — eTkisrimTik KEUTAAM/IBIFE]
AJIFBICO3 JKaHe aJFBIc Glanipy

Keibip sicylike-OyimbikeT aypynapsl GOHBIHIIA OKEITY JKaFJasTTapbiHbIH
Gy TonTamace! MeHiH TokHO MaHBIH/IA OpHANACKAH YJITTHIK HEBPOJIOTHS HKIHE
nCcHXUaTpust opransiFeiiaa (NCNP) yiu aif 0oty bIMHBIH HoTHXeci 60mbl. Byran
Mauymas KOpBIHBIH 3€pPTTEeY JKyprisyre OepreH TpaHTHIHBIH apKaChIHAA
MYMKIHAIK TyZbl daHe ochbl ym alibiv Kasakcramnga OyIIMIBIKET aypyJiapsl
JMarHOCTHKACBIHBIH OPTaJIbIKTAH AbIPBUIFAH JKYHECIH KYPY HKONAAPbIH 3epTTEyre
OarbITTaNFaH )KO0aHbI KY3€ere ACHIPYFa apHAIIbL.

NCNP nerizi 1986 sxpuibl Kananran skoHe JKamOHHMSHBIH AlThl YJTTBHIK
opTaNibIFRIHBIH Oipine aitnanael. On 03 canaceinga Gipereii xoHe onbl "Ouemueri
HAaJFpI3 Iya" Jen araiabl. Byt opTanblKThIH HETIi3Ti TYKBIPBIMIAMACKH aypyXaHa
MEH FhUIBIMH-3€PTTEY HHCTHTYTTAPEL apachlHia 3epTTEyep MeH a3ipieMenepii
Gipaecin xyprisy Gonbin Tabbuiaisl. byi 3eprreyiep MeH asipiremenepiid
MaKcaThl [CHXMKAJbIK, HEBPOJOIMsUIbIK, OYIMILIKET aypyiapbl MeH Jamy
Oy3buibIcTapelH emaey Oosbein Tabbuiaasl. bynax esre. opraiblk Kyprisiireu
3EpTTEYJIEpre HErisjeNred O3bIK MEIHIHHAIBIK KOMEK KOpCeryre jKoHe el
iminne ne. Asusnbi Gacka affiMakTApLIHAA A2 HKOFAphl CAlalbl MEIAHLHHANBIK
KOMEK CTaHAaPTTAPBIHBIH TAPATYbIHA BIKMAT €TYTe YMThIIabl.

NCNP OVIIIBIKET aypynapsl Oo#HbIHIIA JKANMBIYJITTBIK
MaMaHAaHABIPLUIFAH OPTANBIK PETiHAE IKYMbIC iCTeHAi jkoHEe OyINIBIKET
OHOICHACBIHA  apHaNFaH  MaTepHan  yirinepiHin  mamamen  80%-5I
JMArHOCTHKAIBIK MakcarTapia JKamoHMsHBIH TYKIOip-TYKHipiHeH OchIHza
kibepineni. Juarnos koto ywin NCNP opransirsl Gapasik kxarmainapia
THCTOXMMUSIIBIK ~ JKOHE  MMMYHOTMCTOXHMHMSUIBIK  3€PTTEYIEpPAiH  TONBIK
JKUBIHTBIFBIH AKYpPrizeni. Byi o/ nartoJorusiblK AHATHOCTHKAHE! KAMTAMACKI3
eryre MyMKingik Oepeni. Bynan esre, keneci OyBIHOB CEKBEHIIHANAY
TEXHOJIOTHSICHLI NaianaHblIaThlH FEHETHKANBIK Talfay KOJIAHBUIAABL O
JHATHOCTHKA YAEPICiH TONBIKTHIPAABl JKOHE MANHEHTTEPMNIH TI'EHETHKAIBIK
epeKIeNikTepi Typalibl KOChIMIIA aKImapar alyra MyMKiHIik Oepexi. Bymusiker
aypynapblH KOCa, CHpPEK Ke3JleCeTiH aypylaplblH JHArHOCTHKACHIHEIH
OpTalIbIKTaHABIPBUIFAH JKYHEC] aHarypilbiM THIMAL Tocin Gonbin Tabbansl. Gy
JlamblFaH  eJAEpliH KenuliniriHje OchlHAAl OpTAIbIKTapAbIH  OONyLIMEH
pacranaiasl. NCNP aypyxanacel JKanoHusanarbl xyHke-OyIIIIBIKET aypyJiapsl
Oap kenTereH Haykacrapra Keismer ereli. NCNP kypambina kiperin xylike-
Oywusiker 3eprreysepi kadenapacel, MyHjaaH aypyhapel 0Oap nainueHTTere
MEIHLHHANEIK KOMEK KepceTyli yHbIMIACTHIpYAbl 3epTTEyre AapHalraH eq
JAKCEHI OPBIH.

Toxipubemen xone Ginimmen GonicyaiH eH KAKCH TACII — KHUHAKTANFaH
nopirepiik npakTukaHsl kepcery. NCNP-me a3ipienreH ylike-Oyinibiker
aypylapblHbIH JKardalnapelH  KemeHai OaranayaelH  oKydeni Tacimi  ockl
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JKarfaiiapAblH TONTAMACHH JKacayFa Heris Ooamsl. On HAKTHI Karmaiaapiby
MBICATIEIHAA THICT] 3€pPTTEYIINIK *oHe KIMHUKANBIK TaxipuOeHiH MBbICAlbiH
KOpceTyre yxoHe Tanjayra OarbiTTanran. ToxipHOeneH anbiHFal Kargaiaapasly
Oyn Ttannayer KasakcraHna skyiike-OyminbikeT 3epTTeyiepiH sksHe THicTi
KIIMHHKaJIBIK TPAKTHKAHBI EHTi3y Ke3iHIe MaHbI3[bl HYCKaYIbIK 00J1a anasl Jer
IIBIH JKYPEKTEH yMiTTeHeMiH. Bynan esre, Oyi1 Meaunmna MaMaHAapbl YIIiH
KYH/Ibl OKY Marepuaibl 0oia amajibl, onapAbll OChl cagagarbl OimimMi Men
JarapliapbiH OaHbITAIEL.

buoncus  HOTHIKENEPIHIH  WILUIOCTPAUMANApbIH  KOCAF  KJAMHHMKAILIK
AepeKTep YJTThIK HEBPONOTHSA KOHE ICHXHATPHS OPTAIbIFEIHAH anbiHran. Men
KYHKE-OYIIbIKET 3epTTeyJiepi KadeapachlHbIH IHPEKTOPHI npod. Hruazo
Huuimnora, roulbiME KeisMeTkepriep [Ommxuko Caiito, [Okako Hucumopn,
Hobyrokn HOpa, Xasto Vae, Bakako Ecuokxora xomne 6acka sinTecrepime,
MaraH OapiblK KakeTTi akanpaTrapisl Gepredi ymre amrbic aiitambi. Mew
KyHKe-OYIIIBIKET — 3epTTeyiepi  KadelIpachiHblH — KbiI3METKeplepiHe MeHiH
HKYMBICHIMA KOMEKTECKEHI YIUiH epeKile pU3allblIbIFRIMIB OiniprivM kenen.
Conpaii-ak MeH, MeHiMeH o3 OinimiMen Gelicken siome N PAKTHKAIIBIK
KJIMHHKAIBIK TOCIIIEp/i KOpceTKeH KIHMHHIMCT opinTtectepiM mokrop ko
Cumunsy-Moroxaiunre, noxtop Manoke Mopure skoHe TpaHCHsLHAIbIK
MEIUUHHA  OpTaJlblFbiHbIH  Odac JIMPEKTOPBl KoHE byiusiker aypymapsl
OPT&IBLIFBIHBIH AHPEKTOPB! Dombin Tadsutatein Jloktop Xupodymu Komakure
AnFBIC aHTaMbIH. MeH sxylike-Oymnbiker seprreyiepi kadeipachitbH KypMerT
KbI3METKEpPi. KOpPHEKTi Ganasap HEBPONATOJOTE JKoHE OChI KyHenik Tacinui
namblta Oacrarad kyiHKe-OYIIILIKET 3epTrreysepiHiy i3amapnapeiney  6ipi
npogeccop Mkys Honakara neren Kypmerimai 6inaipriv xenen.

Conapzibii apkackiiaa, MeH OYJIIBIKET NaTONOTHACKIH 3ePTTEYAiH Herisri
TOCUIIEPIH FaHa eMecC. Jkyiike-Oymublker aypynapsiH sxyHen Typae Oaranay
Tocinnepin ae 3eprren Giagim.



Kipicne:

Bynmisiker aypymapel — Oyn cHpex Ke3jieceTiH, Oipak reTeporeHmi
Oy3blysiap TO0Obl. ATanran aypynap cafumik niaKra ja, erge jkacra jga Kepixic
Oepyl MymKin. ATanram aypymapAblH Kemmimiri emipre kayin TeHmipyi
BIKTHMAJI JKQHE AFBIMBIHBIH YAEMeTiTiriMeH cunarranaisl. Bysl MeIMIHHAHBIH
JKOFAPbl MAMAHIaHy 61 TAall eTETiH Cajlachkl, MYH/A COTTI KYMEIC aTKapy Yl
alipeikiia 6iniM MeH ayKbeIM/bI TKipuOe Kaxer. Anaiaa, ic Ky3iHje KenTereH
MENHIMHA KBI3SMETKEpIepi KyHKe-OyIlIbIKeT aypyiapsl Typanbl KETKiliKTi
Ginimre e emec, OyJ1 KaTe AHArHO3 KOKOFA XKIHE JYPHIC eMSIMEYTE Ak Kejyi
mymiin. KasakcTanga kasip Oy esekri Mocene GoJBIN TAOBLIANBI, OHTKEH]
Oy/mbikeT aypynapel 6ap NanMeHTTEp CAaHBIHBIH apTKaHbl Oalikanagsl, Gy
perTe kebiHece, NopireprepaiH CHpex Ke3[EceTiH KemTereH aypysap Typalb
xabapnapieirel  Hamap. KemnrereH — mamMeHTTep  JHArHO3IbIH  IyphIC
KOHBLIMaybIHa Tan 00/1a/ibl, COHbIH iliHAe bananapaarsl MHIIIIK call ay pybiHa
KaTe aHbIKTaMa Oepifiin, emaey LIaMalaH ThIC arpecCHBTLTIKMEH KYpri3ineTin
skarnainap Oap. Xakeinga Kasakcranaa JioenHin GyIIIbIkeT AXCTPO(DHACH
MEH SKYJIbIH OYJNIILIKETTEPI ATPO(UACHIHBIH JHATHOCTHKACH JKIHE emaey
Goliblnina  XanplKapanblK — YCBIHBICTAp KaOBUIA@HABl. bBysn  naumeHTrepre
KOPCETINEeTiH MEJUIHHANBIK KbISMETTEP/iH, COHBIH (IIiHIE TIOPMOHJIBIK
TEPAMUSIHBIH, PECTHPATOPIBIK JKJHE HYTPHTHBTIK JIeMeyjiH JeHreiin
KaKcapTyra MyMKinmixk  Oepai. byn perre Kasakcranpa — Oymibiker
aypynapbelHbIH ©acka TypiepiHiH AHArHOCTHKACH ali /e eTe ajci3 Hemece
MyageMm koK. byn engeri skyike-OymimIbIKeT aypyJjapsl 0ap mauMeHTtrepre
MEIHIIMHATIBIK KOMEK KOPCETYliH MamMaH/1aHAbIPbUIFaH yiiecinin Goamaybiven
JkoHe OiniMiHiH mexreysi OonypiMeH OaliianbicThl. MyHIal cupex kKeszeceTiH
aypyiapibsl AYpbIC IHACHOCTHKANAY JKOHE €MIEY HEriz3iHeH FhUIbIMH OimiMHIH
ocyiHe joHe JaHa TepaleBTik aaicrepain Aamysina toyenni. Ocel aypyaapabig
keHOipinin  maprebeci kasipri yaxpiTTa emAelIMEHTIHAEp CcaHaThIHaH
eMJeNeTiHaep caHarblHa aybICKAaHBIH  aTam  eTy MaHbI3Abl.  ByJmibiker
aypyJapblH eMey KYHeCiH KalblITACTRIPY MalHEeHTTepre THICTI MEIHITHHAIBIK
KOMEK KepceTy/li KaMTaMachl3 eTy YIIiH eTe MaHbi3Ael. Bbyn ynepicre
KepiHicTey, HMMYHOIHCTOXHMHS IKOHE MOJIEKYJIA/BIK 3EPTTEYIED CHSIKTHI
FBITBIMH HETI3/ Taci/uiep ey i pes aTkapaibl.

CNP Mozeni, ©3iHIH KyHke-OWIIIBIKET aypyJiapbl  CalachIHIAFEI
toxipubeci MeH kericrikrepimeH, KasakcraHia OCBIHIAH IKAINBIYITTHIK
OpTANBIKTHL KYPY YLIiH MaHbI3/bl yiri 6oma ajnaas. KIMHHKABIK JKaFaiIapbl
Daranay Mmozeni (oky dkaraalHnapbiHBIH TONTAMAachl) TOMEH/IE KETipiireH.
Jarnaitnapasie OyJ1 TONTAMACkl CHPEK KE3[ECETiH XKYHKe-OyIIIBIKET aypy iaphl
Ke3iHie [12J1 JHArCHO3 KOK >K9HE eMIeyliH KoJjiaiibl OarbIThlH TaHIay YIIiH
aKnapartThl TaJaylblH Kewlewii TociniH kepcerexl. Kemrenai Tocin emuey
TAKTHKACBIH aHBIKTAyJa [NHACHOCTHKAIBIK KATEJIKTEp MEH IKaHbUIBICYIAp/bI
GonneipMaiinel.  Aprop Oyn skargaiiap TonTaMmachkl KyHAemikTi Taxipubene
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MEIHLMHA KbI3METKepJepine, CoHali-aKk CHpeK NaTOJOTHICE Gap nanHeHTTepre
KYTiM Kacay[bl YHBIMIACTRIDATHIH MEKEMeNep MeH JeHcay ek Cakray
OpranaapsiHbiH OaclIblIapbiHa HYCKaYJ IBIK 001a anasl e caHaiibl.

1 sxarpai. bacTanke! TRIHBIC ATy JKETKIMKCI3AIriMEH TYKbIM KyalaidTein
MHOTIATHSI
arnalinelH cunarramacel: 31 kac, aiien
Herisri marpiMaapei: eHTIry MoHe ask-KomIap MeH MOMBIHIArb! ACI3HiK
OTrbacbLibIK anamuesi: JKBA GonmaraH, Kax aApaJIACTBIFbI HKOK
Texcepy kesingeri maii-kyiii: 150 cm, 40 kr;
K@K 488 Xb/n, ansnonasa 7.7 ME/m, nakrar 13.7 mr/mr; nupysar 0,91 mr/m;
BGA (Geameneri aya): pH 7.3: pCO2 79,9 mm cH.Gar., pO2 41.7 MM cH.6ar.,
HCO3 38.2, BE+11.6,
OTC 0.89 1 (31.8%). OKTIII 0.89 1 (31.8%)
HOMI: auddysnb MHOTEHAIK cypeTTeyMen OYIbIKET GHONCHSI Chl HKACAT LI
OKHEX, nepopanbii cTepoHaTap TaraibiHaanraH

CpIpkaTHaAMa
1 cxema
31 mac.
27 wac. Komitkercoyrs 37 mac.
JNene
Tyranna CATMAFBIHN phro el Tam{”?_ﬂ
EP, 29-30 sxac, H TOMeHaeyL b o JKYPEAi: K:CDK
JKBIHBICTBIK (1 xeim MOMBIH JKOHE ANK-KON 148 XB/x;
wKeTiny rrier S BymmBIKeTTCpiHiH. OTC 0,87 n
E cf : S » acipece, MOMLIH MCH 32.1%
wesendne nfin L Gaioa
KaJIbIIThI XBb/n ancisairi, 2
JAMBIFaH runopediexcys (30,3)
25 skac. 28 xac S
_A-yl"p At A incaer Bacnangaknen . R
rKYl_{TCMEC] OTbIpFaH KeTepite #ac llanKkachiHaH
KCSIIH.E[E._ KanmblHaH anMaitgst )g;ﬁi::{xf;}:lmfma
ijrem’ TYpyfa (enTiryine & hamcl i
HKHI1 GaitnanbicTh) aMOynaTopABIK eM
cypiteni S alee rasigrer KOK 226 XB/1,
SRiRL o Rty 8TC 0,64 (22,4%)
6TC1,27n : . 5
L BKTC 0,65 K
(46,2%), BKTC K (25640
1,1 1 (42.2%)



1-xecre. AHamHesai TanaaynaH Keiinri Heri3ri KOPLITEIHABLIAD

EnTiry xone Oy ImbIKeT ancizairi Muonarus
25 skactan —31 sac —43 xacka Aedin Muacrenus
(6ipTinxen aprta Tyceai) MUTOXOHAPHANBIK aypy

JleHe canMmarbiH JKOFanTy

Moiibi men xamdac OyKkimTepinin aacizairi
Funopeduiexcnn

K®K nenreiii can sxorapel (eH kebi 488 XB/1)

ThIHbIC Ay seTKLTIKCI3AINE: nakTar 1enreii IKOFapbI 13,7
mr/px; BE +11,6; pH 7.3; pCO2 79,9 mm cH.6ar., pO2 41,7
MM ci.6ar., HCO3 38,2, ©TC 0,89 1(31,8%)

bynmebiker OHoncHACHLIHBIH HaTHIKEepi (1 cypeT)

1.1 cyper. H&E Gosunysl
Ke3iHIE: TAMIBIKTAP THITTEPIHIH
BapHALMANAPBI JICI3ACH

~ oprawmara aeiiH.

2 OHIoMH3HANBAI Gpubpo3
DaiiKanMaiiab: HEKPO3ALIK JKaHE
Tapainrai oazodunbai
aNWBIKTAP aHBIKTAnMabl, Oip
AlTlIbIK JKAPFAKILANBIK
+KOCBUIBICTAPBIMEH

9{1.2 cyper. MGT Gosunyst

| Ke3iH/IC: TANIBIKTEIH
IETTEPIHAE IIMTOTUIA3MAIIBIK
@ nenewikrep Gaitkanansr, RRF
§ i Oaiikanmaiiasl.



= 41.3 cyper. NADH Gosanys
3 8% Kkesinze: KelOip TanmbiKTapaa
= Mo hubpHLIIaapansiK TOp
St lbibiparan

e

IMaTomorusabIK IHATHOCTHKA

Kenecinepmen MHOTIATHSIIBIK ©3repicTep:

1. TamupiKrappin exmemi a1cisneH opraiiara aeifin e3reprex

2. PerenepauusnadTEIH TalLIBIKTAD, a3/laFal MeJILIep/e

3. CaxuHa TIpi3i HMTONIAZMAIBIKAEHEIIKTepMeH
TaImbIK , Oipey

4. 1 Tunti ramueikrap Men 2C TUOTI TATMIBIKTAp GACEIM, CaHbI
Hipuerey

5. 2 THIITI TANBLIKTAPBIH aTPOgHACEL KeHill HeMece opTalna

Korapbiia KenTipijireH fepeKTep MHONATHAIBIK yAepicTi oinmipeni,
OynaH e3re, KOChLIbLICTAPMEH Oip TAMIIBIK Gafikanaabl.

1.4 cyper. ITanmeHT Oy IMIBIKETTEPiHIH 3TATOHIBIK CXeMaMeH

CAJIbICTBIPFAHAAFEI KOpiHicTey nepekTepi.
HMERF

Mediat




Bapabik aabIHFAH HITHKENePAiH KemleHai TANIayLIHBIH TyiinaeMeci:

EHTiry skone ymmbIkeT dJjicizairi

25 xacran—31 xac—43 sxacka qeHiH(GipTinxen apra Tyceni)

Jlene caqMarbIH XKOFANTY

MoiibIn MeH caHAbl OYKKIIUTepXiH aicisairi

I'nnopedaexkcus

K®K nenreiii conn sorapeLiaras (e kobi 488 Xb/m)

TeinbIC any weTKigiKkeizairi: naxrar nexreii 13,7 M/t skorapbliara;
BE +11,6; pH 7.3; pCO2 79.9 mm cH.0ar., pO2 41,7 mm cu.6ar., HCO3 38.2,
OTC 0.89 1 (31,8%)

[iuTonnasma feHewiKTepiHiH KOChLIBICTAPDI (CAKHHA TApi3ai
HHTONMIA3MANBIK JeHeJiepi 6ap TaalubIK)

MPT: xkaprbLiaii cinipai, Tirinmi xone KiHilIKe Gy IBIKeTTEpaiN
3aKbIMIAHYbI

Worapeiaa kenripisiren 6apibIK gepeKTep 6acTANKBI THIHBIC aJ1y
aeTrinikcisgiriven (HMERF) TyKbIM KyaJafiThIH MHONIATHSAHBI KOPCeTei.

DaebHeTTEpre HIOJY:
Jlape Dacrpem men onwlH apinTectepi 1990 skt HMERF cunarran Gepre.
ABTOpNap/iblH  JKYMBICBIHA Kejieci KIHHHKAJIBIK JKOHE 3epTXaHalblK
6enrinepi 6ap 7 llIsen orbackinan mbIKKan 16 naMeHTTiH Jepexrepi Kipai:
1) ThIHBIC Ay JKeTKinikei3airi, namysr kebiHece xenenre xyblk kaHe kobiHece
aypyZablH 6acTamnke! Ke3ingeri cHMOTOMBI 60IBIN TabbIIa/b;
2) Taban Oykkimrepi MeH MOHBIH OyKKilITepiHiH SJCI3MiriMen Karap »yperiH
OyAIBLIKET 2aci3nirinin ask-benre Tapanysi;
3) MHOTIATHAHEI XKIHE KaH CapbICyBIHAFbl KPEAaTHHKUHA3A IeHIeHiHiH KallbIITE]
eKeHiH HeMece Coll JKOFapBIIAFaH/BIFBIH KOPCETETIH 3JIEeKTPOMHOrpadusi
HATHIKEJIepi;
4) HeBpONAaTHsl MEH JKYPEK 3aKbIMIAHY bl JKOK;
5) aypyAblH TYKBIM KyanaybIHbIH ayTOCOMAabIK-TOMHHAHTTRI Taciii, 10 »xacraH
50 sxacka neHinri MmanugecraluacbiMen.
bymmsikerrepain 6uoncuscel Goitbinima HMERF  alisipmansik  Genrici
KOHTYpbl "Tylinaakrapasin” 6onybl 6041kl 0Jap FeMaTOKCHJIMHMEH KIHE
n03uHMeH OosnraH ke3ae 203uHOGHALAI Oonasl woHe Tomopu GolibiHina
TpHXpoMMeH 00sy Ke3iHae KhI3bLT, KYJTiH HeMece KyHTipT-’Kachll TYCKe eHIi.
Bipaeme ©Oacka >xapaaiiiap HHTONNA3MANBLIK AEHEIIIKTEPMEH MHONATHS
(CBM) xoHe ThIHBIC amly KeTkinikcisairi peringe xixrenmi. Gipak Gyn
NaLMEHTTEP Typallbl FEHETHKANLIK AEPEKTEp JKapusianraH ok [1].
BynmubikeTTepai kopinicTeyaiH HaTHKedepi
[Taronorusnbik yaepicke epTe KaTbiCybl: XKapThiai CiHipai OyIUIbIKeT
MWAHE CLIPTKLI GiTerit OynubiKer



CanbICThIPMAITBI TYPAET 3KEHI 9cepi: xKaMOACTHIH eki HaCTh OyJILIBIKeTI
JKOHE XKaPThUIaH KapFaKThl OYJIIIBIKET.

AHaFypiibIM Kl 3aKbiMaanran 6acka OYJIIBIKETTEDP: MBIKbIH-0CII, KyKa
OYIUBIKETTED, aAKTAPILIH AJIBIHER] OYJIIBIKETTEP], JIHE acipece, TAKBIM
OYIIIBIKETI.

bip kei3birsr, Oy Gipinui 3eprreyne aBTOpIIAp KaHd 0TOackLIapILI HEMECE
HMERF 6ap cniopajusibik saraaiiiapisl anbikray xaHe PECHHpaTOPIbIK,
(pyHKUHSAHBI GaKbLIal OTBIPBIT, CHMIITOMIAPE a3 HallHEHTTEePA] TEKCEPY YIUiH
MPT naiinanany Typanbl THIIOTE34 2174 TAPTTbI [2.3].

Mo1eKynaibIK-reHeTHKAIBIK 3epTTeyJIepiaiH HITHIKeepi

L. 3eprreyuep 6aprichinga THTHH HETi3ri GakTopIapabiy 6ipi 6oma anagsl
JereH Gosmkam acaiiibl, OHTKeH] THTHHAET] Bip Fana ©3Tepic [IeH OChl AyPyIbIH
KOCErperalHscel JKoHe OaiKansl.

2. TuTHH UIBIH MOHIHZE aIAM HKACy INANAPBIHAAFH KOHE TAGHFATTARLL €H
Y/IKEH aKybi3 O0ibin Tabbansl. TUTHHHIN KypaMbiiaa 364 5K30H fap.

3. Oceprran Galnansicts! 011 auctpodus-MDD reminen mamaven 8 ece
Kerl.

4. TuHTaH-KYPBUTBIMABIK aKybi3 GOJIbII TAGRITANbL.

Kpickama aknapar:

1: Lluronnasmaneik JeHelepain 60aybl, ThIHbIC MYIIeJiepiHin 6acTanKbl
3AKBIMAAHYPI JKOHE KAPAMOMHONIATHSIHBIH GOIMAYBI THIHBIC Aily/IbiH
bacrankbl KeTKIMIKCI3miriMeHn TyKbIM KYaJalTblH MHONATHSHBI
KepceTei.

2 Lurornnasmansik nexenep ani ae HMERF yiuin renerrkanbix TecTineyui
K@KCT eTEeTiH €H Nallallbl NATOXCTHATBIK CHMOTOM GOJIBII Ta0bLIA/IbI,
Oipak 6acka MHOGHOPHILTAIIBIK MHOTIATHAIAD eMec.

3 Kinnuipcrep tya 6iTiken muonarusiap, Maiubiik emec KeLleyijaaeren
MHOMATHA, KBIIKBII Ma/IbTa3a TalllbUIBIFG, KaObHy MHonartHsnaps! (Jo-
l-kapcbl  auTHaeHenepmen  muonaths), A/C  naMuHi FeHiHiH
MYTAlUHACHIHAH TybIHJAFAH OYJIUBIKET AMCTPODUANAPLI CHAKTBI Kasy
KYPETiH HayKacTapia THIHBIC aly OpranapblHbIH AHKBIH 3aKBIMIAHYbI
perinne kepinyi mymkin Gacka na Genrinepi Oap aypynapibl xaHe,
d37araH Jopexene capkormvkadonarusnap, LGMD2A sone LGMD2I
0ap-:kKOKTBIFbIH AHBIKTAYLI THIC.

4. YCBIHBUIFAH  MOJICKYJAIbIK  AMArHOCTHKA  ArOpPHTMI KYMOH
JKaFfaiNapaa THUTHHHIH KeM  jerenge 344 oK30HBIHbIH peTTifirin
KaMTHIbI.



2 skarmai: LMINA myTanusicbIMeH MHOTIATHS

Karpaiiaein cunarramacer: | xac 6 aii, ep 6ana

Herizri mareim: 1 sxac 6 alina xype anmaysl

Kazipri kesneri chipkaTHamacer: xyKkTiaikTin 38 anracelnia KaHaai-aa
Oip ackeiHyIapchI3 TybITFaH. JleHe canmvarsl 2880 rpamm Gonran. 1 kac 6
aMBINAFb] MEAMILMHAIBIK TEKCEPY Ke3ine Oananbii O3/iriHeH Ko3rana
ANMaHTBIH/IBIFBl AHBIKTAJIFAH.

OT6achbLIbIK aHAMHe3I: iy iiKe-OYIITBIKET aypylaphl :KOK, KaH
apaacThIFbl JKOK

MeauuuHaabIK TeKcepy: OYIIIBIKET AICI3/Iri K0K. ByJIIBIKET TOHYCHI
KaJIBITIThI.

3epTxanajbiK seprTeynepain aepextepi: KOK: 1072 Xb/i (nopmana: 51-
197)

DKI': KanblnTsl

bynmbIKeTTepAiH HMMYHOTHCTOXHMHSICBI: JTHCTPOMHHII,
CAPKOITIMKAHAAPAb, anb(a-AnCTPOTTHKAHIbL, JAMHHHH 2, KABEOJIMH-3,
auchepnut, kojuiared VI xxaHe aMeprHili Koca, GapabiFsl HOpMasa

Herisri Ty:kbIpeIMAap: gaMmy Texednici (aMBynaTopisik emec. 1 sxac 6
aitna) xone KOK aenreiii sxkorapsr 1072 Xb/n (Hopmana 51-197)

2.1-kecre. KOK xorapeliay NeHreiiHiH HHTepnpeTauHacsl

Tya bitken Muonarusnap; namun A/C
MyTauusaapsiver EDMD; neliporennik
Oy3buryiap (KBAA); MHTOXOHIPHANBIK
MHONATHSIAP; KaOBIHYMEH HKYpPeTiH
MHOTATHSTIAD

Kaneintel Hemece opraiia »orapbliaran
(1HopManan 2-5 ece koraphbl)

Kenrteren m nonaTrusjiap McH

Opramma xorapbuiaran (Hopmanan 5-10 5
‘ JucTpodusiap, KabbIHYMEH JKYpeTin

ece JKOFaphl)

MHOnaTHsIap

JABJ/BB, nuchepiaunonarus,
Ore sxorapsl (HopMmaiad 50 ecenex kajibnianHonarus, ANOS reni , keiine
ApTHIK )KOFaphl) KaObIHYMEH JKYPETiH MHOIATHsIIap

Ke3iHjie



JlamuHonaTusaap — GyimubikeT AHCTpopuaIaps! [7,8,9]
Kapuosemma axybisnapeiven 0ailaHbicTbl, Tya GiTKeH OyILIBIKET
AHCTPO(hHAAAPBI

2 cxema. JIaMHHONATHAHBIH KIKTeyi

TAFBE WIITEIH
1L nep podesicn )
Apsen)®

crpoficn
HIARTRIB

PHCRIT®

LGMD (Meii AUCTPOHuCHL) 1 BHE#

o7
B
o
=
o
o
Ll
=
=
&d

Tysutran kesjie kepinic Gepeni xoHe Tya GiTicen HyBLIKET JUCTPOdHUSICHI
peTiHae kikreneni.

TeirbIc amy/biH Te3 yaemeni seTKinikei3airi Gaiikanys MYMKIH KoHE
SAETTE OMBIPTKAHBIH CIPECyi MEH CKOJIMO3 AamMubl. "BacThin canGbipay bina”
aJIbIN KeIeTiH, MOMbIH OyIIIbIKeTiHiK ancizmiri ne A/C naMui
My TalHsIapbIHbIH Oenrici 60Iysl MyMKin, ofiTce Jxeke o3iHe ToH eMec.

Kau capeicybiaarst KOK nenreifinin asnaran nemece opraiua
HOFAPBLIAYbL.

ByJIIIBIKET NATONOTHANAPBL AYAH TYPIIi HKSHE HEHIT GOTY bl MyMKIH.
Tamubikrap esuemaepini e3repyi sxkote JOHeKep TIHHIH YIFaIObL, KaOLIHY b,
HEKPO3bl KOHE PEreHepalMACEl OPhIH alybl MyMKiH. CapKoJeMMallbiK
aKyBI3/lapia HEMECE AIPO/IBIK aKYbI3/Iap/ia HMMYHOTHCTOXMMHSUIBIK ayBLITKYIap
Galikanmainer. bipak HLA-ABC Tecricinin HoTH®eCI OH, MUOZHT riaiibiHma
oceuai Gonaas (MBHM) [10].



2.6 cyper. EDMD kesingeri 6ymubikerke sacanran MPT natukerepi
[https:/neuromuscular.wustl.edu]

A/C namuui

LGMD IB; EDMD2

Apka

i Y IBIH MAHBHAAFLE (KONTAI W LIKTL GYILBIKCT AIHC CH Y 3RIH
Bymunixet) JKni oaec: abrosuHAILA

YKambac

Ayt GORCCHIH WAFKIH BYILIKCT] #0HE BOKCCHIH OPTAHI B Dy IuKIKCT]
A evece: Gen GymmkeTd

Can

JCui: apTREL: KaMBACTHIH 3KENETIH YIKeH GyammkeTi

ui evee’ Tirinwi Gy wsKeT, KIHIMKE BYILBIKCT
Cuneprpoduananran; conusiy TIK GyamsikeTi

Ak ¥ mone Gactanks cateiaa: GanTrp GyAmIBIRETI, MeIHATEAL
Hni: Gaareip GymubikeTi. TaTeparis, KavGatatapiaai GyambkeT
WKui emec: anasmrs-narepanast EDMDI kesinaerire kaparanaa

2.7 cyper. DmepuH

EDMDI

ApKa OMBIPTKa MaHbl OyJiubikerrepi, Gokce GynubikeTi
Kambac TopTOacTs! ByULIKET, KapThinai ciHipi
GyunubIKeT, HapThLnail HMAPFAKTE GYILIBIKET, CAHHBIH
exiDacThl OYJIIBIKET, YIIKEH JKeTeKLI OYJIIbIKeT

Asik kambanarapisai Oymubiker, 6anTsip OyiubIKeTi,
ACBIKTBI 3KLTIK OyIIbIKeTi

142 95y

CACTEHA Mis i

YHpnen ,mf_,mé <
*{?TME _,-;‘ Al i
ﬁC’f‘fﬁ&_ Kanacy
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2.8 cyper. LMINA reninae MyTauusiapel 6ap exi mauuHeHTTiH
OyImbIKeTiHe wacaarad MPT [11]

Asparau ancizairi 6ap nanuent: Karrs! ancizairi 6ap manuent:

Ou naunentTe 6i3 OpTaHFh HOKCE Temenri xane OpTaHFh Hokce
OYILIKETIHEH, HKaAPThIIaH KapFraKkThl OyiisIKeTTepinae Mai
OynbikeTinen (SM) sxoHe HanTeip HHUIBTPAITHACKH DakKaiibl.
Oymusikerinen (GMed) mai ambacTrin Tik Oynsikerrepin (RF),
MHOUILTPAIHACHH OalKabIK. QKEJIETIH Y3bIH Oy TbIKeTT] (AL).

Tiriami Oynmsikeri (Sar) sxone
aTpodusiaHdaran xyKa OyJIILIKEeTT]
(Gra) Kocnarana, xaM0OacThIN
GapJblK OYJILIBIKETTEp] 3aKBIM/IaHFAH.

Kemenni 6aranay tyitinaemeci:

LMNA reninneri My TauusiiapbIMen OYIIIBIKET IHCTPOMHIAPEI
OyJIUBIKET CHMITOM/IAPbIHBIH MaHH(ecTAHAIAHY Kackl, erep oHaaiinap Goca,
OybIHAAP KOHTPAKTY panapbiHbIH 19PEKEci, COHai-aK, OYIILIbIKETTEPIH
arpousiChl MCH JICI3MIriHiH ayBIPIBIFLL, /Iy JKBIIAaMIBITR JKoHEe
TOMOJIOTHSACHI JKaFbIHAH @3relIeeHe.

bipak onapabiH 6apabiFsina opTak Hapee Gap, aran aiiTkada,
AMAATANHSIIBIK KapAHOMHONATHsIMEH OaliaHbICThl OTKI3MIIITIK XKoHe/HemMece
bIpFaK Oy3bLTyJaphIMEH CHIATTANATBIH, OMIpTe Kayin TOH/ipeTiH )KYpeK aypybIH
TYAbIPaTbL, Oyl KEHETTEH JXYPEK aypybIHAH Iy XKHINIriHiH apTy bIHA albin
Kenaeni¥.
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LMNA reninzeri My TalidsiHbl MHOTIATHACH! 6ap jxoHe CoBHITIK MaFpIHa
KabbIHY e3repicTepi Oo/FaH MalHeHTTep e eckepy Kaxer. Byl naMHHONaTHAMEH
GakiaHblCcTbl, OMIpre Kayin TOHIipeTiH KyObIUIBICTAPALIH A/IbIH ATy Fa
KeMeKTecyi MyMKiH.

Kasipri yaksITra 0i3/ie creponrapMen emjiey KUMbLI-KO3FaIbIC
byHKnuACHIHBIH OipIama jkaKcapybIHa akelyl MyMKIH/ITiHe 1a/1enaep
HKETKLIIKCI3.

LMNA-men OalnaHbICTBI HEri3Ti KITHHHKAJIBIK Ipo0ieMa - Karepii
APUTMHSI CANIaPLIHAH KEHETTEH MK YPEK aypPybIHAH OJ1y KaylliH TYALIPaThbiH
enorunTep GONBIM OTHIP.

JKypex TpaHcTTaHTALHACH OMIp Y3aKTBIFEIH apTThIpasl. COHIBIKTAH,
JNAMUHONATHANIAD aFAaiblHAA )KYPEK TPAHCILIAHTALIMACBIHA EPTEPEK KOIAAY
YCBIHBLIA/IbI.

Jlamunonatusiap sxypexnienepain GuOpHILISLHACH XaHe Gacka
ACYPEKIIENiK apuTMHAIAp TYpiHe *xui kepidic Oepeni. Onap uncyasT nex Gacka
KapAHOIMOOAUABIK ACKBIHYAAP/LIH XKOFAPHI KAy [1iH TYAbIPaAbl, COHALIKTAH
CHADS-VASC mkanace! 6oiisiHIIa Garajiayra KapaMacTaH,
AHTHKOAry/ISIHTTap bl TEPalleBTIK MaKcaTTa )KyHelli Typ/e KabblLIay/ibl KakeT
eredi [12,13,14].

3 sxarpai. [IpokcuManbai MHOnNAaTHs (Tya OiTKeH OYIMIBIKET
aucTpodHschl HeMece Ka0bIHOAILI MHONATHS)

JKarpaiinein ennaTtramMachl: 16 xac, 6okixerikeH

Herisri mareIMbI: JKYpiC-TYPBICTBIH OY3BLITY Bl

AHaMHe3i: aysIp emec

OThacklIBLIK AHAMHE3: KYIHKe-0y I BIKET AypyIapbl KOK

MeaunuHadbIK TeKcepy: alikbiH, keOiHece IPOKCHMaIbL, OyIIbIKeT
aJ1ci3airi, xone OeT OyIIUBIKETTEepIH Kocnarana arpodus. JAucranbii
OyILIbIKETTEPAIH Ky Kaubin wektepinae 6onran. banteip GyamibikeTepinin
runeprpoduacel Hemece arpodusce HakkanmaraH. ['oBepc cuMnTombl 0H. Kbi3
DanaHbIH KHpananaan »xypetini balikanran. TCP remenaeres. ucdarusiap
HeMece Au3apTpusiap OaiKaiMaraH.

3eprxanansik seprreynepain apexrepi: KOK 7930 Xb/in (Hopma 45-163)
AytoanTuaenenep: Jo-1 (-), ANA (-)

DMI': bacrankel apanacy, GUOPHILIALMS HKAHE HKEJIEJ OH TOJIKbIHIAP, TONKBIH
aMIUIMTYaackl ToMeH noiudasansik Gipaikrep. Keitbip 6ymusikerrepinge CRD
Bap.

3KTI': KanbinThl



3.1-kecre. ChIipKaTHamMa

16 sac: bacnangakneH
KeTepijie anMaribl KaHe
8 mac: 14 zac: Gacnaiaxnes GOTEH ATAMHBIH KOMETTHCI3
skait acyripeni KeTepLIreHae TYTKajIap Kepex FKYPE anMai sl

13 xcac: 15 sxac: OTHIPFAH
BeslocHmen Tebe anMaiiasl, Gacnaniakned  Kanbiirad Typa anmaiiael
ketepinrenae kunanazss, KOK 10 000 JKIHE TOCEKTE IeHECIH

ByslubikeTTepais GUoncuack!: Hekpo3s Oypa anmaiiap
5k3HE pereHepalus, HHTepCTHIHA 5111
ubPO3, TANMIBIKTAP KeNEMIHIH o3repyl,
COHBIH HATHAECIHAE DYMIIBIKET
ANCTPO(HSICHI ANATHO3b! KOTbLTAE!

BysimbiKeTTep GHOICHACKIHBIH nepexTepi (3 cyper)

3.1 cyper. H&E Goanyst kesinue:
ANIBIKTAPAbIH OJIIIEMiH/IE aiKbIH
aiipipMaILbLIBIKTap OaiKanaikel,
mamerpi 20-man 100 MUKPOHFA ACHIH.
Hekpo3IbIK jxaHE pereHepausIaiTbiH
anupKTap aiisuiran, Keioip
ABIKTAP/IbIH 11IKi sapoaps 6ap.
Oprama suaoMu3HaIBL GHOpO3
Gaitkanansl. Maii TiHiHIH
“uHbuiIbTpaumsics Oaiikaranel.

3.2 cyper. MGT Gosinys! KesiHze:

| OYJILIBIKETTEPIiH KbI3bLT
S ranmplKTapsiHbig y3inyi (RREF),
HEKTepiHe MATHHIIK eMec
asiKIManap MeH BaKyoIb/ep

!»-3 aiikanmaiinsl. [leTkep :KyiiKeHiH
£ AKCHl MHEIHHICHTEeH] DalKanaisl.
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. %3.3 cyper. NADH-TR Gosmyst
“~Kkesinzie: MHOGUOpUIAPATIBIK TOPJIAp

asnarn biasiparas, | THOTI
BIKTap/IbIH ChIPTKBI TYPi Kyife
€reH TANIBIKKA YKCaH bl

3.4 cyper. ATdazameH Gosuty bt
Ke3iHJIe: TANMBIKTAD THITEPiHH
onracysl Oaiikanmaiiael. 2C THTI
aNIbIKTAP, XKakbUFad 2 THITI

¥ TANLIBIKTAP/AbIH aiiKblH aTpoHaCh
. ; OQliKanamnel.

HNMMYHOTHCTOXHMHS

3.5 cyper. HLA-ABC: oH

3.6 on. HLA-DR: Tepic

7l



IlaTo0rMaabIK IHATHOCTHKA:
KenecinepMeH MAOTIATHAIBIK o3repicrep:
1. TanmbikTap eiuiemini e3repici, afiKeIH
2. Hekpo3/blK KIHE percHepanuaianTeiH TAILBIKTAD,
JKafBIIFaH.
3. Twki saposapst 6ap TallbIKTap, asiarat MeJTIepie
4. Dugomuznaisal pudpos, opraiia
5. 2C THITI TAIIMBIKTAP, aHKBIH
JKoraphiaa KeNTipiireH [AepexTep HEKpO3 JKJHe pereHepanus
yaepicTepiMen  CO3BIIMAJIBI MHONATHAIBIK  63repicTepai KepceTei.
MMMYyHOTHCTOXHMHS (UI'X) kesinae HLA-ABC Tect HoTHKECI OH, all HLA-DR
recr narHkeci — Tepic. MuosuTke TIH auTUAeHeNepal Tekcepy KameT

HMGCR(+) HOHM — HMMYHHTCT TYPTKI GonFaH HEKPOAAHTHIH MHONATHS.

3.1 cxema. OChl HAKTHI KAFAAAA 1271 AHATHOSBIH Giay He yuIiH
MaHbI3Ab1 7

Kpiz Gana

KuMBII-KO3talbic Aisirt § sKkacetHad 16
skacKa AeHin Halapaarad

ByrmblkeTTiH yaemeni aicisgir, CK
nierek corapsi (10.000-7 930)

By IIbIKeT JAHCTPOPHSCH KaObiHy MHOTATHACHL
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3.2-recre. Ochl :RaFAaHABIH TH( (epeHuHAIIbl JHATHOCTHKACHI

= Kakraiitbiiga

bynsiker Hypic-TypLICTLIH OY3BIAYbI, OYJIIBIKET ber

avcTpoduscel  ancizairi, foBeperin OH CHMITOMBI. OYJILIBIKETTEPIH
Krpanarnnan sxypy. FCP remenneyi. KOK e Hykcan
10,000-7,930 Xb/n; AyToaHmﬂeHenep: Jo-1 kenmeren.

(-). ANA (-) Banteip
BynibikeTTepain OMONCHSICH : HEKPO3 JKoHE OVIIIIBIKETEPiHi
perenepanus, HHTepCTHIHaIbAI (hubpos, H
TAILBIKTAP OJILeMiniH e3repyi runeprpodusach
Hemece
arpodusach
OalikanmaraH.
Kabeinymen  JKypic-TypbicTbin Oy3butysl, Oyambsikertin, Jucdarusiap
HKYPETIH Kobinece MPOKCHMAbi DYIIBIKETTEPIH Hemece
MHOMNATHS! akKpIH aaci3iiri, wane arpodust, [oBepe AW3apTpHANap
(MHO3HMT) CHUMIITOMBI OH, KHpamawian xypy. TCP HOK.
Tomenaered. KOK 10 000-7 930 Xb/n; AyTOaHTHIIeHE
Bymmeikerrepain dGuoncuscel: Hekposz  ep: Jo-1 (=),
JKOHE pereHepaliis, MHTEPCTHIMAbI ANA (-)

¢$ubpo3, TannIEIKTap OJIIeMiHIH e3repyi,
KelOip TanmIelKTapabiH ilIKi siapoaapsl 6ap

OaedHeTTepal IIOTY
3.2 cxema. [IpoxkcuManbi MHONATHAIAPABI IHATHOCTHKAIAY
anropurMi [15]
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3 3-kecte. MaHONATHAILIK KAGBIHOAILI MHONATHSAIAD/IBLIH HETI3T KOCATIKBI
TONTAPLIHBIH KIHHHKAIBLIK-NATOI0MHIBIK CHIATTAMAIAPEI [16]
Kanunkaasng TMatosornsaisix Gerritepi
HKM A Genrinepi zane HLA i HIMMYHOTHCTOXHMHSLIBD
KOCAIK | IRCEAL coapMen T'HCTOIOrHSLABIK Eckeprne
| aHTHAEHE > i lees
b1 TODBI BaiiIAHBICTHI Beariiepi [HLA-| HLA- C5h.9
ranmoTHn(-Tep)i ABC| DR
JIM ke3inpe Tepinin
anerTeri
3aKBIMIAHY bI:
ToTrpoH Genrici,
TOTTPOH marynanapsl
OBEIpMeH acTackaH reIoTponThl Deprne
MHO3HT (>39 xac) IMepudacumkynapibIK|
Tepinin aysIp TlepuacuKy I pIIsl LOT Tyabiprad
Jepma AnTH-TIF- spuremacsl HLA- | K aTpodhusa, Tecinres Kanunnapnap 6033;2)_/, Gapaerk M
ITOMHO3 By DQB1 *02:01 pakyonsaep Gonap- -+ kesinge bonybt
HT (sxacecripiMaepaeri [HoaMac JTHMQOLHATTIK Capkosiemma + MyMmKiH, anTu-MDAS
\nepmaromuosut) HLA- un(UALTPaT Ke3iHae alfKbIHAbIFEL
DQB1 *02:02 a3 bapusik JIM
(epecekTep) KesiHae
CAPKOTLITA3MATBIK
Genikrepoeri MxA
TangaybIHBIH
CapxorniasMalibik
fenikrepaeri MxA
nepr(acuuKy AApIIbIK
aTpodus,
nepu(pacuMKyIapIbIK
HEKPO3,
By IbIKeTTepAiR MEPHMH3HAIIB/
e AHKbIH 3aKbIMAAHY bl

HLA-DRBI1 *07:01

JIGHEKED TiH,

Capkonemma
(bparmenTaums, + | M+ am:n—;: o
HILA-DRB1 *03:02 [ICPHbactie/1apaiq e
cinminik ocarasa,
B-scacymanap MeH
B-wacymanap
knacTepinepi bomyst
MYMKiH
Jiacecnipimaepaeri
ZIePMATOMHO3NT,
IEPMATHTCI3
3 IEPMATOMHO3HT R
AHTniNXP- (DMSD), ofbipMeH B e e
ACTACKAH MHO3HT, Copre
KaJBLHHO3,
Gy IIBIKETepaiH
HILEMHACEL, TEPIHIH
ICiHVI
AMHOTIATHANBIK
JepMAaTOMHO3HT, 1/3
naHeHTTerl KbULIaM
YAeHTiH (eniMre
Aotie COKTHIpaThIH)-GHA, Mepwbackyspiis Kanunnapaap
LIPBITH KAOBIKTHIH -/+| -/+ |+ Capkonemmal
DL OHBIK JKapaaHysL, Rewcmpe +-
NaNbMapITEIK
narynanap,
TRIPTBIKTaHOAHTEIH

|aAIoTeLHA, NAHHHKY JIHT|




HLA-DRBI1 *01:01
HLA-DRBI *04:05
HLA-DRBI *12:02
AnTH-SAE OHA Tepudaciukynapet + | -+ |Kanunnapnap
K aTpodus
MuodnbpunHiH
HEKPO3EI JKOHE mmﬁ;rx
PEreHepalHacsl, M“mm}'] ou A
SHE CEL R Peiino q]eﬁo;ﬁel{iili‘ﬂ,
WHTETA Mpuoszur > OHA HLA- HEKPO3, i P
3abik | AnTH-Jo-1 | B *08:01 HLA-DRBI1 | nepumusuansmi (D) Capkonemma B
CHHIPO) *03:01 JIOHEKEP TiH, & P! ?
M (parmenTanusa, MR
3aKbIMJIAHY bIHBIH,
ngpn_cpa_acumcynspmx Eimi
cinTinik %)cq)a'maa, GipixTipimiMaepi
AHTH-PL-7 OHA >muo3ur (l';b) Capkonemma
AHTH-PL-12| OHA >muo3ut -/ (1'1:1)) Capkonemma
Bacranksl carsichiHaa 5
Antu-OJ | 6ynusleTTepRis aysip i (TI) Capkoniemma
3aKbIMIAHY B
Bynmsiker
TAIBIKTAPEIHBIH
JKYPEKTIH 3aKbIMAAHY | HEKDO3bI JKaHE 2 I
HBEHM| Anti-SRP g Kaymi PpereHepanmscsl, Capkonemma FIOHM. po2 bipirind
HLA-DRB1 *08:03 | sxaifbuiraH KaGbiHy FEAR Bykricp
(maxpodartap >
JuMbouuTTep)
OOrIpMeH acTackaH
MHO3HT?
AHTH- HLA-DRBI *07:01 Caioneni
HMGCR (sxacTapaarsr) P
HLA-DRBI1 *11:01
(epecexrepneri)
Ceponerat| OBGsIpMeH acTackan eyt
s1i HOHM MHO3HT
Kebinece
:ﬁ:;;:ps::: H&E: annomusns P62 mHCKpETTiK
SKA3FBIIITAD. R Rne e cybcaproieMManbIK
5 TaIIBIKTAPLIHAATE 3
caycaKapIsl e nepus:x{dompnmc
M??j::l(l?ir‘;aca‘ay Mg I_.[OF . CD8 3M§M?:;Haﬂb;li
5 S KHEKTEMECIHAETT 2
IBM |Anti-cN1A?| ke3singe BHpYCIIEH R en o +- HEKPO3/BIK
pemcran o sesnie) e vy e
i Bakyonsaepaeri
Kac (xacray kesinne e Korapst
BHDPYCHEH aCTACKaH s anddeperumans T-
IBM kesinne) HLA- = JKacylanap
DRE1 *03:01 Tybynodunamenrrep
HLA *08:01




HWmmynaTeT TYPTKi 60JFaH Hexpo3aaiTeiH Mmuonarusa (MBHM)
[17.18.19]

Eyponanein neiipoOynubiker opranbirsl (ENMC) 2016 sxcyprizren, MBHM
OO0HBIHIIA, XalbIKapaliblk CeMUHAP LIeHOePIH/e JKACAIFAH TY Kbl PhIMIAPFA
caiikec, MBHM anbIKTaNran aHTHACHENEPre COMKeC Yl KOCAIKb TONKA
Oetineni:

i Curnanaapasl TaHuTEH Henmiexkrepre (SRP) antuaenenepmen
actackan UBHM
2. 3-ruipoKCcH-3-MeTHANTyapui-kodepMeHT A peayKrazara

(HMGCR) antuaenenepmer acrackan IBHM

213 ceponerarusri UbHM
HUBHM ap Typii sxactarbl anaMIapabl 3aKbIMAay bl MyMKIH
bananapna aypy Oasty yaeyi skoHe OyJIIBIKET AMCTPO]HICHIHA TOH
Oesrinepai uenenyi 6omyst Mymxin; MBHM ManudecTauuschHbIH €H kil
s#acel HMGCR-re antuenesep recrici on manuentrte 10 alijipl Kypaiiisl.

3.3 cxema. MAMONATHSIBIK KAGbIHY MHO3HTTI eMaey aaroputmi [20]

[peanusonon

4

BIMI
4

Putyxcnmad

4

Dacka

Ocbl sxaraaii GoiibiHImA TyHiHgEeMe:

Hnuonarusanbik kKabbiHy mMuosuti (MKM) OVJILUBIKETTEP/li 3aKbIMAAHTHIH
KIHE eneyli MYTeeKTiKKe 9Kell COKTRIPATBIH aypy/1apabiH FeTeporeH i To6bl
Oonbin TabbuIanbL.

HKM KilachiH aHpIKTay YITiH CEPOIOTHSIIBIK 3ePTTEY JKHi KOJIAHBLIAbI,
OJ1 KJIMHHKAJIbIK KOPIHICTI /e TONBIKTEIpaL, aypyaap (karepaiiiri,
OYJILIBIKETTIH KOCRIMINA CHIIATTaMalaphl) apachiiiarbl GaiiIaHbICTh TYCIHy e
soHe 00JDKAM HacayTa KOMEKTEece .

[TpenHn30/10H MeH PHUTYKCHMAO 2111 1€ HMMY HOTEPANUSIHBIH HETi31 Gonbin
TaObLIankbl, 6ipak Kasipri yakeITTa eMAenMenTiH aypynapibl eMIeyIiH AKaHa
QIiCTEpiH 3epTTey YIIiH KOIl YMIT KYTTipeTiH ChIHAKTap *Yprisityne®.

Coubiven xarap, BIMI xoane putykcumadrsl MBHM kesinne xonaany.
CoH/al-aK *euldam yaeitin MDAS nepmatoMHo3uTi 6ap nauueHTTepae
MyJILTHMOZANIb/Ii TEPAIMsHbIH MalaackiHa janelep koberin keei.
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Conpiven karap, IBM emzey azicrepin sepTTey jKaIFAChII KATHIP, COHBIH
weHOepiHae KON YMIT KyTTipeTiH ChIHAKTap Ky prizitye.

4 sxarpai. Tya OiTken MHomaTHsA

HKarnaiiaen cunarramace: 1 xac 6 aii, ep 6ana

Herisri mareiver: OYJILBIKET 2JICI3ITIHIH apTY Bl 5kaHE THIOTOHHS

OT0achLIBIK aHAMHE3i: XY HKe-0y 11bIKeT aypyJiapsl KOK, KaH
apasacrelrbl 0K [TannenTtrin fexi cay aracer bap.

Hamy Tapuxei: 3 afieiHja 01 ke3beH inecin kagaranaiTeH Gonrad. Bynan
o3re, GacklH ycTal anyblH KOCa, JamybiHbIH 6ipae-6ip carThichina Ko
sKeTkizbere.

Meauuunaaeik Texcepy (1 xac 3 aiibiama): 6okisl 60 cMm, canmvarsl 3460
r, 6ac niendepi 41,5 cM. AHKBIH albUTFaH OYIIIBIKET THIIOTOHUACHL, dICI3IiK
skane arpodus. CousiMen Karap, 6eT OyNIIbIKeTTePIHIH 3aKBIMIAHY bl HIHE
TaHaaiel Kym6es Topiszi 6uik 6osran. Tepen cinip peduexcrepinin 6GapibIFsl
Gonmaran.

3epTxaHaibIK 3epTTeynepain aepexrepi: KOK 439 ME/n (nopmana: 62-
287). ACT 58, AJIT 28, JIAI" 385, nakrar 8,3 (Hopmaza 3-17), nupysar 0,40
(Hopmana 0.30-0.94)

IMI': muonarusibiK e3repicrep

BynmubIKeTTepAin KOMNbIOTEPJIiK ToMOrpadusichl: Kalburan arpodus

Mura wacanran MPT: nepuseHTpHKyIspiIbIK afiMakTarsl T2-neri
KapKBIHBI CUTHAJ.

4.1-xecte. CrIpKaTHaAMA

IlTana Tyran G6ana, 34 anTa, 2234 r,

TapanraH GYIIILIKET aNci3firi, THNOTOHHS, AlIKbIH 4 alnbIK

T1EBPANbIK HANKbIK, COFAH KATHICThI KEYAE Ky bIChIH OH aK Oy#pekreri Tac
ApeHasay Kaxcer Gonran, saHe OH 3Kak Hecernarap-

skambac skyiiecinin ditenyi. On nepey ekneHi xacanibl

HWEMAETY ANnaparbiHa CATbIHIbL,

3 aiaeIk 1 3xac 3 ai
MaPOKCHIMANBIK TapanraH oynusiker
TAXHKAPIUA, ANCI3AIri KaHe FHNOTOHHS,
NPONPaHONOIE! GYNUIBIKETTepAIH
KonjnaHy Gacransl GHONCHACH! SKYPrIsLIIL



Knunukaisik gepexrepain Ty#inaemeci: Herisri TyxbipsiMuap

Illana Tysliran Hopecte (34 anrana TybUIFaH), TyFaH Keszeri
CaIMarblKaJIbINTLL, ATITap nikasacsl 00HbIHIIA TOMEH Gall, THITOTOHHS,
OYJIIIBIKET SJICI3/Iri, MIeBPHT. saMbac-Hecenarap cerMenTinin Gitenyl,
MEXAHHKATIBIK HKEeJIeTy KOKETTUIT, achHKCHS Typasbl aknapar mokK.

1 xac 3 albliia runoTpodus, MUKPOIEDATHsL, 1aMybIHBIH Texenyi, ber
Oy/IUIbIKETTEPiHiH 3aKbIMAaHYbl, KyMGe3 Topisni Guik Tawaait, TCP fonmaybl,
CaJIMaK JKOTANTY HoHEe GH3MKAIBIK JaMyJIbIH apTTa KATYHI.

4.2-KecTe. AJFalIKBI TEKCEPY KesiHgeri 1ud depeHunanibl AHArHO3bI

AakTalTeinaap Kapchbi

EMC Anrap wkanacel 6oibiHIIAal M OOTOHMS, OVJILLIBIKET
(Oananaparbl ToMen Oas, OKIeHi 2/1ei3ir,

MuUiliaiK  Kenery, JIaMY BIHH [IJIEBPHUT. OH %aK TOCTAraHia-

canjany) texenyi, KOK penreiii connecenarap cermMenTitin
JKOFapBbl, TOJBIKKAH Il 00CTPY KITHACKHI, aC(hHKCHS
Jamyra Kabinerciszik, Typanbl aKapar ok, oer
llepHBeHTPUKYIAPILIK OyJILIBIKETTEPIHIH anci3airi,
aiimakrarsl T2-geri Kkym0e3 Topisai Guik Tangaii,
KAPKBIHbI CHHAIL. TCP doamaysl, IMI -neri

MHOIIATHSUIBIK e3repicTep.
Muonarua  Tyran kesneri canmarblOTGachinia Ky Hie-0ybIKeT

KaIBITIThL, THIIOTOHHSL, aY PyJ1aphl %KOK, KaH apajacThirbl
OVIIIBIKET axncisairi,xok, KOK nenreii cain skorapsl,
OKMEH] JKacanabl HKEIIETY MUKpOLedaTHs.

KayKeT, 3 ailpiHIa

MapOKCH3MANIBIK
TaxMKapAus agambirad, . 4
alpIHIa 0H JKaK
Oyiperinze Ttac nalina
OonraH, cajaMaK JKOFATy

JKOHE u3HKaIBIK
AaMybiHbIH apTTa Kallybl.
fer Oy TIIBIKETTEPiHIH

ancispiri, kymbez Topizai
ouix Tammait, TCP ok,
OMI-1e — MHONATHANBIK
esrepicrep.
Bynmieikerrepain
KOMTIBHOTEPIIIK
TOMOI'pahHsICHL: KaHbLIFaH
arpodus



byambiker GHonCHSICBIHBIH AepeKTepi (4 cyper)

|4 % w 4.1 cyper. H&E Gosunyni
" s
<. O

5 ikeﬁ}-{ne: TAINIBIKTAP OJIIeMiHIH
> - osrepyi opraima, keH6ip
~<& = TanIBIKTapIbIH 51POJIaPEI
(7 yoiralFas JkaHe OpTachiHaa
: ﬂ'é- dopHasackaH, Keibip

é’ra.nu.l BIKTaP/bIH TasKIIATADbI
‘Bap.

4.2 cyper. mGT: oprchiHna
M5 1pOJIaphl AaHe TasKIanaphl
Oap keibip TanmeiKTap

o
tﬁt. 2 :
i, )

4.3 cyper. ATd®a3zamen Gostybl
Kesinae: 1THNTI TANIBIKTap/IbIH
arpodusicol.

ol -
- @

buans i
Ty h.' _Q

BynmpikerTep OHONCHACBIHBIH HITHAeIEPi
MuonarusibiK e3repicrep:

iz TanwsikTap emueminiy esrepici, oprama

2. Keiibip TanmpslKTapasy SApoaapsl YrairaH jKaHe
OpTackiiAa OpHATACKAH

3i Keitbip tamubikrapasii sapoiminik crepxennaepi 6ap

4. 1 THIITI TATIIBIKTAPABLIH aTPOHACH

JKorapeiia KenTipiiireH gepeKrep CO3bLIMAIBLI MHONATHSJIBIK AYPYIbI
Kepcereni. SAapoiminik TasKmwanapasiH 6oayeiMen Oipre, 0yj aepexrtep
MAaTHHIIK eMec MHONIATHAHBI Oindipeni.

1i: anmbl OYJIHIBIKET 2ICI3AIrT XKaHe FTHIIOTOHHS
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o Tyran Ke3neri caiMarbl KambllThl, OKTIEHiH epre HKeIAeTiyi,
3 alila MapoKCH3MAlLIK TaXxuKapaus, 4 aiina oy Oylipekre Tacrap naiina
Ooaran, 1 skac 3 aiina canMak OFanTy xome dusukanik namyb aprra
KanraH, Oer OYJIIBIKETTEPIHIH 3aKbIMAaHYBI, KymGes TIpi3ai Omik
tafaaii, TCP 6onmaran.

3 K®K nenreiii conm xorapsinaran— 439 XB/i (Hopma: 62-
287)

4. OMI': MHOTIATHAIBIK ©3repicTep

5 ByJlibIKeTTepain KOMIBLIOTEPIiK TOMOrpauschl: Kaiibliran
arpodus

6. Bymusikerrepnin  Guoncusicsl: Snponapsi YIFalFaH KoHe

OPTAChIHAA OPHANACKAH TAILILIKTAP HAHE sAPOiLIiiK Taskimanapsl 6ap |
TAIIBIKTAP, 1 THOTI TaNUbIKTAPABIH aTpOdHsICh. |
JKorappiza aran  KenTipiLIreHepAiH  GAapiBIFGl  MHONATHIBIK aypyJibl
Kkepcereni. Manuuaik emec Muonarusra kyaix Gap. Conpaii-ax, ACTA1 reninin
MY TaLHsIChl AHbIKTAJbI.

ACTA1 muODATHSICBIH Koca, Tya GiTkeH MHONATHAJIAPFA KATBICTEI
HEeTi3ri TYKbIpLIMaap [21,22]

Kanka OymimbikerTeinzie skcnpeccrsanarsin anba-aktus 1-1i
KozxTaiTein 1q42.13xpomocoMaceinaarst ren. ACTA 1 MY TaluHsIaphl MaJIHHIIK
eMEC 3 THITI MHONATHSHDL, 3KiHiLLKe MHO(QHIAMEHTTEPIIH aPTHIK MoJILepiMen
Tya OITKEH MHOMATHIHEL OYJIIBIKET TaJIIBIKTAPBI @3€riHiH 3aKbIMIaHY bIMEH
Tya GITKEH MHONATHSIHLL JKOHE TAMIBIKTAD THITHIH JMCTIPONOPLMACHIMEH Tya
GiTKEH MHOMATUSHBL TYABIPA/IbL.

ByJ1 KITHHHKAIIBIK %3H€ FHCTONOMHSLIBIK Oenrinepin rereporeniniriven
epeKIIeTeHeTiH allyan Tyl GYILILIKET ay Py TapbIHbIH TOGKL.

OJeTTe, aypyAblH MaHH(ECTALHACH HEOHATANBI] Ke3eHre Kelei.

TM nuarHoss! KITHHUKAIBIK KOPiHICTI MyKHAT 3epITeyre Herizmennyi
Herisnenyi sxoHe Gacka MUOTIATHANAP/BIH Doy BIH KOCHarana, KoChIMIIA
3CPTTEYJIEPMEH pacTanykl THIC.

TM nuarsocTHKaCH! YILiH THCTONATONOMHAIBIK JKIKTEME KeHiHEeH
naii1ananblilaibl KIHe COHFbI Ke3nepi 3amanayu TEXHOJIOTHSIAPABIH Tai/1a
DoaybIHa GAHIAHBICTBI, OHBI KOOIHECE FeHETHKAIBIK THATHOCTHKA
anMacThipabl.

Tya biTKeH MHONATHAIADABIH FHCTONATOMOTHSLIBIK TUNTEpi

ATHHAIK  emecHaAposbIk PTaJbIK TamubiKTap THIHIE
MHOMATHSH MHONIATHS SIPOJIBI IMTHCIPONOPUHSICLIMEH,
Tya DiTKeH MHODATHS
Bynmsiker Opranpic  sapoHBHByLBIKETTED || JicoHe: I THOT
TaJlLIbIKTAPBIHAA MHOTIATHACKI, OHONCHACHIHIA  |OYJIIBIKET
[Tasik Tapi3fi ¥ca14coﬂﬂaﬁ-a}<, — KONTereH ilIkiTa ubIKTapsIHbIH
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KOCBIHBLIAPABIH [OYIIIBIKETTED Hemece eJIIEMIHIeT]

001y L. OnoHoncHsCE OpTachIHIA Al bIPMALLIBITBIK
KOCBLIBICTAD Ke3ingeri TOTBLIFY{OpHATACKaH [1POIIOPLHOHAT emec,
["omopu Oeceninirinin saposap, 6yn keane [ THOTI
TPHXPOMBIMEH  |QIIAKTEIK HEKPO3CHI3 OYTIIBIKET TAILILIKTAPEE
Oosaran Ke3/leTeMeHIeyiHiH Hemece waManad|ll  TanTi  GyunubikeTn
AHBIK, FHCTONATONIOTHANEIK [TBIC TaIbIKTAPIHAH
kepinicrenesni,  [GeiriiepiMeH MHHH-pPEreHEpalMACHI3. [Kilipex GoTab!.

DKOHE  HETI3{HEH,PKOHE MYJIBTHSIPOIEI

anbha-aKTHH MHOTIATHSI.

DKOHE Z-1HcK

capkomep

TalllbIKTapbIHAH

[TYpabL.

Tapanysr 26 000-nan 1 sxarmaiigsl kypaiiasl, koune TM HeoHaranbai
THIIOTOHHAHBIH ~ Oapiblk  skardainapbibl  14%-piHBIH ce6ebi  Gonbin
Tabblajsn*

Tybuiran coTred erje jxacka nefinri Manudecranus.

basty yuelTin HeMece TYPaKThl KIHHHKAIBIK arbiM.

byn skarpaiiaa KanbinThl MHTEIUIEKT CAKTalajlbl JKOHE OPTANbIK JKYiike
iyHeci 3aKpIMIaHOaH b

bacranksl kiIMHUKANBIK Oenrijiepi oTe alkbiH GOMybl MYMKIH: FHIIOTOHHS
("ceuOpIp Oasa cuHIPOMBI"), OYIINBIKET ANCi3miri, rHNoTpodHs KoHE/HEMEce
KHMBIJI-KO3FAIbIC (YHKUHATAPE AaMYybIHBIH Texenyi, 0er GysubiKeTTepinin
ancizairi (MHonaruselk OeT, NTo3 KaHe odTameMonapes). Keline HeoHaTanbai
Ke3eHAe TaMaKTaHJAbIpyFa apHanFaH TYTIKTEpi naijanaHy kaxer Gonagbl. on
aybI3/IbIH AllbIK Kalnbinaa 6exkeMaenyine anein kenesi.

ConpiMen xarap, y3apThiiFaH 0eT, MHKpOTHaTHsi HeMece Ouik kymbGesni
TaHaak cuskThl OeT nedopmanuanapel, COHAAH-aK CKOJIMO3, KEYAE KyLICHLIHBIN
Oarybl, okambac OyBIHBIHBIH  I[ILIFYRl Hemece TabaH CHMAKTHI  KaHKa
ledopmanusamaphl skui kesgeceni. Kypeakiwinik gamy karmaibiaa Karanak
CYBIHBIH KOMNTiri, lapaHa aKHHE3MsChl XoHE apTporpunos GaHkamybl MyMmKiH
[23,24,25].
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4.3 kecre. Tya GiTieH MHONATHAIAPIBIN CHeNUPHKATBIK

KIHHHKAJIBIK OeJirijiepi sane anerre coJapMeH 6aillanbIcThbI reqjaep

Kannukaabik Gearici
Kesnin sakpiMaanys
HypexriH 3aKbIMAaHy bl

ya GITKeH MUonaTHsI/TeH

DNM2, MTM1, RYR1
ACTA1, MYH7, TTN

Kanka OyJiisikertepinia npornoprnoHan ACTA 1. NEB, SEPN1, TPM3
CMEC QJICI3NIriMEH, ThIHBIC MYILIEEpPiHiH
3aKBIMIAHY b

Cyiiperinren taban/Kysic Taban DNM2, MYH7, NEB. TPM2,
TPM3

RYRI1. SEPNI

NM, RYR1, SEPN1

CNM (DNM2, MTM1, RYR1),
NM

CNM (DNM2, MTM I-men
ACTACKAH MHOIATHAHEIH aybip
napexeci), NM, RYRT aybip
Japeseci

OMbIpTKaHeIl cipecyi
Cronmnos
ber OyiubIkeTTepinin alKhn ancisairi

Tya GiTKeH aliKbIH FHIIOTOHUMS MTMI. NM. RYR1

bactanisr 6aceiM OpTanbIKTEIK RYR1, SEPN1

FHIIOTOHKA

bacranie! Oyns0apiasik ancizmix (copy, CNM (MTMI1), NM, RYRI aybIp
KYTY) Jlopexeci

TybLIFaH Ke3[e ThIHbIC KONAAPBIHbIH CNM (MTM1), NM, RYR1 aybip
ayBIP 3aKbIMIAHYBI Japexeci

Karepni runeprepmus RYR1, DNM2, nunamun 2;
MTM1, muoryGynspus;
4.4 cyper. Tya Girken Typ.ai MHOnaTusaap Kesingeri MTPT
[https://neuromuscular.wustl.edu 1
ManuHaik eMec MuonaTHs, Opraneik sapo  |Opraisix m]poT

ACTAI reni MHONATHACKI, MHONATHACHI

DNM2

Crepxenbaik  |Crepsenbaik  |Bac: manHay|ApKa: HKYIIBIH
MHOIATHS, MHOTIATHS, OyJILBIKET] MaHBI

‘H{amﬁac: AIIBIHFBIOYIIIBIKETTEP] |
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novo) ACTAIACTA1(Gly50Se6ymubiker > apTkplZKambac:  apTkpl
(Thr204Ile): r): OyJILEBIKET, OYJIILIBIKET,
MoiibiH:  Keyne-MoOHBIH: Keyle-prainax Gy IIbIKeT,kaMBacTEIH
Oyrana- OyFraHa- TIriHIT OYIIIBIKET.[OKeNeTiH
eMi3iKTapisai eMizikTopi3ai YJIKEH OKeNeTiHOYIIIBIKEeTI:
Mambac: ririnmiPKambac: OYJILIBLIKET buuenc:
OyJILIBIKET> kaMOAaCThIH bKAPThLIAH
KaMOACTBIH APAJIBIKTEIK PKAPFAKTEI
DKEJIETIH KAIAK HIHE OyJILIBIKET
OVIILIKETTepi  |naTepanzsl

PKATITAK
| OyIubIKeTTEp]

4.4-xecte. TYA BITKEH MUONATUSJIAPIBIH
JUODEPEHIMAJIIABI AUATHOCTHUKACKI

Tya diTken Kynbia
MHACTeHISLIL DY NIIbIKeTTepil
K in arpodusicer
CHEApOMAAD

K®OK aeiinreiitin MuoToHus ByniubikeTTiH HKyiienepain Tin

KaJIBINTEl MOHIHEH Gec  cHMNTOMB  (kairaH)runeprpodu  Kaiitanana  acupkynanmsia

CCEJIEH apThiK AChI OYIILBIKET Gepetin pbl

HOFAPBLIAYBI JHMCTPOMHACBIH  CTHMYISIHACH

ByniibikeTrin oinaipent. #aHe Bip

(kamraH)runepTpodu TAIIBIKTHE

SICBI NEKTPOMHOTD

Bypinaapasii ad

MamMaziaH Thic

THIEPCO3BIIFBIITHIFbI

(COL6)

ECTE ¥CTAY KAXKET!!! TM XXOHE KATEPJII T'MIIEPTEPMMS (KI') [25]
1 KI' 6yn emipre kayin TeHipeTiH, IIYFBIT MEIHIHHAJIBIK KOMEK

KOPCETYI KaxeT eTeTiH xoHe keHbip aHecTeTHKTepi, acipece, yiuina rasjap/ipl
JOHE CYKLUMHHJIXOJIHH CHAKTHI JAENOJAPH3ALHATAHTLIH MHOPEIaKCAHTTAPALI
nanfafaHy/IblH HOTHKECIHAE rHnepTepMHUsIMeH. GYIUIBIKETTEepNiH cippecyimen
JKOHE ruiepMeTaboIH3MMeH CHIATTANATRIH JKaH-KyH.

2 K" emaey yumrin xansUMAAIH pHAHOAMHAIK penenTop | apkbuibl
xacywaimigik Gocan WeIFYBIHA Kapchl acep GepeTiH AaHTPONEH HKIHE KOChIMILA
JeMeyuli em mapanapbl KOJIIaHbIIAIEL.

3t TM 6ap naumnentre KI'-ra kyaik TybIHAAHIbL, erep:
orbacklibiK anamHesinae KI' arpiMbl OH O0JIFaH;

OYpBIH aHECTE3UAMEH KMbIHIBIKTaphl O0JIFaH;
naumentre RYR1 myrauusics Aonennenren.
Tya OiTKeH MHONATHSIAPABIH KBICKAIIA CHIATAMACKHI:
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TM nmarHoCTHKACH! VIIIH KIHHAKAIBIK Oenrinep. GYINILIKET GHONCHSICHI,
OYIILBIKETTEP/Tl BU3YAIM3ANHAIAY KOHE [eHETHKATDIK Tanjayaap Kaxer.

Emiiey okykike-0yaibiker aypynapsix EMJIIey e MaMaHIaHFaH Konoein,i
KOMaH/IaHBIH KOMETIMEH JKY3€Ere achlphLIailbl, OHjla Ganamap HEBPOJIOTEI
MaHBI3/IbI peil atkapazsl. Kasipri kesne e gemeyini em KomkeTiMl, derenmen
Al NATOMEXaHU3MIICPIH 1371eY sy Prisifin HKarlp #oHe reaaik Teparius
amicrepi seprrenye.

S xarpaii. Jepmaromuozur

arnaliaern cunarramacers: 67 xac, ep anam

Herisri mareivaapei: GyJIIBIKeT ancisairi xone aybIpy bl

AHaMHe3i: KaJbIIThl

O10aceinbIK aHaMHe3: HYHKEe-OYITIIBIKET aypyapsl KOk

MenuumHAIBIK TeKCepy: KoOIHECE IPOKCHMATD ] OyIBIKETTEPAIH
akKbIH ICi3Iri, ber OyIubikeTTepiniy cyHipnenyi. XKenin qucdarus.
BYJIIIBIKET aTpodusiCEr agKTap MeH apKaHbin IPOKCHMATIbi OYJILIBIKETTEPiHE
Ae Gaiikanansl. BymusikeTrepain ay bIPYbI JKaMOACThIH TOPT DACTHI
OyJIIbIKeTiH e, JeIbTa TOPi3/li OYIIIBIKETTE KaHE HBIKTHIH eKi 6acThi
Oymibikerinae 60mabl. Banteip OyuibIKeTTEPiHiH rHNepTPOHsCEH
aneiKTaimMansl [osepe cumnromel od. TCP Gonmaran, [Fenuorpontel Oeprneni,
T'oTTpoH manynanapsin xaHe "MexaHHKTIH KOJIIaphl" CMMITOMBIH KOCA, Tepi
Ooprnesiepi Galikanmans.

3eprxanaibik seprreynepain aepextepi: KOK 118 Xb/n (Hopmana 26-287),
aytoanTuaeHenep: Jo-1 (-), ANA 320 x reudinzi

OMI': epre pekpyTanusuany, GuOPHILTALMS, TOMKBIH aMILTHTY/1achl TOMEH
nosupazansik Gipnixrep

OKI': KanbinTel

Keyne KybICbIHBIH DEHTICH]: HHTCPCTHIHAIL/I TTHEBMOHUS JKOK

S.1-xecre. ChipkaTHaMa

67 mac

65 1. 11m. CTauMoHapra
¥PLIBIK GymBIKeTTCpIRI
BV BIHBL &ote H yaesemi
wambac amciaairine
GymmsikTrep = = GaitnansicTs:
i aymipazsr, 66 wxac 10 aii Tycken, 1 xuin
KOIranFaH 66 wac 7 JYPreH keaae imisne 20 kr-re
Keiae ait BanaaxTe: apsIKTaras
KylcHeai aucharus naiaanasags (67—47)
o 66 % ait
66 ac 3 aii 66 xxac 8 ait \(\'::_:c:cic‘:‘
oxciemmusi Eipeed spbacin
g?-amuxcm i neden L
v P KHBIHIBIKTAD nanaAnaHraH

HIC AYBIPY MCH
AnCIIAWK
Gacranran
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bynmbiker 6HoONCHACHIHLIH AepexTepi (5 cypeT)

. |5.1 cyper. H&E Gosnyer kezinze:
| [TalIBIKTAPABIH OJIIEMIH/E aifKbIH
aiibipMalbUIBEIKTAp Oaiikanaisl,
iameTpi 10-aan 120 muxponra

! |meitin. Imki saponaper 6ap
Tamusikrap 6ap. 2Kenin Hemece
opTama 3HAOMH3HaIbAI (Gubpo3
Gaiikananpl. TanmbiKrapabiH
nepupackynapabik aTpohusacsr
Oaiikana/pl (KeK ChIBIKTap).
[BipHEIIE TANUIBIKTa KONChIFaH
BaKyousbaep OaiKamabr.

5.2 cyper. MGT Gosnysl kesinne:
OYJIIBIKETTEPAIH KbI3bLT
[TanIbIKTapbIHEIH y3inyi (RRF),
PKMEKTEPIHIE MATHHAIK eMec
[TasiKIanap MeH Bakyobaep
Oaiikanmaiinel. By 6noncus
LIETKEPI JKYHKEH] KaMTEIMaiiapl

5.3 cyper. NADH-TR Gosutysl
¥ Ke3inne: neprdackynspisik aiima

R i1 4 MHOGHOPHILIAAPAIBIK TOpAP aHKbIH|
< s ¢ bIILIPAFAH.

= 5.4 cyper. CIII" Gosnyst ke3iHe:
: e : KaH »YypeTiH Tambipiap C/IT-re
Tk (SSV) KapKbIHIbI peaKLHaMeH
&1 , . KepiHOeiii.
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-5 cyper. BipHeiue Tanmsikrars,
OHBIH ilikijle, nepHdacKyaApbIK
|aiiMaKTAFE! KBIIKBIT docdarazansig
OENCSHILNIT (KOK CBI3BIK).

_ 5.6 cyper. AT®azamen Gosnysl
-~ |kesinge: 1, 2A, 2B scone 2C TunTi
ransikrap 40%, 40%, 15% sxone
5% Kypaiinel. 1 xone 2 THTI
 [TUTIIBIKTAp AbIH aTPO(HICH
Oaiikanansl
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Hmmynorneroxumus

; ' 5.7 cyper. MXA 3eprreyi Kesinme*:
- inepudacKynapabIK aiMaKTarsl MxA

*- MuKCOBHpYCTapFa Te3imMai
A aKkyb13bl 1 THITI HHTEP)EPOHHBIH
OHAIpinyiHIHMapKkepi Gobin

= TADBUTATBL

5.8 cyper. MAC 3eprreyi kesinze:
AMHIIAPIBIK mery Oaiikanaisl.

Kenecinepmen Muonarusibik e3repicrep:

1) Tanuibik eaweminin esrepici, afKea

2) Hekposznanran xaHe pereHepaiysnaiTbiH TATIBIKTap, GipHemey

3) Iepudackyaspasik arpodus :

4) 1 xone 2 TunTi TayubIKTapALI arpodusics 5) 2C THOTI TajubIKTap,
aznaraH MeJILepie

JKorapbiia kenTipinren jepekTep CcO3BUIMANBL aypyisl Gimmipeni, ycak
TAJINLIKTAD TEK NepH(acKyIspiblK aliMakrapia 60gaibl, OJ1 AEePMATOMHO3MTTI
Kepeereni. Ty6ereini anarnoz X Herizinae KonbUIab!.

UI'X nmormxkenepiven Gipre (mepHackyJspiblk —adMakTarsl  MXA
IKCIpeccuachl kane MAC-Ta KamHIIApIapIbiH KHHAKTALYbI), A€PMATOMHO3HT
JMATHO3bIHA COHKEC Kenesi.

JepmaTomuo3uT GoiibIHIIA dAeGHeTTEp M0y [21]

I Jepmaromuosur —  Oyn ﬁaﬁuuy MHONAaTtuanapel  ToObIHA
Gipikripinerin, xype naiina Gonran Gy3BUTYIAPABIH YIKEH JKOHE re‘reporenm
TOOBIHBIH aypyblL.

2 By neauarpusinbik Toxipubeneri aiTapabIKTail MaHbI3b! aypy.

3 KabbiHy MHONATHACHIHBIH TYPiH aHBIKTAy MaHbI3dbl, OHTKeHi
OJIap/IbIH KOMIIiNiri 19pi-1opMeKTepMeH jKaKChl eMIeeni.
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4. HerenmMen, Ttepanus PEKHMIEP] apTypii Goiysl MYMKIH oHe
KOPTHKOHATApAbl KoinaHy Oipkatap sxarmaiinapia CTAHIAPTTEl JKSHE THiMi
a/lic GOMFaHBIMEN, XKAFLIMCHI3 peakuuaIapibl GaKbuiay Kawker; COHbIMEH Karap,
TEpaNHsra skayan Oapmelk sKkariaiinapia Oaitkainmaiinel (Mbicasl, IBM Gap
llanuenTrepie kebiHece, KOPTHKOCTEPOHATAP/IbI KOJIlaHyra sayan GoaMaiis,
oiTkeni IBM epecek skacrars! TalHEeHTTEPIIN ay pybl).

Ochbl aypyabIH KIHHHKATbIK KepiHicine Tan AYTOAHTH/IeHe ep:

1 Tepineri Geprneciz J{M: Mi-2, MDAS, SAE, NxP-2. CADM
A Oxre xeTkigikeizmir: MDAS, Um-2, TIF1y
3 Katepai sxana tysinim: tifly

Ockl sarnaii GofibiHma Herizri TY:RBIPBIMAAP

ANA-ra oH HoTHKe
OMTI: epre pexpyTanusnany, GuOpuanALNL,  TONKbIH
AMIUIMTYIACEI TOMEH MOIU(a3alIbIK Gipiixrep
6. AypY MaHH(ECTAMACHLIHEBIH KACH: 65 JKacTaH Kelin
bymiibikeTTepain  BroncuscH  skome HUI'X: nepudackynapmbix
aliMakrarel MxA IKCHpeCCUsiChIMEH oHe MAC-Ta KalrMILIsIpIapabIH

KHHAKTanybiMeH Gipre HeprhacKyIspIbIK arpodus  AepMaTOMHOZHT
JMAarHo3bIHA Colikec Kefeni.

L. Byiiubikerrin yaemeni asncismiri xaie aybIpyhl
2 Beprne

3 Hucharus

4.

3%

By.1 aypyasr CTEPOHATAPABIH KOMeriMen eMaeyre 601aThbiH
eni!!!!
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5.2-xecte. Iuddepenunanasr xnarnos [21]

Mauudecrauuscel

Aypy

,[le])MﬂTOMHO‘] uT

Kype naiina 6oaran,
JKenen aypy
Banansik makran erne

MaHH(eCTALHACHIHBIN XKacKa Aeiin, TinTi 60

JKACHI
Byninpikerrepain
3AKBIMIAHY bl

bynuisiker ancizniri

K®K nexreiii

Karepni sxana
TY31TiMAEpMEH
OalIaHBICTBIILIFBI
Tepineri e3repicrep

Kau capricybiniarsl
AHTHIEHENep
Byunusikerrepre
aacanrad MPT

Enmney myckach

JKacKa AeHin
Tapasyst ap Typini

Kenen, npokcHmasibai.
OpHAJIacybl ap TYpIi.
JKBLIIAM YIEHTIiH.
OVJIIILIKET aypybIMEH
Karap »*KypeTiH
JKorapsl, 5000-1an
acransl

Ha

Byasimker
AHCTPOMHUSLIAPLI

TYKBIM KyalalThiH, CO3BUIMATEI

Banansix max skane opra sxac

BybIKe THCTPOPHACKIHBIH
THIIiHE OAHTaAHBICTEI TAHIAYIb!
OyuibIKeTTED

Kobinece cummerpusib,
KEKeneren OyIIIbIKeTTep,
CO3BIIMAJIBL, JKaH-KYiH Gipringen
HaIapJai/ibl. aybIPChIHY
Gonmai el

HKorapsl, kebinece 5000-nan
HKOFapEI

Kok

Ha (reauorponThl Hemece Kok

kylrin Geprre, acipece
KO3MIH anabIHIa, KK
aiMarbIHa, ThIpHAK
OHBIFBIHBIH

allHaTaCBIHIATEl, Ti3eaeri

KOHE HIBIHTAKTAFbI

JpHTEeMa. IOBEHHIIB/I aypy

JKaFadbIHIa —
KaJILIHHO3)

On
Tepiactei-inenvai !
KabaThIHBIH iCiHY1 JKaHe
kaObIHy @3repicrepi
Osrepicrep
cretugHKaIbIK eMec
Keniuinik sxarnainap
CTEPOUATEI TEPANHSHEI
KOJIIAHBI eMTeneni

39

Tepic

Maii undunsrpanuscs 6ap
GYMIIBIKETTEP/IiH CTENHpHKATBIK
38KBIMJIAHY bl

Empuenmenni (keif xarnaiinapna
CHMMOTOMATHKAJIBIK €M
JKYprisinent)



6 xmarnai. luchepriunonarus

HKaraafiaeia cunarTramaces:: 30 kKac, ep agam

i Heriari marbmer: JKYPIC-TYPBICTBIH GY3bLIY bl
2 AHaMHE3i: MaHBI3IET eMec
37 Ot0achiblk aHamuesi: KYHKe-OYTIIBIKET aypy/Iapsl oK, Kak

apaaCThIFL JKOK

4. Menununansk TEKcepy: ASIKTap/IbIH JHCTaIEI]
onikrepinaeri sxenin ancismik. Ou TYpa aaMalTbiH HeMece AasKThil
YWBIMEH JI€ KYpe anMalTelH GoJibLL. banreip  Gymusicertepinin
arpousicsl  Galkame. Ipokecrmanbui Oyminikerrepinne  asnaran
ancisiik Galikanabl Caycak OymubikeTTepinin ancisairi Galkanmany,
ber OyiuibikerTepinin 3aKbIMIAaHy bl Oalikanmanbl. Axumn CiHipiHiH
peduiekcTepl ToMeHereH,

5; 3eprxaHanbik 3eprreynepain nepexrep: KOK: 4800 XEB/n
(Hopma <189)
6. Bynmeikerrepain KOMTIBIOTEPIIK  TOMOTrpagUsich: OanTeIp

OybIKeTTepinteri Maii e3repicTepi

CreipkaTHama
25 xac
20 xac
FYPreH kesne
MEAHUHHATBIK TCKCEPV V\‘lli:lHﬂhJKTﬁth] Ce3lHreH
Ke3lHge FKOHE aAFbIHbIH YIIBIMEH
TpaHcamunasanap JKYPe anMaznsi.
AeHreH! korapsl bonran SNEKTPHYKANA TYPY KHbIH
bacxa warsmuapsi sox Gosran,
(] [ ] (] L ]
23 skac 30 xac
nexHe aypyxaHara
HYKTEMECIHEH JKATKBI3LIIIFAH XoHe
KeillH exi OynmibikeTTepine
Da_'lTh[ph!HblH GliOﬂC[IH JKacanraH

OynuLiKeTepi
TYPAKTHI Typae
aybipans
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6.7 cyper. b IIBIKET OHONMCHACHIHBIH AepeKTepi

K +16.2 cyper

© . H&E Gosutys! Ke3iHjle: TANIIBIKTADbIH

+ emmeMi oprama ayKeimaa, auamerpi 20
MHKPOHHAH 80 MHKPOHFa JeifiH aybITKbII
pazel. bipHenre Hekposaanran xoke
|OipHEIIE pereHepaLMAIAHATEIH TAIIBIK
Oatikananer. Keiiip Tanmsikrapasi ki
iaponapkl 6ap. Oprama sHAOMH3HANE I
(hb16po3 Gaiikanansr.

6.3 cyper. MGT Gosnysi ke3inze:

OYJIUBIKETTEPAIH KBI3BLT TANIUEIKTAPBIHEIH
inyi (RRF), skuexrepinae ManmuHik emMec
agKIIanap MeH Bakyoasep Oaikanmaiinsl.
Y1 GHOnCHs IeTKepi Ky HKeHi KaMTeiMaiizs!

6.4 cyper. NADH-TR Gosnys! ke3inge:

Keit0ip HEKPO3NAlThIH TANIBIKTApIaH

e 0oniHeTiH MeXMHODHOPHIIATHIK TopIap
SOonansl.

.5 eyper. C/II" Gosnysl ke3inne: kan
petit Tambipiap CJI-re (SSV) KapKbiHzs!
HAMEH Kepinbeiini.




-6 cyper. ATDazamen Gosutybl ke3ine:
ANUBIKTAPD THOTEPIHH TONTACY b |
atikanmaiinsl. 1, 2A, 2B scane 2C Thori
anmeikrap 40%, 35%, 15% sxone 5% ]
Kypaiapl. |

Hmmynorucroxumus

Mucdepann sxenpecensicnt KaabimTot

Bizain skarnaiibiveizna aucdepann
IKCIPECCHSChI JKOK

Keneciiepmen Mmuonarusipic e3repicrep:

1= Tanmeikrap ememiniy esrepici, oprama

2. Hexposnanrau xone PCreHepalks/IaHaTbIH TallluBIKTAp,
calikecinine GipHeley

3t 2C tunTi Tamweikrap, asiaran Mejrepae

Horapbina kenripinren ACPEKTCP OYJILIBIKETTIH ay bIPIBIFS HCHIN
ABperkeli, CO3BUIMATBL AHCTPODHSAHBI Kopcereni. TyGereiini muarnos MI'X
Herizinze KoHbinans, UTX HaThxkeepiMen Gipre Gyn nepexrep
AHCPEPIHHONATHS TUArHO3bIHA Colikec Kelneni.

MPT-na Gantsip OymibikeTTepi %ok, Gy na e epauHomaTHs
JAMarHo3bina caiikec keneni.
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6.8 cyper. Busyanmzauusiay seprreyiepinin nepexrtepi
[https://meuromuscular.wustl.edu |

T — 2

Dysferlin

Medial

: l Vastus

Lateralis §

Koa: bk Oykkinmi

Mambac: kiwi Gexce OVIIIIBIKET
Can: akeserin OYJIIBIKETTEP: KaNaK GYIIIBIKETTEep; HKapTHUIAM JKApPFAKTHl |
OynmbikerTep '
ASIK: GanThIp, Meauabal OyILIBIKETTED ‘

6.9 cyper. Bizain sxaFnaifbIMBI3 ATl OYINIBIKETTEPAIH KOMIBIOTEPJIK
Tomorpadgusicel



Ocnl sarnaii 6oiibinma Herisri TYKBIPBIMAAD:

1 30 sxac, ep amam
2 Herisri mwarsimpr: JKYPiC-TYPhICTEIY Oy3bLIy BI
=3 Meuiinansik TCKCEPY: asKTapALIH JUCTATb] Genikrepinzeri

4. K®K: nenreiii #oraper 4800 Xb/n (mopmaja <1 89)

5. bynubikerrepnin KOMIBIOTEPAiK TOMOrpadusicy: Banreip
OyabikerTepineri maif e3repicrepi
6. Bynmsikerrepain 6uoncusicr A#aHe MI'X: cospuimansr

MHONATHSTLIK Ay py, Auchepiun IKCMPECCHSICHI JKOK,
JKorapuina kenripinren ACpeKTepaiH Gapabirpl JMchepHonaTHsra
(LGMD2B) caiikec KeJjeni

Huchepaunonarnsra woay [26]

Aunchepamonarnn

6.1 xecre. antj}epnuﬂonarnnnhlﬂ KiKkTemyi

HAucepaunonarus AHATHO3BI  AypyabI Oiniperin  kanHBKAILIK
KopiHicTepi 6ap, kane MDJ‘leKleaJlI;IK—FBHETP]KHJ]I:IK 3EePTTEYAiH KoMeriven
AHBIKTAFaAHOHAN I AL AID VS F naToreHni  Hyckamapwi b6ap TOnTA
KOHBLIAADI.
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Muomuii GyImbIKeT AfK-K0.1-6eq10in 2B TunTi Gyamsiker
uerpodusicel (MBI) nuerpodusicsl (LGMD2B) « Bacrankeiiars:

* Opranre HeMece KeHiHTi Gaﬂ?ﬂb”‘ OackIM 27ICI3AIK aHe Kambac OyImbIKeTTepi MeH
[IAKTAFEI HEMECE ePTE EPECEKTIK
KE3CHICT] MaHU(ECTALHACKI; aypy
MaHH(ECTALUACH! YIIiH OpTama Kac

HbIK Oe1eyiHiH aTpoQusAck

- Keitinri skacecnipimMaik keseueri Hemece
Kentiper GLIIHETIH, aTKTapABIH NPOKCHMANT
OYIIBIKETTEPiHAETT MaHH(ECTALHACE

* basy yneyi

* Kan capsicybingarst KOK KOHUEHTPalHICEIHBIH]
KaTThl JKOFaphLIay bl *JIHCTANBI OYIIBIKETTepAiH
BaKBIMIAHYEL, KIHHHKAIBIK Kajaranay Ke3iHme
AHBIKTA/IMaFaH J#OHE MYKHAT TEKCEpy Hemece
oynmbiketrepain KT men MPT cHaKTEl KockMma
BeprTeyNep Ke3iHIe aHBIKTAIFaH

wamacsl — 19.0 sxac *Jlucransai
Oy/IIIBIKETTEP/IiH BaCcTAIKbI JKIHE
Gackim 2JICI3Iri, ATK-KONAAPIBL,
ocipece, GanThip Oy mmbIKeTTEpiH
SFHU, DANTRIPABIH KIHE
KamOanaTapisai OymmeIKeTTEp i)
KaMTub! *Basy yieyi

*Kan capeicysinnarsl KOK
KOHLICHTPAMACHIHBIH JKOFAPHIIAYEI,
kebinece Hopmanan 10-100 ece
KOFapsl; KK oprama penreiii: 8,940

XB/n

*Kebinece DMI-nare1 MHOreH/TIK

narTepH

B MuHOPJIBIK GeHOTHOTED

Cumnromcsis YIkeH siniHmiK cyiierinin
CHIIEPKPeATHHKHHA3eMHUS AJIALIHFBI TOOBIHBIH GACTANKEI

AKBIMAAHYBIMEH QHCTAJIbAI MHONATHS
(DMAT)

TEK KaH KapbICyBIHAAFEI xolinece, asKTapabl, SCipece. asKTHIH
KK KOHUEHTpaLHACKIHBIN FAHA [ IBIHFBI GOTIriHiK Oy TIIBIKETTepiH
AIKBIH JKOFAphLIAY bIMEH AKBIM/TAHTBIH, JAUCTAIIB]

CHIIATTaIAIb] Oy ubIKETTEpAIH GacTalKel aicismirimen
cHITaTTANIa/1b]

6.3-kecre. MenoTHNTEP TANAAYIIBI GeaTiaepi GolibiHIAa CANBICTRIPY [26]

MMD LGMD2B

Maiisrssr 49.8% ' 39.2%

1 1
Aypy maHH(ecTANNSCHIHBIH 0pTAIIA 22’147‘(3(: 21862 6};%
ACHI (IHANA30HDI) (10=:5) GHELS)

o 2

OnmerimTi nalinanany Kaxer 6oaran 3 1585 ok 39.3 xac .
oprama ;kac (MaHH(ecTaAUHSAAH KeilliHri (16 xac) (13.6 xac)
KbLIAAP)
Ajlam myregexTep apGackiHA TAHBLIFAH 42.8 sxac ; 45,1 xac -
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Ke3eH (aypyAbIH MaHU ecTalHsIChbIHAH (22,8 xac) (21.4 xac)
KeHiHTi KpL1aap)

K®K oprama genreiii 4 440 l 3 481 :
Hypek Tapanbiaan dy3bLiyaap 3.6% :
Teiupic Mmymenepi Tapanbinan s
Oy3bLIyIAp 22.8%
Anddepennnanaer anarnocruxa
i Backa LGMD — renaep naneninin komeriven axbiparyra 6osabl
2. Jucranbai MHONaTHsIap (TeMeH/eri kecre)

a9 Hucrpodunonarusnap (JI5I/BB]T) — Oip skaceiana, DMD
redinaeri myrauus. KOK neureiii ore HKOFaphl

6.4-

RecTe. J_IIICTa.nbj:[i MHONATHAHBIH Ju( e CHUHANILI AHATHOCTHKACKHI 26[
Aypviasin &
e Kan

MauHdecran
e Bacramcpyia CAPBICY bIHIAFLY
3aKbIMAalFaH KPEATHHRAHAS Byamsikerrep
OyIbIKETTE 2 OHONCHACH
P 1005 KOHICHTPAIHS
Chbl

Tyrbt

I'en  Aypy
OpTAmA KAC
WIAMACHE
(ac) |
Hopma remecet;

\Muonamus GNE ap bouo ASKTADIBIH,  |yrorre Pluextemeeri

GNE

Honaxkrsin auctansai [IJIBIHFBI HOpManan <4 |sakyomabaep

MHONATHICHL) bemniri lece koFape
ILDB3 [Muohubpritspsik AAKTapIBIH Baxyonbaik xaHe
(ZASFpmonatns 4 (OMIM AR 40 A BIHFBI Kanpinrel MHODHEPHILIATBIK

< O Hemece can |
509452) Deniri MHOIATHS
Byitipaik
yep IACHMMETpHsL
HOTPO(UATBIK .

g‘mmcmepoa 21 Ak [35-60 h';:"pz;ﬂai’. Hopmanan 1-8  DKuekremeneri

GypeMPD2) (ALS MEH KOJAap:  lece skoraphl BaKyOJibJEp

e honmns

LLIOJIY bIH KApPaHbl3 )

|ATIIBIHFBI ACBIKTH
PRUTIK

s e R S e TTe B :

PKiniHmi kT OYJIbIKETTEpiHAET

% - KaJTBITIThI, CHpPEK|.

Ulailinr aucransai PKOHE asKThIH = | TANLUIBIKTAPABIH |

AK 5 e PKaraaiina i

MHONATHACK bac bapmarsin [THIITI aTPODHACHI;
HOpManax 8 ece

PKasFhILITap MPOKCHMATbIi

MYH7]

PKOFapbl .
OynisIKeTTEpAET]
JIHCIIPOTIOpIIHS
s Muohubpriansix ApTKbI > Bakyonbaik xane
r Muonatus 3 (OMIM  [AK 40 AN A bIHFbI lAsnan 1 IMUODHOPHILTANBIK
609200) asKTapaarsi MHOMATHS
izYA.f Benaunepnin A 40 ASK GachitbiH [Kaipimrs: Puekremeseri
AP BaKyobIep
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\nHcTansai i

muonarusce! (OMIM OyIIIBIKEeTTep]
604454) JKOHE
caycaKrapasl
PKa3FBILITAD
Yan quctansa
MHOTTATHACK —

TV bR Ak |30 |Asxcrapsem KaneinTbt DKneexremeneri +
& it Hemece con T [Bakyombaep
OYJILIBIKETIHIH BIHFbI

l_ UIHCTPOHsCE ]:'eﬂir‘i 7 S|
Emi
Manugpecmayuscor Kezinoezi emoenyi: InchepnuHONaTusIHEIH

MaKyiianrad emi koK. Emi Tek cmvnromarukanbik. OHBI 9p HaLMeHT YIiH
HEKCIeH JKOHE HAKTBI BIp KOCAIKEI THIIKE GAHIaAHBICTEL TaHaay Kaxer. Xekenel
CMIACY  (M3MOTEPAIMSIHBIL, KO3FA/lyFa apHAJFaH  KOCKIMINA KypanJiapeiH

AAHYIbL,  OPTONENMSIBIK ACKBIHYJIAp KeIHAEri XMpYprusuiblk apanacyisl,
TBINBIC alynpl AEMEyre apHalFaH Kypalaapibl KoHE oJIeyMETTIK jkoHe
SMOTIHOHAI/BI KOIAYIbl KAMTY I MYMKiH.

Kadazanay: BymubikeT Kyuiid, ©yHKIHOHAIIBIK KYHIH. KyHIoemikri
OencenaimikTi, OybIHAAPAAFEl KO3FAILIC KeJEeMiH. Teme-TeHuik meH CBIPTKBI
THIHBIC — aJly  QYHKOHSACBIH  JKOHE  OKYPEri  3aKBIMIAHFAH ajamaapaa
KapoHOMHONATHS GENTinepiHin GOMYBIH JKBLT CAHBIHFRI Oaxpbliay.

Kapacmoipsiaimayst muic sammap / scazdatinap: Cemisnikie YIIBIpamay
YUIiH canMaKTel bakeiiay

7 wargai. "CpLa0eIp 6ana’ cHHAPOMBI

arpaiiasin canarramacer 1 xkac 4 ai, ep bana

[Manuent neni cay skoHe KaH 5KaFbIHAH TYBICTBIFE! JKOK aTa-aHAHLIH eKiHIi
Gamacel. On  omerreri. e3jliriHen GocaHymblH HATHKECiHIE TYBUIFaH.
[lepuHaTanfiblk KAQHE HEOHATAIABIK Ke3EHIEpAe eLIKaHaa KHBIHABIKTAD
TyblH[amMaraH. 7 alplHAa OalaHblH ChUIOBIpIaHa OacTaraHbl, GAchIH Harap
YCTalTLIHBI JKOHE TOCBIH KHMbLIAAphl Gaiilikanran. Con skariaiibl CaKTaJiFaH,
Kelinipek 15 alfblHAA 0N TEKCEPY YLIiH ayPyXaHaFa IKATKBI3bIIFaH.

Jlamy carbinapbinza: 6 albiHAa GACKIH YCTaYBIHBIH JKaHE | %achiHIa ayHaH
AJIYBIHBIH TEXKENTeH] aHbIKTaIFan:

Texcepy corine on esairiHen oTbipa anmasbl, Oipae-0ip MarblHAEL co3
aiita anmanel.

Hesponorusnelk Tekcepy kesinze Ganana 0aka [03aCHIHIAFbl IKOHE
ToHKepinren U opri NO3aChIHAarbl TAPATFaH THIOTOHHS aHBLIKTALIbl. TOCKIH
KuMbLIapel - Oakikanasl, Gipak oncis Gommbl. banteip  Gyambikerrepinin
THIEPTPOUsCHl Hemece OyBIHIApUBIH KOHTPAKTypanaphl Gaiikammansi. TCP
TOMECH/ErEH. MU UIBIKTBIK CUMIITOMIAp AHBIKTAIMA/IbI. MyxusT
0(TanbMOIOrHSIBIK TEKCEPY/IEH CINKAHIAN ayBITKY aHbLIKTATIMA/BI,
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KOK — 137 XB/n1 (Hopma 12-79), makrar nes nupyBat HOpMaia;
by nubikerrepain KT:OyIubikeTTi sxaibuiran arpodHsicsL;
Mura sacairas MPT: MUIIBIKTBIK aTpodiust

7.1-xecre. bacranks! Taaay Kesingeri bIKTHMAa aypyaap

JKAKTANTHIHAA] KapChl
KBA ChUIOBIPIBIK, JKafbLIIFaH Basiy namy
CHIIOTOHMS, NOACBIH Halap Munibik arpodusco

YCTakabl, a3iaral TOChIH
kuMbLap, TCP tomenseyi
KT: OynubikeTTiH Kaibluiran

aTpodusCh
Tya GiTken CuUIBBIPIBIK, THIOTOHMS. GachIH BybIH KOHTpakTypacs! 30K
MHOIIATHS Hamap yeranasl, 0anTeIp MPT: mumsix
OyJIIBIKETTEPiHiH rUnepTpodusce  arpoduscer, KT:
KoK, TCP temengeren, KOK OYUBIKETTIH Kai bIaran
nenreiii 137 B/n (nopmama 12-79)  arpodiusics!
Tya Oitken bBymusiker asncisairi sok, Tex 7 alira eiiH KaJabIITh
MHACTEHHSIIBIK THHOTOHHSI JlaMblFad
CHHIpOM
7.2-xecte. [luddepenunanipik auarnocruka [27]
Aypy Juaruozaapae ABIPMAHIBLIBIKTAD HuarnocTura
VICACTBIFDI ALK TeCT :
Hynpin Ceubpip cobn [TTo3 sxoHe GeT IKBA-Fa
OYIIBIKETTEPiHIH HEMEeCe OVJILIBIKET  Oy/uIbIKeTTePiHi ACI3ir reHeTHKAIBIK Taniay
arpobuscel alcizziri dap cabu  xok. Tepen cinip
TeiHbIC MYILIEIepi pednexctep. Tin
MeH Oyb0apabik (aCUNKYIISILHACHIHbIH,
(DYHKUMAHBIH NOJHMHHUMHOKIOHYCTHIH
38KbIM/1aHYEL. 0oyl
Kontpaxtypanap
(OKBA1) .
Tya GiTken Crinbbip cabu AHACkl MHOTOHMSTBIK MHOTOHHSIIBIK
MUOTOHHSATBIK Hemece OyUbIKeT  AucTpodusaan 3apaan auctpodusra
ANCTpOdus anci3iri 6ap cobu  werin syprex (AHArHo3sl  KATHICTHI
TeiHBIC MYIIENEpi AHBIKTAIMAY bl MYMKiH) TEHETHKAIBIK
MeH Oynb0bapbii OMI" — xyiikenepain Tanaay
(yHKUMSHBIH KalTa CTHMYJISTLHSIAHY bi
3AKBIMIAHYBI. TemeHereH (RNS) Hemece
Konrtpakrypanap. aHOMaJTb i
I1T03 xaHe et ayBITKyIap/onokaxanap
OYMUBIKETTEPIHIH  OaiikanMaiiab
3nAci3miri
Tya Oitken CeinGpip cabu Bynmeikerrepain BynbikeTTepAiH
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MHONATH/OYTIIBIKET
AHCTPOPHICH

MUTOXOHAPHAIBIK
MHUOMATHS

Muactenuns rpasuc

Jana tyran
H3pecrenepaeri
MHACTEHHs FPaBHC

Ask-Oen
DymusiKeTTepiHiH
AHCTPOhHACE!

Hemece OYJIIBIKET  OHONCHACKH Ke3iHjeri e3iHe GHONCHACH!

ancisairi 6ap Gana  Tow ayeiTkynap OMI — BymusikeTrepis
Trinbic sxonaapeiaeie RNS Temeneyi Hemece MPT

#oHe OyIb0apablK  AHOMAIILI ayRITKYIap I'eneTukanbik
(DYHKIMSAHBIH /Gnokajanap GalKanIMaliiel 3eprTEYIIep
3AKBIMIAHYbI

Kourpakrypanap ber

OYIINBIKETTEPiHIH

ancizairi [Tro3
Galikaybl MyMKiH
Cpindsip cabu

backa sicyiieHin BysuisikeTTepain

Hemece OyJIIBIKET  3aKbIMJaHynapel G0ay bl OHonNCHSACH
onci3airi 0ap 6ana  mymkin IMI— RNS [eHeTHKaNBIK
TeIHBIC KONIAPBIHBIH TOMEHJIEYI HeMece 3epTTeynep

aHOMalb/li aybITKYIap
/onokananap oGaiikaamaiianl

JkaHe OynbOapibIK
QYHKUMSHBIH
3aKbIMAAHYbI
Kontpaktypanap
ITTo3 xoHe BeT
OYNIIBIKETTEPiHIH
ancizairi
[Naronorusnsik Aypy MaHH(pECTAUHACHIHBIH AHTHIIEHENED
OYIIBIKET anci3airi, kacel (cupek skaraaiina 12 (PaanoumMmyHbik
THIHBIC HOJIIAPBIHEIH aifra  jeffin). OTOAacBUIBIKIKOHE  HaACYIIANBIK

#aHe Oynb0apiblKk  aHaMHE3ne 0oamaraH Tanaay, erep Gonca)
by HKLMAHBIH ToBbik  OyHIHBIH  CHIPT AChR, MUSK
3aKbIMJAHYbL, TTO3  JKarbiHA  Kapai  OykkeHxoune LRP4

JkaHe BeT KE3/1e 7CI3K O0IMakibl

OYJIIBIKETTEPiHiH ITTo3 acuMMeTpHsLIBI

ancizairi OMI'—  Goaybl MyMKiH

RNS Tomenzeyi

HEMECEe aHOMaIbLi

ayeITKy /Gnokazna

BynmsikeT ancizairi  AHachinza MHACTEHHs AHACKIHIA
Oap ceObIp HOpecTe rpaBuc OonFaH (AHArHO3bI AHTHACHEIEPTE
TBIHBIC 5K0NAaPbIHBIH AHBIKTAJIMAY bl MYMKIH) Tajnjaay KypriziireH
#aHe OynBe0apibiK

(DYHKIHAHBIH

3aKeiMaaHyst [1To3

#aHe ber

OyJIIBIKSTTEPiHIH

ancisairi IMIC —

RNS Temenneyi

HEMECEe aHOMalbi

aybITKy /Gokana

IpokcHmab i OMIT — RNS Ttemenzeyi BymmsikeTrepain
OyMIUBIKETTEPAIH HeMmece AHOMAaJbJIi DHOTICHSICHI
2Ici3air TelHBIC ayBITKY AP/ BlI0Kananap BymmsikeTrepain
JKOJLIAPBIHBIH Daiikammaii 16l MPT

Ayblp IeHeTHKAIBIK
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TYKBIM KyalayblIbiK 3epTIeyaep

Co3sbinmalel AHamHe3ze Dopmabii TeKCepy KAuHuKansi
Liapiiay CMHAPOMBL  Oenceni ipi Hemece  Kesiae GyJiubIKeT AHATHOCTHKA
YCaK MOTOpHKA QJICI3AITI; NTo3 Hemece OeT
aariaibHaa OYJIIIBIKETTEPIHIH JICI3Iri;

Ka&XKyJ1bIH OOTYEI DMI-ne aysiTkynap
OcCbIHbIH aNABIHAAFE OOJIMAFAH
KHUMBLI-KO3FalbiC

(DYHKUMACHIHBIH

AHKbIH KaabINThbI

Ke3eHI,
CHMOTOMAAPHIHbIH
MaHH(ecTauMIcpHA
neiin
I'unepmoOunbain AHamHeszieri, Popmanbii TeKcepy Knunnkansik
1K CHHIPOMZAApHI Gencenni ipiskane  kezinae GymmbIKeT AHArHOCTHKA
YCaK MOTOpHKA QUICI3AIrT; MTO3 Hemece et
Ke3inzeri OyJIIBIKETTepiHiH aaci3/miri;
KaMKbIFbILUThIK OMT -ae aybiTKysIap

Oonmaran

BymbikeT GHONCHSICHIHBIH nepextepi (7 cyper)

&%7.1 cyper. H&E Gosutys!
Ke3iH/e: TAMuBIKTap
{onmenminin Gonap-Gonmac
o3repyi Daikanaisl.

e Hexpo3naliTein soHe

N pereHepanuaiaiThIH
TANIBIKTAP JKOK. A3naran
SHIOMH3HANB1 Gudbpo3
Gaiikanamb.
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7.2 cyper. mGT Gosunyst

KE3iH/e: )KHEeKTepinze

|[BaKyoJibepi 6ap

S TAIIIBIKTAP/IBIH 3 1aFaH

MeJepi Gattkanansr® (Kpl3bLT
ke CHISBIKTAD). Manmus ik emec

& cicnep men RRF

Oaiikanmaiinbr. leTkepi xyiixe
Bt OYJ1 CErMEHTKE KipMeHi.

7.3 cyper. NADH Gosuynl
Ke3inae: kelbip ramusiKrapia
g@irodubpumiaapansik Top
; b!ﬂb[paf‘a]-l

) 7.4 cyper. Kiuksin
¢ g _[ocdarazamen Gosrys
¥ Ke3iHJIE: JKUeKTepIeri
TaJILIBIKTAPAA KBI3biJ
& AN pkaprakiia Oalkananer™*




7.5 cyper. llludgd peakrusiven |
8 00suIy Bl Kesinge*:
 (TaIBIKTAD A TAHKOreH
+ [KOHIIeHTpaIHsIaphI
(Gaifcamaiipr.

7.6 cyper. ATDazamen 00Ty BI
Kesinge: | TunTi
TaJILIBIKTAP/IBIH aTPOdusAChH*,
2C TMITI TanBIKTAPABIH
asziara Meiiepi,
TallILIKTAPABIH THIT OOHBIHINA
TONTACYBI DalKamanbl.

* TanmsIkTapAbi aTpodHSIChIHA KaThICTh eckeprienep

1 rtunti cenexTHBTi atpotust Tya 6Oitken OipHelne Muonarus MeH
MHOTOHHSUIBIK - AMCTPO(HsS Ke3iHge kesneceni. Hakrpl 6ip THnke ToH
runeprpotus afrapiasikrait cupex Ke3neceni, 6ipak 2 ThnTi runeprpodus Tya
OiTken MuUONaTUsANap Kesinaeri 1THITI arpodusiven Giprece TybIHAAY bl MYMKIH.
Anaiina, Jyiibin GyiIlbIKeTTepiHin arpodusichl KesiHgeri CHNEPTPOQHIIAHFAH
TaambIKTap To66! kebinece 1 THIKe skaTapl. Tamusikrapasa runeprpoduscs
KoHE 2 THOTI TajluBIKTapiIbIH YJFAIObI epJeplin OymmnbikerTepi (2 THiTi
TabIKTAD  ITHAOTI  TamublKTapaaH  yikeH Domarbin) MeH oifennepain
OYJIIKETTEp]  ApachiHAarbl  KaubilThi AHBIDMAIIBUILIKIIEH  (LIAMaMeH  TeH
QUML) TYCIHAIPiNyi MyMKiH.

*Bakyonbaep Typai aypyJiap kesinae Gaiikamybl MyMKiH, jKoHe 0JIapAbIH
THOTEPi ap Typai Gonaznel. Kebinece OJ1ap acyailigiK AeHenepai KaMTeIFran
MHO3HT MHOGMHOPHIIIAIBIK MHOIATHANAP, AUCTAIL/lI MHONIATHSIIAP, TITHKOTEHO3
KOHE Mep3imiik caniaHy kesinje kesneceni, oiitce A€, YAride BakyoJbJepaid
Gonmaybl Oy AHArHO3AP/IbL KOKKA LIBIFApPMakiael. Bakyosnsaepai JKaprakiua
OachIT Typanbl, skoHe X-XpoMocoMamen GalljlaHbICTE ekl aypy BaKyOIbJEpiIiH,
LIaMajiad TBIC ayTO(MarusiChIMEH CHIATTANAJBI, Oipeyi Xq28-6en GaiinaHbicTsi
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B

(Kalimo et al, 1988), am exinmici Lamp2 reniuneri, compaii-ak, X-
XpoMOCOManarsl MyTallMsIapaan TysiHaarai (Nishino et al., 2000).

Bakyonsaepne, ocipece, wer JKAKTapblHAA CcojapMeH  OainaHbICThI
basodunbai Tyiipiikrizik Gomysr Mymkin. JuexTemeneri BAKyOJIBAIH OV THNI
AMCTAIIBAI  MHONATHATAD MEH MHO(DHOPHITANIBIK MHOTIATHSIAPABl  KOca,
HACYIIAIIINIK JIeHenepal KAMTHTBIH MHO3MTKE ToH. | JIHKOreHos KesiHse,
aieTTeri  OOAYBIHAH — [IMKOPGH  KHHAKTANFAH OPLIHAAPAA  BAKyO.LIEp
anprkrananet (V tunri Mak-Apnn aypyst, Homme aypysr) [21]

Buoncus nepexrepi GoiibiHma KOPBITHIHABI:

I. Tanwsikrap enweminin esrepyi, tosiap-tonmac

2. JKuexrepinne Bakyonpiepi 6ap TAJIIBIKTAP, A31aFaH MeJIIIepie

3. Henin aopexeni sunomusuansii putpos

/Korapelna keNTipinren AepeKTep CO3bLIMAIB MHOTIATHSIIBIK e3repicrepai
Ginzipeni. TyBerelini MArHO3 reHETHKANBIK TAJLIAY/IbIH HEri3iH1e KOHbLTans!.

SIL1 reHinig MyTanusicbl aHBIKTAIAbI!

Ocwl sxarnaiiga eckepijiierin Herisri caTTep:
Iz bana, 1 xac 4 aii.
Hamynein Texenyi: 6 aiina Gackin ycraybl ckoHe 1 xacra aywayra
KabLIeTTiiri, o31iriHeH OThIpa anMaibl, MAFLITAbL coe3lep alTa anMaiel.
3. Hespostorusuibik Tekcepy: 6aka N03ACEHAANR KOHE TeHkepinren U apmi
N03aChbIHAAFE JKalbUIFAH THNOTOHUS. ToCkiH KHMBIJI-KO3FaabICTap acis.
TCP remenperen.
4. K®K 137 XB/n (Hopma 12-79);

8]

3 Bynuikerrepain - KT:6ymubikertin  saibiran arpodMACh;  MHFra
aacairad MPT: MHIIBIKTBIK arpodus
6. BymuiksIteTTep i GHOMCHACKL: CO3BITMAIBI MHOTIATHSUIBIK  @3repictep

(Tammpikrap  enweminin - Gonap-Goamac  e3repyi; KHEKTepiHie
Bakyousepi Oap keibip Tamusikrap; oprama IHIOMH3HANBII Gubpos. 1

THIITI TAIIIBIKTAPIBIH aTPOQHUICEH)
o SIL1 reninin myTaumsce D’
Mapunecky-Illerpen cunapomsl

9aeduerTepai womy [27]

Mapuuecky-Illerpen cunapomsr (MSS) (MIM 248800) — OypeinHaH
Oenrini, ayrocomanbik-peneccHBri Tun GOHbIHIIA TYKBIM KyanaHTbIH jKoHE
Oananblk MWaKTa TYbIHAAHTBIH JKIHE MHIBL KO3 OeH Kanka OyJnnbIKeTTepin
3aKBIMIAH THIH MYJIBTHIKYHEINIK aypy.

Exinaktel  karapakranapiniH, arakchs  MeH  aKbUI-Oif KeMiCTiriHin
KIIHHHKAIBIK TpHanacel Gaifkannsr (Moravesik, 1904; Marinesco et al., 1931;
Sjogren, 1947).



[TaronoroanatoMusnerK seprreyiepiaen wxone MHJBI BH3YaIU3ANHAIAY1aH
MHUIBIK aTPOHSICH aHBIKTAJLIbI (Toderov, 1965; Georgy et al., 1998).
Kocbimma  Genrinepi FHICPrOHAaAOTPONTLIK  TMIMOTOHAAM3M,  KaHKa
AHOMAJIMSIAPEI skoHe OOHIBIH amacaibIrhl GONLIT Tabbiiansl (Berg skane Skre,
1976; Brogdon et al.. 1996).
[Tauuentrrepain kemmnrimiri 4yBID Myrenexrep GonraHbiMeH, MapuHecko-
Illerpen cunapomsl kesine OMIp CYPY Y3aKThlFbI alTapieiKTail Kelckapmaii sl
(Anttonen et al., 2005).
,[[narnocnnca/seprreyﬂep
JIHAarHO3 THIITiK KIHHUKATIBIK KepiHicTepi sxoHe/Hemece MOJIEKYTalblK-
TCHETHKAJBIK TECTLICY Ke3lHae aHbikTanran SIL [ Oraiutensaix natored ik
HYCKaiapbl 6ap NalkenTTe KOHBIaap** .

MSS yurin Gymbikerrepain Guoncuscs kesinmeri SITEKTPOH/IEI-
MHKPOCKONHAEIK yIBT PAKYPBUIBIMILIK ©3I€piCTep ToH Hell ecenTeneni®.

Emi

Kepinicmepin emoey: Bynwsikerrepmeri KepiHicTepain, onerre 6amanap
HEMECE €peceKTep HEBPOIOrTaphl, M3HOTEPaNeBTTEp JKaHe/HeMece eMIik JeHe
UILIHBIKTBIDY MAMaH1apbl Y Pri3eTiH CHMITOMATHKATIbIK eMi; sxexeneii jamy
€PEKIICNIKTEPIHiH KaxeTTiNikTepine GeliMueren Giniv Oepy Oarnaprnamanapsi;
KaKETTITiriHe Kapal KarapakTaHbl ajbin TacTay; XBIHBICTLIK JKEeTiTyl KyTijleTin
YaKBITTa JKbIHBIC Oe31epiHiH GacTankel xeTkiTikeizmir Ke3iHAeri opsiHOacy ikl
FOPMOHAIBII M.

Kaoaganay: Bananap nemece €PECEKTeD HEBPOIOrbIHA HaHE
(usnoTEpaneBTTE *oHE/HEMECE eMliK HeHEe LIBIHBIKTBIPY MaMAHBIHAA XKy Heni
Typae Kajaranayna Gony; cobu kesinen Gacran sxyifen Typae
O TANBEMOJIOTHSIIBIK TEKCepyIe Homy.

IeneTHKANBIK KOHCYIBTALHN

Mapunecky-Illerpes cunmpomMb (MSS) ayrocomaibik-perieccusriK  Tun
OOHBIHINA TYKBIM KyasaHabL.

Haykac GananbiH  ara-amacel  oGaurartsix FETEPO3UIOTANIap  KIHE,
colikecinlle, Gip naroreHfiik HyckachHBIN TachiManaayeliapel  GOJBII
TabbLIa/bI.

boiira Gama Oirken corre uHpekuus HYKTBIpFaH apbip amamaa 25%
KYKTBIDY BIKTHMaAbiFbl 00naabl, 50%-bIHAA CHMITOMCHIS TachIMaaay IIbUILIK
BIKTMMATIBUILIFEL GOy b1 SkoHe 25%-b1 HH(EKIHs IKYKTBIDMaraH OOJyBl jKoHE
TackIMajIAay bl 60IMaybl MYMKiH.

Erep or6ackinna narorenzix HYCKaJIapAbI Oap exeHiri jxeHine akmapar
Oosica, Kayin ToGbLIHIaFbI TYBICKAHAAPRIHAA TAChIMANAay IJILIKKA TECT, COHAAl-
aK, NpeHaTallbAi JKOHE HMIUIAHTALHS AJIABIHIAFE] TEHETHKANBIK TecTineyi
JKyprizyre 6oaaasl.
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7.7 cyper. AyTocomMabI-peneccuBTi TYKBIM KyaJIay cXeMachl

Autosomal Recessive
Cariar Canter
Acwd  Cavee Cumer Unafecasd
Ot s Cieie
JAnarnoctukace:

Aypyas! 6inaipeTin KIHHHKAIBIK KepiHnicTep
Keneci KJIMHHUKATBIK KopiHicTep Mapunecko-Illerpen (MSS)
CHHIPOMBIHLIH 0ap eKeHIiriH KepceTei:
Ii MHULIBIK  aTPODUACHIMEH, TH3APTPHAMEH SKOHE HHCTAIMMEH JIKYpeTin
MHUIBIK aTAKCHSIChI

2 MPT. Onerre, MHABIH ChIHAPIAPbIHAAFEIFA KaparaH/Ja, MHIIBIK ©3€eriHae
AHKBIHBIPAK, 00JIATBIH MHILBIK aTpoQUsICkI

3 bacranxer manudecraumsiven KyperiH  (1ya Oitken 6Goamaca na)
KaTapakranap

4, Muonarus, GYIIEIKET 2/1CI3IT ¥aHe THIOTOHIS

5 Kan capbicybinparer KOK KOHUEeHTpanudachl J[eHreii KanpinThbl
HEMece opTaiua JKorape! (91eTTe, HopMajiaH 2-4 ece apThiK)

6. IMI. Tex mMuonarusiibik Genrisep

7 Bynmbikerrepain 6Honcusics

Hapeix  MuKpockonmsicer. XKaphbik MHKPOCKOIMSACEL  Ke3iHae Gymiublker
TaJILUBIKTapb! OJIIEMIHIH 03repyi, arpodHATbIK TaJIIBIKTap, Mai TIHIHIH OpHBIH
Oacy sKoHe XKHeKTep/e BAKYOTbIepIiH TY3iyi

IJIeKTPOHABIK MHKPOCKOMMUS. AYTOQArHsIBIK  BaKyOJbAEP, KAPFAKLIATBIK
UIMBIDIIBIKTAD  3KOHE  SAPONAPMEH GaliTaHBICTEl DNEKTPOHABIK-THIFEI3 ek
KapraKuianel  KypsuibiMaap (MSS  cneuuduicansic YIBTPAKYPBUIBIMBIIBIK
epekiueniri) [Krieger et al., 2013]

Kocoimma camarramanaper:

13 TTcHXOMOTOPITBIK JaMyIBIH TexKeyi

L ['MNeproHanoTpONTEIK  MMMNOTOHANN3M  (AFHH,  SKBIHBIC Gesnepinin
DacTanksl sxkeTkinikeisairi) "

3z Bol anacaneirs

4, Cronuos; anakan cyitekrepinin, taban CYHeKTepiHiH joHe caycakTap

(hantanrinepinin KbICKapyBIH; YPUIBIK GybIHHBIH JUCIIA3HSACHIH; XKAaMaK-



BaJIblyCTEIK TabaHBL: 3kaHe MBIOBIK TOpi3i ToMTi Koca, KaHKaHBIH Typii

aHOMaJHsIapkI.
Mapunecko-IllerpeH cHHAPOMBIHBIH KbIcKAIIA cunarramacel [28]
1 Mapunecko-Lllerpen  cunapomsr  (MSS)  MubIK arpo(HsCEIMEH,

AM3apTPHAMEH, HHCTAarMMEH, OacTamkel (Tya GiTken Gommaca na)
KarapakTaMeH, MHOMATHIMEH, OyJIIBIKeT anIcismirivMen JKoHE
THIIOTOHHAMEH JYPETiH MHLIBIK ATAKCHACEIMEH CHIIATTA/IALL.

2 Kocemvura — Genrinepi ICHXOMOTOPIBIK  PEaKUHANAPABIH  TEXKETiCiH,
THIICPrOHaOTPONTHIK ~ FMIOOTOHANM3MAI, 0O  ANACANBIFbIH  SKOHE
KaHKAHBIH TYPJIi aHOMAJIMATAPEIH KAMTYbI MYMKiH.

31 MSS 6ap Oanamapna omerre, kimcenTail cobunepneri Gymmeiker
rHHOTOHMsACEL; 10 okactan Gacram jpucranbai  xoHe IIPOKCHMAJIB ]
OyYJIUBIKETTepiH 271Ci3airi Galkanamsr.

4, Keltinipex ninmix araxcussbim, AMCIIHAN0XOKHHE3HSIHBIH, HHCTATMHBIH
KOHC TH3aPTPUAHBIH MUIIBIKTHIK KOpiHicTepi Oalikana Gacraiiapr.
sk KuMbin-Kosransic  hyHKIHSICHIHBIN Hamapmiayel OipHeme bl 6oiibl

YAeHAi, conan coH Typakramamsi. Byu YA€EpiC TOKTAWTHIH Ke3meri xac
UIaMacel MCH ay bIPIIBIK 9peskecin Go/nkam ality Mymkid emec.

6. Karapakra xbuizam namye: MYMKiH oHe omerte, 10 »xacka meifinri
ApalbIKTA KO3 OYpUIAFEIH aJIbII TACTAYIbI KAYKET STEl.
7 Kenreren epecexrepiie myreiexrikTin aybIp Typiepi 6oiranniven, MSS

KesiHje eMip cypy Y3aKTBIFb KaTbINThIFA JKYBIK.

8 marnait. GNE-muonatus

Karpaiapia canaTTamace:: 29 JKac, ep aja

i Herisri marpMbL: tucTamsmi OYILIBIKETTEPIIN 2JICi3airi
2% AnamHesi: sxcyiike-Gyiibiker aypyJapbl JKOK, KaH apanacThiFbl KOK
35 Mennuunansik  Tekcepy: kebinece  mmcTanbi Gesikrepmeri

Oymublker amcismiri xane arpogus. Tepr GacTsl GYILIBIKETTi KOCHarama.
MPOKCHMAaNTbAI OYJILBIKETTED A€ 3aKbIMAAHFaH. Ber OYJILILIKETTEpiHE ¢ HyKcaH
kenmered. Konmen kerepy kabizeri 10 kr (oH sxaK) xone 8,7 kr (conm skak)
Kypauel. On asFbIHBIH YINBIMEH 1€, OKIICCIMeH e Typa anMazusl. ‘CoOHBIMEH
Karap, OTBIpFaH KainbiHaH OOTeH ajaMHBIH KeMeriHci3 Typa anmaiTbin 601161
Osnirinen xype ananel, Hipak Gacnangaknen KOTEPIIreH Ke3/le TasHbIIbIHA
cyiieneni. TCP Temenzneren.

4, 3epTxaHanslK 3eprreynepain Aepexrepi: KOK 386 XBb/n (nopma:
62-287)

5. OMI:  ¢ubpwuminusnap. Kypr on TOJIKBIH/AAp, OacTankel
PEKPYTALHA, TOMCH aMIIMTY Akl AHE KbICKA NoMH(a3anbik Gipaixrep

6. bynmsikerrepre scacanran KT: skininmikrin xome CaHHBIH apTKBbI

Oerkelfinin aucransai Gomikrepinieri Gymmbikertep arpoduscsl Ham6acTbin
TOPT OacThl OYJIIBIKETiHE HYKCAH KeJIMEretr.
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8.1-kecte. ChipkaTHaMa

20 mac 27 wac
25 mac -
neHe berenkenin
% & GAKTBIH YUIBIMEH i
ma"{“rmrynaphmal{ KeHIH TYPY KaﬁjﬂeTfH KaKIIarbIH aury
OyrmmbikeTTep MBIHFA COKKAHBIH
i o PASH JKOFAJITKAH X Ria

LIHPEBIFY bIH CE31HreH

OaiikaraH

==r

® € o o o ®

22 xac
KBICKA KanaMaap

JKACAFAH Ke3/le CYPIHETIHIH KOTEPiNy KHbIH
aiiTkaH

29 xac

Oynubikertin GipHere kb
Ooiisl yeren gucransmi
auncisnirine GainaHpICThl
aypyXaHara TyCKeH

26 mac
bacnangaknen

Oosran

OHOnCHACKIHBIH AepeKkTepi (8 cyper)
WIS 1 cyper. H&E Gosnys! esine:
NIBIKTAP OIEMAEPIHIH OpTalanax
HKBIH JI9pekere NeiiH, auamerpi — 10-
HaH 150 MHKpoHFa neiiin e3repyi
Oalikanazpl.

Opraima Hemece aiKbiH
bHAOMH3HATBI HHOPO3 Oalikanansl.
BipHeuie HeKpo3aanFan JKoHe
OIpHEINE pereHepaLuANaHaTbIH TANIIBIK
Oatikanazsr. Iwki apponaper Gap Gipreme
ALK O0J1a/1bL.

2 cyper. MGT Gositysl kesinze:
HEKTEpiHZAe BaKyOmbaepi Gap Tanwsikrap
SRIIAITBEIPAHKE] YAOHE LIMTOMIA3MATEIK

i EHEIKTEP] GapTallubIKTapAbIH a31aFaH
Meepi Gatikananst. RRF Gaiikanmaiins:.
[LleTkepi sxcykke Gy cerMenTKe KipMeiizi,
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8.3 cyper. NADH-TR Gosybl Kesinne:
Jarpodusnanran OYJILIBIKET TANMBIKTAPBIH
JKoCnaran a, MHO(HOpHINAaapanbIK Topiap
JKAKCEI HKBIM/IACKAH.

'I 8.4 cyper. C/IT" GosnysI kesine: CII-re
4(SSV) KapKeIHABI peakuuAMer Kan
PKYPETIH TaMbIpiap OaliKanmaiian.

8.5 cyper. AT®azamen Dosnyrr kesinze:
IIBIKTAp/AbIH OPTalla JKaHE aifKbiH
NaTpoduscer 1 THIT TalllbIKTapaa aa, 2
HIITI TAJIBIKTapaa Aa Gaikanans, 2C
WIIT] TATIUBIKTADABIH A31aFaH CaHbI

i

8.2-kecre. *AT®asa kemeriven TAJIMBIKTBI 0051y 1Bl HHTEPHpPeTAUHSLIAY

A THII 2C tami

AT®a3a 10.4-10.7 aK KOHbID KOHBID KOHbID
AT®aza 4,6 KOHBID aK KOHbIP KOHBIP
AT®aza 4,2 KOHBIP aK aK KOHBID
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F————

IaTonorHsIBIK AHATHOCTHKA:

Muorenfik esrepicrep:

1} Tamubikrap enweminin oprawanan aiksm JlPpexere eHin e3repyi

2) Hekposnanras xkaHe PETrCHEePAlHATIAHATRIH TAJIIBIKTAP, Colikecinme
OipHemey sxoHe a3naran MeJliepe

3) Imki sinponaper ap ranmisikTap

4) Duomusuii pubpossl, opraanan aikeH Jlapeere JeHin

5) XKuekrepinze BaKyombJepi 0ap TalbIKTap, AN PAHKE

6) LluTonnasmaneii JICHEJICPMEH TAJILIBIKTAD, a3/aFaH MeJliep/e

7) 1 xaHe 2 TUI'T] TaNuIbIKTAPAbIK OPTAIIAAAH AHKbIH JIopexKere geninri
arpoHsICE!

8) 2C tvnti TanusikTap, aznaran MeJiep/e

Korapeina  kenripiaren  jepekrep  MuoremHik aypyael  Gingipeni.
Kimnukansik aeperrepnin AIBIHYBL OapeickiHaa GNE-MUONaTHs 1HArHO3BIHBIN
KOHJIbIY BIKTHMAJIBIFLI JKOFapbinaiael, GNE remimze MYTaLHA aHbIKTAIFAH
karnaina, koceivina MIX-3eprrey MeH reHeTHKaIbiK TaNaay XKypri3y kepek

Oaebuerrepai womy [29]

GNE-muonarus (Honaku MHOMATHSICHI) CHANl KbILIKBITLIHBIH CHHTE3iHE
Karcicarbini - GNE  renimen  OGaifianbicTsl  cupek  kesmeceTi PeleccHBTi
Oy mImbIKeT IMCTPOhHSICHL.

Muarnosaer  GipiHwi  xesekre,  kilnkenTaii KesiHne  aMmcranbai
Oy/bBIKeTTEpHiN  AMcizairi (cyliperinren Taban) Gosaran HalHeHTTepe
KapacTeIpy Kepek (aypy MaHH(ecTalHsIChIHBIH Oacka CHMIITOMIApHI 11a GoJIybI
MYMKiH).

Aypy 0asy IaMHIblL, ASKTBIH HEMECE KOJIBIH Gacka OymubIkeTTepin
KaMTHIIBL, TOPT 0acThl OYIIIBIKET aHKBIH 3aKBIMIANAIbL.

3aKpIMAaHFaH OYNIIBIKETTEPAIH QACTTEri BHONCHACHIHbIN HOTHIKEJIEPiHIe
KHEKTeperi (ayTodarusiibik) Bakyoubiep, TYpi aKYBI3IAPIbIH arperamnuscel
HKAHE TaJLIBIKTAp eJIIIeMiHiH o3repyi Oalikanaisr.

Jluartosz GNE reHiniH cekBeHAHACH APKbBLIBI PACTAJIA/LI.

Otken xbigap iwinge GNE-MuOnatusb TYCiHY MeH emueyne eneysi
inrepineyre kon seTkisinai, anatina 3eprTeyLilep TiMMAI emin a3ipiey yiin ani
A€ aKLIPFbl MAKCaTTapPhI JKOMBIHAA I3AeHY/1e.

bys1 TYKpIM KyamaiTbin MuonaTHaaapasiu Gipi, Kasipri yakeiTra Gyran
KATLICTBL JIOTHKAILIK  MeTaboNH3MAiK emai Garamay KYprisiayme :xome
Gesicenni Typae renaik Tepanus asipienin IKATBIP.

Kasipri kesne GNE-muonatusinbl  emaeyain  sikTHMAN anicrepine
KIMHUKATBIK CBIHAKTAD KYPrisimin skarkasabikTad, GNE-MHONATHICKH Gap
MALMEHTTEPre AHarHo3 aep Kesinjae KoHbLyhl kasxer.

JlAarHo3IbIH epTe aHBIKTANYBl MYHIAH eMHIiH en JKOFapel acepiHe Koo
KETKIZyTe KOMEKTeCyi skoHe arara [ALHEHTTEepAE YpPEeHIEHY MeH Kepekcis
3epTTeyIlep JKYPrisy KameTTiTirid a3aiTy bl MyMKiH.
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8.6 cyper. GNE-muonartus kesinge OyMUBIKeTepin yaeMelti
3aKbIMOaHysI [30].

GNE-MHonarusicel 0ap, aypyaelH comgan  owra Kapai yaeyimen
NAMHCHTTEPACrT  asK  OyJIubIKeTTepiHil penpesentarusri  MPT-cypertepi.
Bynubikerrepnin KOpOHapJLIK T1-kankbiMans MPT-keckinnepi (>korapeiaarsi
cypertep). KambGacThin  opranrel  Geniriuin akcHanbiai  T1-KanKeiMasisl
KecKiHnepi (opramarsl cyperrep). JKimiHmikTin akcHaibii T1-xankeivansl
KecKiHaepi (Temenneri Cyperrep). AnabiMeH ask Oy IIbIKETTepiHiN yaemel
arpOQHUACHT ACBIKTBI WKITIKTIH AJAbIHFLI Oyaubikerinae kepinic Oepeni. conan
COH  DanThIp OVIIBIKETTEPi MEH caHHBIN apTKbl OeTkeil, >koHE COHBIHA.
aypy/blH KeHiHri caThliapbiima TopT GacThi OVJIIILIKET KaMThInA b,

KopbIThinabs

BypeIH skacynaiminix ACHEIEPIi KAMTHTBIH TYKBIM KYalaiThIH MHOTATHSA
(HIBM) nemece Homaka muonaTusics peringe Genrini  GNE-muonaTus
OYMIBIKETTIH  cHpek  kesmecerin, kanka Oyiusikerrepinin  yuemeni
ATPOHACBIMEH  CHNATTAIATHIH dYTOCOMAJIBIK-PEECCHBTI  aypybl  GOJIBII
Tabblnansl. Bya aypyabin Tapanysl, baranaynap 6ofistHia, I 9:1 000 000 JIeHiH
Kypak1bl.

Axnapartel  Genetics Home Reference (I'enernxa sxeninmeri 6Gactsl
AHBIKTAMANBIK  [NAapaKThbl (https://ghr.nim.nih.gov/condition/inclusionbody-
myopathy-2) koca, AKII YATThIK KiTanxaHacsiman ainyra 6oJiansl.
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Conpnpa, ClinicalTrials.gov (https:/clinicaltrials.gov) Gyxin AyHHE Ky3i
OofiblHIIa KYpPri3inin  KaTkad, ChIHATATHIH IIAITHEHTTEPre  KOHBLIATBIH
T@IANTapblia  KOHE OTHKANBIK  capanTama  epekeniepine coiikec KeneTin
IIHHHKATIBIK 3€PTTEYIIEp TYpaJibl akimapar bepexi.

9 skarnait. HKacymaimrisix JAeHeaepii KAMTHTBIH MHO3HT

Karnaiiaeln canarramacer: 68 JKac, ep agam

Herisri marsiver: asik Gymmsikerrepinin ancisniri xomne KapMay KyIliHiH
TOMECHAEY]

AHaMHe3: KybIKacThl Oesinin karepeis THIIEPIITA3HsCH

OTbackLIBIK aHAMHe3i: Kyiike-Oyimibiker aypyJ1apsl JKOK, KaH
ApajacThIFEl XKOK

MeanuuHaNbIK TeKcepy: 10MHHAHTAHLIH NpoxcuManeai 6emirinme sxenin
auncizaik Gakikaaran, Konven Kerepy Kabineri 19 kr (oH #xak) xone 18 kr (con
KaK) kypansl. Caycakrapsl MeH TepT 6acThI OymbikerTepi arpodusnanran,
['0sepe cummTomsl Gakikansl. O3airinen Kype anajbl, 6ipak bacnangaknen
KOTEpiIren Ke3/ie TasHbIIbIHA cyiteneni. TCP ToMenneren. Moinim
OyiibikeTTepinin ancizairi Gakkanvansr. Ber OYJILILIKETTEPiHIH
SAKBIMAAHYBIHCBI3. Coleyi KanbmThl. KarTer Tamakrapbt JKYTKAH Ke3e
KHHATAIBL.

3epTXananbik zeprreyaepain Aepextepi: KOK 378 Xb/n (nopma: 62-
287)

IMT': HBIKTBIH eki GacThl GYIIIBIKETIHACT JKcoHe JKaMOACTRIH Tik
OynbIkeTinaeri MEOTATHTLI esrepicrep

bymmeikerrepain KT: Ginek sxoue can OyJuUbIKETTEPiHiH aTpodusch

9.1-xecre. CoipKaTHAMA

68 skac
66 xac Giprinzen, sicyTeiHFan
Gacnanpaknen Ke3/le KHbIHIBIKTAp naiiga
KOTEpINTeH e uaHe Gonrat, xoHe on
OPBIHABIKTAH TYPFraHaa ayPyXaHAFa KATKB3bLIFAH.
KHBIHABIKTAPAK! OacTan Bynueikertepine Guoncus
OTKEprex JKACAIFaH,

67 xac
Kapman ycray KyLui
ancipere, xaHe
GeTesKenepaiH KaKNarsH
aty KMbIHFA COKKaH

61



By IibIKeT GHONCHACKIHBIH AepexTepi (9 cyper)
9.1 cyper. H&E Goanysl kesinze:
ANBIKTAp eMeMAepiHil opramanan
- AHKBIH JI9pesKere Nein, AUameTpi 7-aeH
96 MuKponFa neifin esrepyi. Bipuerue
HEKPO3alFaH soHe OipHele
PereHepalMsIIaHaTbIH TANILBIK
Oatikanaas. MoHoHyKIeapIbik
pikacyanapmer oprama HaduibTpaLms
Caitkananbl. ARKEIH SHAOMH3HATS ]
f e [(bubpo3 Gatikanagsr. ki sapoapsl Gap
' GipHewte Tammbix Gonaznpl.

9.2 cyper. MGT: JKHEKTEPIHIC
IBaKyoJibJiepi Gap TATBIKTAP AbIH
A3/1aFaH CaHbl, Oy MNbIKSTTep1iH Y3inren
KbI3BUT TammbiKTapel (RRF) aitkananst.
MIManVHIIK eMec Aenenep Gaiikanmaiiis.
Uletkepi syiike Gy cermenTke
KipMeiti.

9.3 cyper. NADH-TR Bosamybl Kezinae:
MUO(QUOpHILIaapanbik Topaap asnan
BIABIPAFaH,

9.4 cyper. CJII" Goanysl kesinne: car-
re (SSV) KapKbIHIBI peakiuamMeH KaH
PKYPETiH Tamblpaap GaiKanMaiis,




Ean iy 9.5 cyper. AT®azamen 00Ty LI xesi@

|2 THITI TasWIBIKTAPABIH aHKbIH
arpodusicer. 2C TuITTi TANLLIKTAp,
pKaHblIFaH

Hmmynorncroxnmusn

'19-6 cyper. HLA-ABC kepeerximi
 [enayip skoFapeLIaran

'« 97 cyper. HLA-DR kepcerximi emdyip
| proFapeLIaran

=
IMaTonorasineIk Anarnocruka
Kenecinepmen Mmuonarusibix e3repicrep:
Tamubikrap esueminin opramanan aifkein Jlapeskere iedin e3repyi
Hexposabik Tamusikrap, a3naran Meuepae
Perenepatusnatitein TAIUILIKTap, asaaraHd Mofliepae
OunoMu3HaNLAl GUOPO3. alKbIH
Ik saponapei 6ap ramusikrap, asgaran MeJiepae
JKuexrepinne pakyounaepi Gap TaJILIBIKTAP. a3/1araH Mesepae
2 THOTI TANIBIKTAPABIH aHKBIH arpoduscel
: 2C THOTI TAMUBIKTAP, XKaHbUIFAH
Kommentapuiinep: skorapbina KEJTipiAren AepeKTep co3bLIMabl
MHOnaTHsIK yaepicTi Ginaipeai.

PRV L~
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Herisri Tyskbipsivaap

Aypy MaHH(ECTAUMACHIHBIN skackl (66 Kac)

Tepr Gactsl Gymmsiker nen caycak OYKKilTepinin ancizniri

Karrer Tamakrapns! xyTkan kesne kunanas.,

KT: Binek xoane can OynubIKeTTepiHin arpouschl

Hatomopdonorusnpik cospimariel MHOTIATHSTBIK Yaepic

Kuekrepinze BAKyOJIbJiepi Oap Tammeikrap

HI'X kesinne HLA-ABC sone DR OKCIPECCHACHLIMEH TAIIIBIKTAD

Korapeina kenripinaren Aepexrepain 6apabirbl IBM nerizri Oesrinepi
00BN TAOBLIAMBI.

IBM kesinge eckepinyi tuic nerisri Tycrap [30,31,32]

Kacymaiminix nesenepai KAMTHIBIH MHOSHT (IBM) Gasry yneiini, sxoue
NIETTE, GACTANKLIA OHBIH OpHBIHA ApTPUT HEMeCe MOJHMHO3HT IHArHOS3bI
KoHbutane;  IBM KYPCK-KaHTAMBIPILIK  aCKBIHYJApMEH  koHe  Gacka
dYTOMMMYHABIK  aypyJapMeH acTracaibl >KOHE Kol IIBIFBEIHAAJIYFA  9Ken
COKTBIPabl.

IBM ymin Ttepr Gactsl Gyiiusiker nen OPTaHFBI caycak OyKKilmTepidin
©pT¢ 3aKeIMIAHYBl TOH. AJalia, askipak Tapairan KOpiHiCTepiH (MBICABL,
AHC(ArHAHDL) KBIPATA Giy MAHBI3LI.

IBM kesinne caycak Oykkirrrepinin xome tiseni HKASFRIN OYJIIIKeTTep1iH
nIci3Niri, conmai-axk, GyJIIBIKeT TAIILIBIFRIHBIH LHTOYBITTBI T-)kacynranapmveH
MHBa3MAIAHYbl Oakkanmanel, Oya arainran aypyabl  OynmIbIKeTTepain  Gacka
3y PY/IapBIHBIH KONUILTITIHEH epeKLIenen Typasl.

buoncns ywin owraiian  Gymmsikeri TaHJaraH Kesfle OymmblKeTke
#acanarelh MPT TONLIKTBIPATEIH KIHHUKABIK Garany sxyprisren naiinansi.

ByniiblkeTTepnin  ke3  kearen aypyBIHAAFbIFa  Kaparanma, IBM-ae
ayTOMMMY HIIBIK T-3kacyiaisl aHomanusmap CHEKTPI 2y KhIMIBIPAK,

bBymueiker Guoncuscel HOTHIKEJIEPIH HHTEPPETAIHUANAY JKIHE apbl Kapai
Oosily  GarbIThIH  aHBIKTAay — Kesinge KIIHHUKA/IBIK-NATONOTHANLIK  ©3apa
GaHIaHBICTBITBIFEL MIHACTT] GOMbII TabbLIa b,

TykeiM  Kyanailitein MHOLIATHANAD  CHAKTBI, OYJIIBIKETTEPAIH Gacka
Gacranks! aypynapeiian [BM AKLIpATa a1y YIiH, OYJINIBIKET 3aKBIMIAHY bIHbIH
CHNATHIH anbIKTayTa MPT na kemektecyi Mymicin.

Bymusikerrep  GHoncusch HITHHKENEDI:  MHTOXOHAPHAIBIK — KaBbIHY
MHONATUSIAPE! ([IOJHMHOSHT, A€PMATOMHO3HT, IBM skane HMMYHHTET TYpPTKi
Gonran HekposzaiTbm MHONATHANIAP) Ke3iHJAE 1€ KOHE HBIK-)KAYBIPBIH-OET
MHOIATHACKL CHAKTBI OyNNbIKeTTEpP/iH KeHOIp TYKbIM Kyanalrbin aypyJiapsl
HOHE 0acKa IEeHETHKAIBIK OyIIIBIKeT JUCTpodHANapsl, aran aiTKaH1a.
AUC(EpTUHONATHS Ke3iHne e kesneceni.
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9.2-kecre. HelipoBusyaauzanms HITHKeepi [32]

QMBI
CHIIATTaMaJIaphl:
ACHMMETPHS
‘l{r;;s_{xap:

Jc::.;. CaKTapabIH TepeH,

Oy kikimi

‘}E{r-mﬁac: Tirinmi
OyIIBIKeT, TOpT GacTh
Oy biKeT

ARK: OanTeIp,
!Mc,m&ﬂbﬂi
[Oymmsikerrep
https://neuromuscular
-wustl.edu/

[

Ocrik  ka3plkThHIK, T1,

IBM 6ap namuenr

(A) binex]
Oy NIIbIKETTEPiHIH
opraina Mai
AIMaCTBIPBLIYLl Oap Kon
OyubikeTTepi,

HEri3iHeH TepeH caycak
Hiarimrepine  (kaaimri

KOpceTKijiep) JKIHe
a3FaHTal Japexesne
PKA3FBILI

OyJILIbIKEeTTEpre
(HykTen  kepcerkisep)
acep erefi.

(B) Mucranbai Genikrepi
3aKbIMIaHFAH asK
OynbIKeTTEpI,
OyIbIKeT  arpodusce
(OyBIKeTTED
ApACHIHAFLl Mal TiHiHIH]
YIFalObIMEH  KeNeMHiH

PKOTaITyBI. HYKTelli
KepceTkinep) HIHE
HEri3iHeH  kamOacTsiy|
TepT Oactel
OVJILIBIKETIHIE  (3KaImbl
KepceTkinep) OpbIH
U1aThIH Mai by

AJIMACTBIPBLIYbI.




KopbIThIHABI

IBM kesinze TyblHaay bl MyMKiH JereHepaus bk aybITKyJIapra
SHAOINAMATIBIK PETHKYIYM CTPECiMeH 0aiNaHbICThl MHOTAMIIBIKTAPIBIH
KOITEreH aKyBI3[bIK ArPEraTTaphl XaTa k.

Emneyre Tosimainik 3amanayu emaey saicTepin nainanany kesinme [BM
Karjafibinaa 6oarsin 5hdEKTOpIILIK Kalbl MEH TepMUHAT B!

A depennranianrad sddexropnsk T IKACY M AJIAPEIHBIH JKOFAPhI capajlaHran
IOIYJIAIHSACEIH TEXKeY HEMECE CapKy MYMKIH eMEeCTiriMen GaiTanbiCThl 6oy b1
MYMKIiH.

IBM T-sxacyuanap Typrki Goiarsin Ay TOMMMYHIBIK aypy €KeHAIri TypaJibl
Nanenjepain keberoi 0ckl kKacy manapiby CapKbLTYbIHA OareiTTanran Gonamak
emiey ajicrepi THiMai Gonans aeren ymit Gepeni.

10 :xarnaii. UMmmynnTeT TYpTI 601Fan HEKPO3AalTHIH MHOMATHSA

Karpalaein cunarramMacer 35 JKac, aHel1 agam

Herisri warbiver: asik Gynwsikerrepinin ancisniri xone KapMay KyIIiHiH
TeMEHIEYI

OTbaceLIbIk  aHamHesi: HYHKe-OVIIIBIKET — aypyqapbl  JKOK, KaH
apanacThiFbl KOK

MeauuHHaNBIK Tekcepy: NPOKCHMAJIB/TI TOMUHAHTAHBIH aHKBIH 9/1Ci3miri
Oaiikanaer, MRS mkanacsr Goifsinma 2-3 Gamr. Hucraneai GymmmikerTepin
KYWIi KaJbil LieKkTepinae Golran. Bantbip Oymubikerepinin runeprpoguscer
Hemece arpodusicsl Oalikanvarad. [OBEpC CHMNITOMBI oH. Kpi3 Oanansin
Kdpajlanaan syperini Galikasran. TCP rtomenneren. Ber OVJIIIBIKETTEPiHH
3aKpIMIaHy bl %OK. Jlucarusnap nemece ausaprpusinap Gaiikanmaras.

3epTXaHaNBIK 3epTTeyiepuin Aepekrtepi: KOK 7930 Xb/n (nopma 45-
163) anruaenenep: Jo-1 (-), ANA (-)

IMI: bacrankel pexpyTauus, UOpHATSIMA #oHe Kenen on TOJIKbIH AP,
TONKbIH  aMIJIMTYJACHl  TOMEH nondgasaneik  Giprikrep. Keiibip
Oyamibikertepinge CRD 6ap.
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10.1-kecre. CoipkaTHama

4
3_ _*f“? Bocanrannan
JKYKTUriHiH 40 Keiiin 8 aiinan
ANTackIHNA YiI COH

DanaHel IyHuere

IKYPreH Kesae
27 xac OKEJITEH JKoHe KHBIH/IBIKTApbI
Tekceprex KOJTBIH JKOFaphl OGatixanran (35
kesne KOK KOTEpreH Keiie JKac)
) i
2400-3400. Kl'lhé:g::::a;ﬂu BymubikeTrepai
IIarbiMBl 30K H BHoncuack
34 mac focanrannan
et Keifin 3 aiinan
JKYKTUIIMHIH :
27 anraceina cuﬂasémtr;xﬂ
KK 3493 IEreH JaHe
acrnaliakneH
KeTepiirenae
TaAHBIIBIHA
cyiieHyre Typa
KeJreH

bymubiker 6uoncusichinbin aepexrepi (10 cyper)

#410.1 cyper. H&E BosTyBl Kesinge:
hranwbicrap eseminin uamerpi 8-
jcH 80 MHKPOHFa IeHiHTi ayKpiM/a
OpTallla HeMece aiKbIH e3repyi
Oaiiananel. HexposznaiTein, sxoHe
MperenepanusTaiTen TaNIbIKTAP/IBIH
fasnaran Metuepi Gaiikananst. i
Alsnponapsl 6ap GipHere Tanbik
Oakikananel. Opraiua peakTHBTi
HUMQOUMTTIK HHHUILTPaLHs
Dabikanambl. AHKbIH SHAOMH3HATL
hubdpo3 balikanansl.
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10.2 cyper. MGT Gositysl kesinne: |
AIHHIiK eMec JeHernep,

ROV TIIBIKETTep 1IN KBI3bLT
AJIIBIKTAPBIHBIH Y311yi JkoHe
HEKTEPiHIe BaKyoIbaep
SOaiicanmalinel. [lerkepi xyiike Gy

cipece, arpodusitanran
[TaJIBIKTapaa MUOQHOPHIIAapATLIK
OpJIap BIABIPAFaH

0.4 cyper. C/II" Gosmysl kesinge:
CAT-re (SSV) KapKbIH b
CAKIMAMEH KaH JKYPETIH TaMEIpJIap
DaiKanmaiip.

10.5 cyper. Cd-men Gosnyb
Ke3iH/Ie: MepUMH3HSAIA JKaHE
PCrCHEPALHSNAHATEIH TAJILIEIKTAp 1A
CBI3BIK) (hepMeHTTiK BenceHmiikTiy
JAHKBIHIIBIFEI JICi3
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,’.A an PE S\ b
Kenecinepmen muonarusiisix e3repicrep:
Tanweicrap esieminii opramanan aikbii Jlapexere JieHin e3repyi
Hekposaanran sxaHe pereHepanusiaHaTsii TaJlllbIKTap, OipHemey
luiki sinpoaape: 6ap TanibikTap, a3garan MoJepzae
Onpomusnaneai pubpos, aikbiH
1 THOTI TAMIBIKTAPABLIH ATPODHSICH, aiKLIH
: 2C THNTI TANIIBIKTAp, KaHbUIFAH

Koprrrbinasr: Xorapsina kenripinrennep cossimansi HEKPO3 JKoHE
PEreHepallks yaepicTepin kepcereni.
HmMmyHOrucToxumus
& 110.7 cyper. HLA-ABC: on

oot

10.8 cyper. p62 nuddysanix
[TyHipIikTenren wery
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e 10.9 cyper. MAC: capkonemmana
‘ ﬂ"f PKHHAKTAIFAH IIANIBIDARKI
[TalmEIKTap

i

= 4 b

HUI'X caprkonemmana MAC KUHAKTaIYbIMCH. IAIILIPAHKE! TATIUBIKTAD/IbL ,
p62-meH Oosuty Bl KediHne — AuGdysneix Tyiipuikri HUHAKTATY/Bl Kopceresi,
OyJ1 HMMYHHTET TYPTKi Gosiran HEKPO3/IANTLIH MHONATHAHEI Oinaipeni.

Oce! xaraaii GoitbInma Heriari TYKBIpBIMIAD
I 27 xac wamaceinna KOK genreiiinin 2400-3400 Xb/n-re
TYCiHiKCi3 JKOFapbLIay bI
; Kyxrinik nen Gocanynap 34 scacra TPUTTEp peTiHae
Herisri marsiMer: Oyuisikerrepnin yaemeni ancisairi
K@K 7930 Xb/n1 aeitin apryi
OMTI': Bacranke! pexpyTauus, uGpHAIsILIMSA sKoHE Keen OH
TOJIKBIHAAP, TOJIKBIH AMILTHTYAACE TOMEH nomxpasaneik Giprikrep. Keiibip
Oynbikerrepinae CRD Gap.

AR S ]

6. BynmisikeT Guoncuscrinbiy HITHKEIEPI CO3BIIMAIEI HEKPO3 MoHE
Perexepanus yaepicrepin oiniipeni
7 MI'X kesinne capkonemmana MAC KUHAKTAJY bLIMEH [IAIBIPAHKBI

TaJEIKTap, p62 kesinge — nuddyznpik TYHIpIIKTI sKHHaKTATY,
HKorapeina ANTBLIFAHAAPABIH 62 PJIBIFEI HMMYHHTET TYPTKIi 601Fan
HEKPO3IANTEIH MHONIATHSHEI KOpceTei

10.2-kecre. AHarHocTHKACBIHBIH AJNrOPUTMI

K®K aenreiti sorapu some Synmemertin TYCIHIKEis yaemeni ancianirt Gop nauneur

AYPYLMMSHIDISILL AYTONMMYHILIK 3HT MItHEIEpIC TECT Byxla sewenin KT/MPT
AmATRACTHEE LN
wRIM Vaeini
Tepic On ByarmseTronnin Teany, nepndacusnomapnik cursar
: cnetmdiica Tk
~RIRENLTIN Y

Bymmaker mietpodmac Kabummysien syperin meonamns
Evnenveiini . "
N mlim] e By i Estacscai
Ll € 1P Liis s m . - SETTERA .
. i X - Fenermeanik Tanay
opnaita Tt —s *
MuoauCTDOUNHE R Hesooe EIOBIIYMCR AYFCTIH MIFONOTASHA0L THIIH 203 PHBICTEY

Aeploc exn (enesdim e sacea i TEPAnS)
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Kerekama aknapar [21]

MIMMyHHTET TypTKi 60J1raH HEKpPO3AARTHIH MUOTIATHS (MBHM) kaGpiny
MHOTATHANAPE] TOOBIHA SKATATEIH KAHA ayPy OO TaObLTABL.

Byt eurHannapnsr axsipaty Oenmekrepine ayTOaHTHJIEHENEePMEH (aHTH-
SRP), xane keit JKaFlaiaapaa karepii skana TY3iniMuepMeH, CTaTHHIIEPMEH
EMICYMCH Hemece Gescen i BUpyCThIk MHBEKIHsIMEN DaiiaanbicTs]
MHONATHsIap TOOkL.

MBHM bananapna, wacecripimaepiie xane epeceKkTepae kesneceni

Kinnukansix kepixici: npokenmanmui OymIbIKETTEPAIN Aucianir, aneTTe
Gacramysl seen HeMece wenelre IKYBIK, aFbIMBI Oasty yaedni, ask-6e
OYJILUBIKETTEPiHIH AMCTPODUSICHIHA TaH Genarinepre ne, KOK nenreiii > 3000
Xb/n

UI'X kemerimen skypriziierin GyilbIKeTTep OHOMCHSICHI THATHO3 KOIOFa
KEMEKTEeCYl MyMKiH

Crepounrapra xayantap — ajcis, Oipak Gacka MMMyHOCynpeccusTik
npenaparrap THiMAL GOyl MyMKiH.

11 skaraaii. MHTOXOHAPHSJIBIK aypy

HKarnanaein cunarramacer: 12 sxac 4 ai, Kbi3 6ana

Herisri marpmver: 11os, odraismonnerus

AHaMHe3i: aybIpiamaran

OTdackLIbIK aHAMHE3i: HYHKe-OVIIIBIKET aypyaaphl JOK

Menuunnanbik Texcepy: Goiis — 114 eM, canmarsl — 18,9 kr. 1Q
LIekTik neHreiine Heiipocencopiisix KepeHiK. ApPKACBIHEIH TOMEHTI Golirinme

HpCYTH3M Oatikananst. [1T03 #aHe TONbIK Jlepaik oransMonnerns. Asik-

KOJL1apbiHaa OVIIBIKET aJIci3niri wok, "TanaeMiik Kypic" Tecricinen etyre
Kabinerciznik.

3eprxananeix 3epTTeyaepain aepexrepi: KOK: 66 X5/ (Hopma: 45-163)
Jlakrar (kau) 27,7; OKMC) 44,8 (3.0-17.0)

Kepy sxyiikeci: nurmentrix perunut

Mu fininin noTenuHanapabIn acepinen €CTY HOJIIAPbLIH TEKCepy: 2-
TOJIKBIH %KOK

OKI': I'HC WOFBIPBIHLIH OH %aK TapMarbIHbIH TOJIBIK 0J10Ka1aCk
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CeipkaTHama

12 xac
NTO3, CEIPTKBI
9 mac oransMonTerus
4 wac NITO3 5K9HE JKoHe DOMBIHBIN
ograneMorLIerus, anacaLIFEHa
DaHKOHH ECTYAIH CeHCOo- GalinanpicTe
CHHIPOMBI , HEBPOJIOTHANIBIK aypyxanara
Ooiisl amaca Gy3bITynaph! JKATKBI3BLIFAH.
[ ® [ ] L] ®
6 xac 10 =xac
TIUTMEHTTIK 3KTI-pa Fuc
PeTHHUT, IIOFBIPBIHBIH,
aHeMus OH JaK

TapMarbIHBIH

Kinaukanbik gepexrepai TAJXAYAAH KeHiH KOJIBIMBbI3Aa He Gap:

[Tro3, odransmonterus, Goiisr ajacanay (6o#er 114 cM xone canmars: 18,9
kr <3 &), 1Q wekrik aeHreiige. Cenconenpanbi ikepeHaik (MU AiHiHIH ecTy
PCAKLUHACH CTBOMA: 2 TONKBIH #OK), ApPKaHbIH TOMEHII GemiriHmeri THPCY TH3M.
ASK-KOJUIApbIHIa OYJIIIBIKET oNCi3firi Kok, "Tannemaix »xypic" Tecricinen
oryre Kabinercisiik, murMenTTik PCTHHWT. JIAKTATTHIK alMA03 (nakrar aexreii
(kan) 27.71; OKMC) 44,8 1(3.0-17,0). aput™us (I'uc LIOFBIPBIHLIH OH KAK
TapMarbIHBIH TONBIK OJI0Kanach!).

Bana xyHinge emkannaii CPEKILTKCI3 Gana Gomran. Aypysl 4 sachinia
bacranran. Cumnrompaaps Giprinmen YAETEH, 3aKbIMAAHY JKalblnran

MHTOXOHIPHAIAD KYMBICHLIHBIN Oy3bLTybIHA KY ik Gap

Oub1 Kamaii paenneyre Gonaer?



ByaubikeT GHONCHACHIHBIH aepekTepi (11 cyper)

11.1 cyper. H&E Gostaysl kezinne:
TAILIBIKTAP/IBIH eiieMi bosap-

_ [oomvac — nuamerpi 20-gan 70
MUKDOHFA JICHIH ayBITKBII TYpalbL.
DuaoMusnansai Gudpos
Oaiikanmaiiner. Keiibip
TATIIBIKTAPABIH KYPBLILIMBL
TYHipLiKTi.

11.2 cyper. MGT 6Gosnys! kezinme:
| [OynbIkeTTepain GipHele Kpi3bL
i [TaIBIFbIHIH Y3inreHi (RRF)
0alKaiabl. HKuekrepinmge
BaKyOJIbCP HEMECE MAlMHIK eMec
nenenep Oaikammaiiner. Illerkepi
PKYHKENEPAIH MIOFbIPIaphl HAKCEI
& MHeHHIeHTeH

11.3 cyper. CIII'-meH Gosutys
Kkesinge: CT-re (SSV) KapKbIHbI
PeaKIHAMEH KaH XYpPeTiH Tambipiap
Galikanrambl.

- |11.4 cyper. LIOI'-nien Gostys!
* [kesinae omaxkteik LIOI-Tepic RRF
', OaliKanansl.

IIaToIOrHANBIK 3ePTTeyAiH HITHKesTepi:

Kenecinepmen muonarusibik esrepicrep:
1) Tanubikrap enmeMinin e3repyi, Gonap-6oamac
2) owakreik LIOI -tepic RRF, asnaran MeJiuepae
3) 2C Tunti TanwLIKTap, a37arad MoIepe

KOMMBHTapPIPI KOFApBIA KeNTiPIIreH 1epeKTep MHTOXOHIPHSITBIK
[aToJ0rHsAbl KepeeTedi. Co3bLIMaIb! yieMerni ChIpTKbI o TalbMoierts
(CYCO) kesinae reHernkanbik Tanjay xyprisy YChIHbLIAMBI!

LN —

VA




OaedueTTeperi aknaparka mo.y [33]

CYCO — 6y 6asy yneiitin MHTOXOHAPHSIIBIK aypy.

On kes kenren xacra naiiga Gosty sl sKoHe 5-15 b iminge YJIeyi MYMKIH.

AJFALIKB] CHMIITOMBI — MTO3/BI MAIHEHT Kkebinece, kabakTaps! canbsipan
KEeTKEH1 COHIIA, KOpY asiCBIHBIH AKaybl Ty bIHIaFaHFa NeHiH Oaikamaii xanasr.

Kenreren xarmaiinapna UIAMHEHTTEP, KabakrapAblH Oasy  yueiiTin
canGeipaybina Geilimaeny yiin Gacein Kepi wankaiTais,

IT103 ©3iHiH aKBIPFEI caThICBIHA Kaiail KETETIHIriHe Kapaii, MalHeHTTep
KabaKTapbIH KOTEPIHKipey Yiuin MaHiaii OyribIKeTiH naiizanana Gacraiisr.

KOK jenredii kaneimreiian can nemece OpTallia JKOrapbiFa 1eHiH aybITKbIN
OTBIPYBI MYMKIH.

11.1-kecre. Oaerreri MHTOXOHAPHAIBIK CHHApomMaap [34]

Cansicr A Cenernrasn =
s tnon: I et Inerreri | Katapaac TyKbim Genere ﬂ’; niK Kosaiine:
P e 5 Benrici Oenrici(epi Kyajay DETCyIcn He emjey aaici
SKHLTIr COHFBI IepeKTepi
POLG CHMOTomaTy
Bananapnare! AYTOCOMANBIK My TaumAnapsL, KaJlbiK
Anenepc Ore s 4
e S MHOLEepebporenart| -PELIECCHBTI ananbik/IHK | (Bansnpoarr
onaTHs THITI CAIIANIbI bl KOnaaHbay
KayKy bIMEH Kepek)
Kepy skylikecinin
AYTOCOMAabIK- OI'ITHI\'EJII:IK AVTOCOMHH!:]N
= K = OPAI Cumrrro
[TOMHHAHTTEI Cupex HEBPONATHS ~OMHHAHTTBE : 2
4 AL MYTAUMANAPbl | MATHKAJIBIK
aTpOdusicH (COKBIPABIK) THII
ADOA)
i AYTOCOMATHIK|
Kosnsum Q10 Ore  |mMuonaTha Hemece| Ao Typmi anponeik | Kosnsm
TAMLIBLIBIFbI CHPEK | MyabTHKyfieni p o ren/iep Q10
aypy
ATakcua,
o Ke3 muonarnacer IKYpeK Anpa-canza | Anansik JHK 2
Kupic-Ceiip . FAPEE 4 A 4 ameik JTHIK CumMmnro
5 HKui (nros, OTKISTIUTICIH  Ke3lleceTin | napa ayKpIMabl ; i
cuiapomer (KSS) , T MaTHKAJILIK
ofranemMonapes) 1H THITI JCHEIHACH
Oy3buiynaps
AHaTBIKTEIK
THII
Vlebepain Tykbim TICHETPAHTTEI -
e ¥K OnTukanbig ( 2 Y AnanpikIHIK
KyanaiTein Kepy e JIbIK TOMEH, 3
< | Ote wwi HEBPONaTHA TYpPI Hnebernon
ST ROEIRACKT (COKBIPNBIK) S Tl MY TALHAIADbI
LHON) DS HIerexi A P
epiepae
JKOFAphl)
Ayrocomansik| Snonbik Hemece
-petteccHBTI ananeikJHF
Bananapuarsr PETIES s ﬂ K
: THNi, X- Typai Cumiimo
VleH cuanpome HKui avelp - ;
i: TIpKeCne M\‘Till.ﬂiﬂll'dpbl MAaTHKAJIBIK
suuedanonarus :
HeMece (MbICANDI,
AHANBIKTEIK | m.8993T > G)
IMHTOXOHAP UL
K aHUEehanonaTs, Kypekrin
CYTKBUUKBLIAbI . [ MiHey bt Topisni|sakeiMaany b : Cumrro
5 Jm Hui Lo L 2 v AHanbik THII m.3243A>G § S
[anna030eH wane KepiHicTep , ecTimert MAaTHKAIBIK
HHCYJIBT TOPI3i Kany, nuaber
KepiHicTepMen
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MELAS)

MHOKIOHHANBIK
PHUEaIOnaTH,

Cummnromars
OYJIITBIKETTIH KaJlblk
: ATakcus, 3

KbI3b11 i Muoknonus i Ananeik tmi [ m.8§344A>G (MbICanBL,
TaMIBIKTAPBIHEIH JieBeTHpaneT
(3iiyiMeH am)
MERRF)
IHTOXOHAPHsLIIBL JleiikoanceTp
e Ackasan-iner othus, e (S
HeiporactponnTe | Ote JKOJIBL Ke3aeri i ; TYMP Do

fr -PelecCHBTI ayBICTBIPBIT
CTHHANIBI CHPEK | MOTOPHKACBIHBIH | MHONATH, S MYTaLHANapbI 5
priedanoMuonar Gy3bLTY BI IeTKepi Y
ma (MNGIE) HEBPONATHS

11.5 cyper. MUTOXOHAPHSIBIK MHOIIATHS Ke3ineri THCTOJIOT HSLITBIK

(A,

(D)
TaJlLBIKTAP

B)
(reMaTOKCHIHHMEH-203UHMEH JKame colikecinmie, ap
lomopumen Gosinyst), (C) LuTOXpoM-c-OKcHaa3amen (LIOT") Gosuty kesinne
Tepic peakuus Oeperin tammnpikrap (L[OI-nen Gosaran"ak" TaIBIKTap) KaHe

BybikerTepin

"Yzisren kok"

aepexTep [35]

KbI3

bLIT

TaJIIBIKTAPBIHbIH

y3iayi

IIAHENBIIH OpPTackIiH/a

(CIT'-men  (cyKUHMHATIETHIPOreHa3aMeH) Oosutran)
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11.2-xecre. RRF GKEIPTBLIFAH KBI3ELT OyJIImEIKeT TAIIIBIKTAPEI)

mGT CAr or
Kymrri CJII-peaxtusti
RRF Ka sicypetin tameipnap [LIOTomakThix TANIBLIBIFBE
SSV)
CPEO IS | LIO!"-TeprRF (bapnpeix RRF: LIOT-
repic)
L1OT-TepicRRF (6apnsik RRF: L1OT-
repic)
RERRE i i LIO-Tepic SSV (6apasic SSV: [[OT-
[repic)
) RRF
M i i SSVs aysicnans LJOT
- (90%)
% 10% (SURFI sxane 1.6.): LIOD
Uleit = B TOJIBIK TATIIBLIBIFEI

OPTYPJli MHTOXOHAPHSLIBIK AYPYHApALIH AU} epeHHA B
AMATHOCTHKAJIBIK epeKIIeNTiKTepi

Aypy
| , e o 0656)
IKOCAJIKBI THITI AHabIKHK/ rJIHK e eHrefiHin
= I(DFHDHJTHI"I-T
OpTatma moni
[I1anasousi]
Vlapa ipi nemera (de novo) <70% | lyxrenic
ICPEO (cossimmanpr 'Y TALIA (AHANBIKTEIK): Hanpumep, m.3243A>G (RRH
yemen chpTie aubivManer LIOT, Gipax SSV-ciz) Konreren nenenmna 20 sac *KSS: Eneycia
odrransMoneris) r/IHKrenine Gaiinansicrer) rIHEK reni (ANT, <20 xac
POLG, TP wxame 1.6.)
IMERRF
MHOKJIQHHSTBIK s
pHuedanonarus, Hyxrenix myrauns (anansix): m.8344A>G (freauent).[24 sxac [6 sactan EJ’IGYC[MCH
5 i 3243A>G swone T.6. M8 scacka geiiin] [ P IBIITEIF
YITIIBIKETTIH KbI3ELT |m, IKIH dCKa JIeHin] b
TANIBIKTAPBIHBIH
[y3inyimen)
IMELAS
MHTOXOHIPHAIBIK
r:‘?g:;l:;] S Hyxrenix myTauns (ananeik): m.3243A>G <80%:>. |10 wac [2-nen ’E;[[)iyaﬁll:;frilra
3 m.3271A>G, m.13513G>A, et 10-Kka neffin] :
CYTKbIIKbUI eifiH
ALHI03 JKOHE HHCY.IBT
Tapi3ai KepiHicTep)
Hyxrenik myramms (anansix): <20%> m.8993T>G ‘
pevece C (Ho), m.9176T>G nemece C (Ho) <15%>, [CoOmTIK fikbist (L/P >20,
Ulel cHHApOMET M.13513G>A (He), m.3243A>G (He), m.8344A>G feﬁw"e? o [KAIBIOTHI L/P:
He) o/IHK reni (SURFI <10%>, PDFHA] <10% ko
pxone T.6.). i

76



11.3-kecTe. MUTOXOHAPUSLIBIK Kepiuictep [36,37]

LekTik 9cepi

RRF-
100% H ¢> Mml::muny
: AeHreiii
P :
g :
£ 3
= :
5 EPEO MELAS —RRF
S = RRF aybicnansi
5 & R wor
= — UOr-tepic RRF
L] >25 >50 >75 <100

MyTauuAnadfad aHansik QHK %-bi

MuToxoHAPHANBIK aypyiapabiy (MA) Tapaiybl Tipi TYYJapAbiH KamMbl
CalbIbIH Kemite 1:8500 Gemirin Kypa s,

MA KAHHUKAJIBIK  Oeriiepi  cneuH(pHUKanbIk  emec  xkaHe
HEBPOJIOTHSUIBIK  5KOHE HEBPOJIOTMANBLIK  eMec KepiHicrepin Koca, TYpui
[TAIMEHTTEPIE aYBITKBII TYPabl.

MELAS, keH tapanran MA. yremeni CHHAPOM 00JbIN TabbLIaNEL, Gyl
Karjaiaa mauuentrep Oip deHoTHNmiHeH emaenin WBIFYBl MYMKIH, aJ
KeiHipex 6acKaiapbl AaMybl MYMKIH.

Ananeig/IHK MyTanmsiiapsr 6ap MAUHCHTTEP/IE aypy CHMMOTOMCHI3 OTYi
MYMKIH HEMECE KONaFr3alblk 3aKbIMAaHY Gailkamybl MYMEKIiH.

MuTOXOHAPHSIILIK MHOTIATHS, JHIe(ATONATHS, TAKTOALHIO3 5KIHe
HHCYJILT Tapi3ai kepinicTep (MELAS) mMutoxonapus JHChYHKUHACHIHBIH
HOTHIKCCIHIE TYBIHAANTEIH MATOXOH IPHSIBIK aypyJiapasl 6ipikripeTin Herisri
KIWHUKANBIK Kepinictep Goabin Tabblaags.

MELAS cHHAPOMEIHBLIH Tapaybl, Oaranaynap Goiibinia, Xanouusa
0.18:100 000, AHIHAHBI CONTYCTIK-mbIFbichHAa 1.41:100 000, senusana
2:100 000, @unaaumusna 18.4:100 000 xane Agcrpanusaa 236:100 000
KypaHabl.

MELAS cHHAPOMBIHBIH MaHH(ECTAIHACH KACHL:

- 20 sxacka peitin 65-76 %,
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- 2 sxacKa neiin 5-8%,

- 40 sxacka neiin 1-6%,

MELAS cHHAPOMBIHBIH KIMHHKANBIK Genrinepi kebinece,
epeceKTepaerire Kaparanjaa, Oananapna xuipex kesneceni [35]

Unecyner Topisni kepinicrep, MELAS AHAFYPIbIM MAaHBI3AB CHMITTOMBI
MPT-narbl  Marucrpamisix ApTEPHSNIAPABIH - KaNBINTEl TAPATYbIHA ColiKec
KeAMEHTiH, TMNTIK  aybITKynapmen Gipre  koprkansui HEBPOJIOTHSLILIK
TAIIBUIBIKTEIH KYPT TYBIHAAYBIMEH CHOATTANIAILL.

Mucyner Topizai KOPIHICTEPIH bIKTHMAN natorenesi TOMEH/IE CHNIATTAIFaH
[38].

11.6 cyper. MuTOX0HAPHSIBIK aypyJIapaarbl KIHHAKAIBIK
KepiHicTepain cmexTpi

* Kopy syiikecinin arpodistcnt
* MursenTrik pernronatus
! - Yreveai chipricia odTamEMonaernn |

\ *Ecryain uawapaayn

i
|
“Tunotipeos (
|

—
*ATakcns

* Mg Gersensgi
AAPOIEPLIILIL

ks ks

* Kormrmemx Gysssicrap

» Canankin esrepyi

* KabuKTaik cokupmak
Hlemein

*Hasy aaru rexenic

*Dmulencus

“Hypic-TyprcTii Gysnumyn
*leximapes
o

*Auesmu
*CYTRBILKLLIY
LI anmsesms

KapauosmonaTnse. trlinuﬂaplnmtnn

*Kant maberi

*Hucyaun cerpeunscuimin Gyanunyaapnt
*Hucyuuronems ‘
*MaukpeaTr |

poITT=
THLONOA IIA
*OKEI-y fipenyre
KaGIIETTUNRTIR Gyanuny s
* Haan namapaayi
= Miokionng
* HMemxoytmx Gystmacrap
* Kaftramtarin Gac
AyuWpyaspu
=Boit anacanurs |menponaTisaap
+/lnapes
« It wary

HCYALT TIisfl Kepimicrep 7
* ACKAJAH MO TOPIKACLITBLIL Gysnuayn
=lwerrin saaran ol cTpyRuUsICh

o1

* Danko g npokcivaabal
TyGyAonaTHsCH
Tpoteinypus
WTH

*Mesria-searia kyey

* Byammikertin kuisnia TANNLIKTAPRIHLI
yaiayi

= Hdene wywreseepiin HRAIABY LTI L
*By.uuniker avreistiri

=Muonatus

*BYUNBIKCT aTpodusichr
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11.4-xecTe. MUTOXOHAPHSIIBIK aypyaapaeid 00/uKAMIBI NATOreHesl

HOHIBIK rOMeocTas ANHILIAPJIADABIH
o3repe me? “AHIMOIMTATHSCEI?
JKapraKuanap BBB breakdown

TypaKchbi3 Ha?

R

Tlepukanumisapabik
eHpoHaap TUIA3MATIbIK IKCTPABA3AIIHA
O3FBILUTHIFBIHBIH
/ PKOFapEIIAY I JHEPTHs N !
e L 4 v
Drunencus yeramack: ] TPHIMHHOBACKYIAPIIbIK
[KANHAAD D I i Genceny
EGTKJIZH‘I WITITTH apTThIpajbl | /
- TR : I Y —
| JAT® kaerTinini mex Gonyst [Bac aypysi |
! lApACKIH/IAFbI SHEPTETHKAIBIK l ;
: inncOanaxc ‘f |
Y — —t

4 —_—

kY

—
‘:MHTDXOH.!I]]HHHHK KanmuJJAPJIbIK aHrHONaTHA

l
J\5:)111'au Ke3/Ieri BasoreHaix iciny |

aHaIPO6Th! MIHKOAHIMIH

| JKOFapbLIaY bl
™ Mrcynst ropiani v
4 BaksiMaanynapasin Gasy Jlaxrar ennipinyi
NEHTIH Tapany sl

i
2L =¥ s et
r .
l Pmamm THIIEpeMMs |
|

HelpoHapabIH TaMHHAPIBIK s
(>xanFan TAMHHADIBIK) TapanyLIMEH
OFAITBLIY bl
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11.7 cyper. MELAS BH3YATH3ALHSLIIAY AepeKTepi

Arquivos de Neuro-Psiquiatria JKY PHATIBIH 1 HKAPHSITAHFAH
HYMBICTAPIAFbL, MUFA Jxacanrad MPT kesingeri. MELAS Oap nauuenrrepaeri
OipskakTel (A) Hemece  ekixakThi (B) sakeIMpanynapnm KOpCceTeTiH
BH3yallu3allUsHBIH epekiienikrepi 2009; 67:668-676

MELAS emi [36]

OJIEYMETTIK KbI3METKepIIep MeH (H3HOTEpPaNTeBTTEP/i TAPTYIBI KAMTHTHIH
MYJBTHANCUHITHHAPABIK TACij.

by aypyseiy emi Herizinen CHMITOMATHKAJIBIK,.

Hemeyi emre cyHBIKTBIKTEL skeTKiTicT] MJILLEPIE ilTy, IYphIC TaAMaKTaHy,
AAPI-NOPMEKIICH eMIey, COHAAN-aK MCHXO3Fa KapChl HEMECE CEMIATHBTIK JKaHe
OHANTY TEPANMACH Kipeni

i Dnunencus yeramanaphiy Genceni TYPAE eMIey Kepek, oiTKeHi
SMHIICNICUAIBIK Dencenainik kesinae neiiponap AT® kesi peTiH/ie MHKoren i
naiananaiel.

2: Banknpo# KelKbUbL, kapbamasennn, peHnToOnH KaHe
(enoGapOuTan TYABIPY bl MyMKiH MHTOXOHAPHSIBIK Y LITTBIILIKTE €CTE YCTaFaH
#OH. MA 0ap naumenTrepre, 1akroannnosra Gedimainirine GafinanpicTol,
acipece, MELAS sxaHe kauT muaberi Ke3iHze, MeThOPMHH/L KomanyFa
Bosnmaiiapl,

3, ABpPOOThIK JKATTHIFYIAD

4. Y31iKCi3 METOXOH IPHSTBIK OpBIHOACY TRl eM

11.8 cyper. Emney Tacinepi [36]
3243A>G, 3271T>G, 3244G>A_ 3258T>C Hemece 3291T>C
MyTallusnapein eMeyiH Tocini peringe Taypuu MoAHDUKaLMSICH]

Jleii cunapomel [36]
Jleit cunpoMel wamamen, xana Tyran 40 000 nopecrenin 1-eyin
3aKbIMAAH /b1 JICTT ecenTeneii.
OJ1 HEBPONOTHSLITBIK (byHKIHIHBIH yaemerti TOMEHZEYIHEe aJIblll KeJleTiH
0azanpui TaHIIIHHJIEPAiH, MUIIBIKTHIH, AHeHLedATOHHBIH HKoHEe/HEMECE MU
OaraHbIHBIH HEKPO3ABIK 3aKbIMIAHYBIMEH CHOATTANAE,
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Kinnnkaieik 6enrizepine meuxomoropiisix PeaKUHsIIapAbIH TeKeNyi
HEMCCE PErpeci, FHIIOTOHHUS, TPEMOP, AJICI3/IK, CTATHKAIBIK ATAKCHS HKaHe
JAKTOANN/03 JKaraibl. JlucTonns kebinece Jleit cunapombiven e Karap
JKYPEri.

OLeTTe, KIMHHKATBIK MaHU(ECTALMACH AFALIKET 2 HBii imiHae open
AJIAJIBL, AAHE MALMEHTTED LaMaMeH 3 XKac aMachlHAa KAHTBIC 60MambL.
[Maumnenrrepain kenuinirine qamymbin Texenyi alraun pet kepinic Geprer.
KuMebia-Ko3ransic ancismiri Men arakcus aypyIbIH 2 )KacTaH KeHinri
ManHpecTauuacsl 6ap JKOHE KIAMHUKAJIBIK AFBIMbIHbIH ay bIPJILIFBI a3/1ay
Oananapua »xui kesneceni.

MERRF — byimbikerrepain Kbi3bLi TAJWBIKTAPbIHBIH Y3L1yiMeH
MHTOXOHAPHAILIK SHUe(anonarus [36]

CHHIPOM YIiH Kypbicysap, MHOKIOHYC 5kaHE aTaKCHs! TOH

MHOKJIOHYC ©3iHe TOH KIHHHKAILIK Oeirici GobIN TabBIIAThIH, HoHE
MELAS, Jleii xoHe Ambnepe CHHPOMZIAPH KOCa. Gacka MHTOXOHAPHSIBIK
IHIE(aNnonaTHIBIK CHHAPOMIAP/IBIH HAKTH AHBIKTAIFAH KpUTEepHHiIepinin
ajiChIna KIpMEHTIH MHTOXOHAPHSIIBIK CHHPOM.

ATakcus Oy aypyMEH Karapiac yperit jxKaHe 3HIencs ycramanapbeiHan
O3TCIISJICHETIH clenu(pUKaIbIK Oeri.

11.5-kecre. Keiibip npakTukaasik YcebiHBIMAAp [35]

Aac mamacer Jlozacet Enrizv raciai
A e Tayairine 150 mr
Bl napymeni o TayniriHe 300 Mr Tlepopansai
HOEHEKIED Tayairine 900 mr
B2 napymeni Tayairine 50-400 mr [Tepopanbai
B3 s Tayirine 10 mr/kr TTepopansai
(Huauun)

B7 napymeni Al :
(Guami) TayniriHe 2-10 mMr/kr [lepopanbmi
B9 napymeni B S P i
(e TayJuride 1,5-5 mr/kr epopanbi
B12 papymeni Tayairine 1000 mr [Tepopaneai
E napymeni Taynirine 2-10 Mr Ilepopansai
Dananap TayJirine 2-8 Mr/kr ;
fomaeg epecekTep Taynirine 50-600 mr Hepopassai
Hauerunumucrenn Taynirine 10 Mr/kr Tepopaneai
C nopymeni Tayairine 25 Mr/kr [Mepopanbai
JleBokamuTHH Toyairine 100 mMr/kr Iepopanbai
epeceKTep TayJirine 5 r 3
K eiis banamap Taysirie 0,1 r/kr {peHt

I Hananap 0,5 r/kr =

i epecexTep nene Oetkeifine 10 ™2
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Kbickama aknapar

TeHOMIbI  CeKBeHAUMANAYALIN MHBASMBTI emec Ttacini  (HAHK sxone
aHaneik/IHK) (Gapibix sxzomusl CCKBCHALMANAY [NIBI 73, ipi Jeennsnapisl
KamTy YIIiH OHTaHIaHIBIpEUIFaH aHanelK/IHK tamnaysr na nafiaanaHbIane)
MHTOXOHAPHAJIBIK OY3bLIYJapABI 3ePTTeYNiH AJFAIIKD Kagamel 00aysl
MYMKIH.

MHTOXOHAPHANBIK AYPYABIH THIIH AHBIKTAY YINiH OYMIIBIKeTTepaiH
GHOncHsICHIH KYprizy Kamer (LOT Gosty kezingeri RRF PeaKuHsIChI).

2/3 myTanus napa ipi Acneunsaap 60l TabbLIAABI, JKoHE 01 de novo
MYTALUHAIAP SKOHE OJIap TYKBIM KyaJaMaiiasl, Gipax1/3 myranusmap —
HYKTeJK mMyTaumsaap (m.3243A>G soue Dacka) soHE aHAChI KAFBLIHAH
TYKbIM Kyanaiabl. OT10achbUibiK PeHeTHKAIbIK KOHCYJIbTallMsl #KYPri3y Kaxer!

Tennix myranmsuiap yimia KOJKETIMIL  CieUMpHKAIBIK eM — TaypHH
MOAH(HKALHACKIMEH eMaey

12 xarpait. Muonarus: Jiomennin OYJIIBIKET JHCTPOQUSHBIN HKaHe
aAgK-KoJI-0eain OymubIKeT AHCTPODHAHBIH nugdepenmuanan
AHATHOCTHKACHI

JKarnaiiasin cunarramacer: 6 sxac 8 ai, ep Gana

Herisri marsimer: KOK genrefiinin JKOFApPBUILIFBIMEH OVIIIIBIKET
aneizairi

AHamHe3i: aybipiamaran

Ot10acbLubIK anaMHuesi: KYHKE-OYMIbIKET aypynapsl sKOK, Kan
apaliacThIFI KOK

MenuuHHAIBIK Tekcepy: NPOKCHMAILAT OYJINIBIKETEPiH/E sKeHin anci3ik
GalikanraH sxane [0Bepe CHMITOMBI OH, Bystisixer arpodmscrr Gaiikamvas,
Bairreip Gyineikerrepi THIepTpodHsiIanran. Betinin OyImbIKeTTEpine 1
3aKbIM KesimereH. ToObIK 6y bIHbIHbIH eI KOHTPaKTypackl GaiiKkanasl.

3eprxanansig 3epTTeyepain aepexrepi: KOK 24 880 XB/i (Hop™ma: 62-
287)

Bymusikerrepain MPT: yiken Gokce OymublkeTTepi MeH opraiina Gokce
OynmibikeTTepinaeri maki HHQHIETPAIHSICE
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CripkaTHama

4 kac

Gany xyripeai xane
Gacnannaxnen
KOTEPUIreHAe KHHAIANbI

6 xac 4 aii

OYJILBIKET aJICi3jliri,
GanTeIp OyIUIBIKETTEPiHIK
runeprpoguacsl, KOK
15,515, IBJI-ra kynik Gap,
Glpax MLPA rtannayst

Tepic Goaran

6 xac 8 aii
OYIIIBIKET 2/Ci3miriMen
aypyXaHara JKaTKbI3bLIFaH,
K®K 24 880 XB/n,
OyTuIBIKeTTEpiHe GHONCHHA
Jacalrax

Baraﬂayabm OCBI CATHICBIH/IAFBI Heri3ri TY’KbIPBIMIAP

Ep 6aua. 6 xac 8 aii;

bacrankeina amysr 4 xxacka Aeiin KamsinTbl JKYPTeH.

4 ner — Gasty skyripeni, Gacnanaknen KeTepiireHie KHHANATbL.

6 xac wamacelnaa: GyaiubKeT aacisairi yaeren, KOK 15 515 XB/n,
Ganteipnapasiy runeprpodusce, MLPA-1a JIBJT Tepic Gosibl.

6 sxac xaHe 8 aif mamackiia: Gy TmbIKeT ancizairi, KOK 24 880 Xb/n,
['oBepe cuMnTOMBI, OanTeipiapabiH, THICPTPOMHUACHL, TOOBIK Oy bIHBIHBIH KEH 1

KOHTPAKTYpachl.

MPT-na: ynxen scone oprainia Gekce GymmbikeTiHaeri Maii

HHOHIBTPALHACHI

JAB/J1 xxoKKa LibiFapy yiid Heri3iep ani ae xerkinikeis, olTkeni DMD
PCHIHJIE alTi e HYKTeNiK My Taius G0JIybl, HKole OynbIKeTTEpNiH GHONCHSCH

HKYPriziaren 6omys MyMKiH

Tarpl Kanaa#l AMATHO3 KOMBLIYBI MYMKiH?
K®OK — 24 880 XB/a, GyJ1 oTe 3O0Faphl KOPCETKill 60BN Ta0bUIIab
JKOHE OWIIIIBIKET JIHCTPOHSICEIH KOpeeTei:

1l JB/1 (ep 6ananap)

2 Capkornkanonartus (ep Gananap Hemece Kbi3
bamnanap)

33 Kanenaunonarus (ep 6ananap MeH Kbi3 Oananap)

4. ITomne aypysi (ep Oananap MeH Kkeis Gananap)

S Kabpity MHOTIATHSIAPEI (1EPMATOMHO3HT, HMMYHHTET

TYpTKi OosFaH Hekpo3naiTein Muonarus (MBHM) (ep Oananap

HeMece KbI3 Oasnanap)
83
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12.5 eyper. By mmeiker OHONCHSICHIHBIH aepekTepi (12 cyper)

2 12.1 cyper. H&E Dosmyb! kesinse:
; @JHIBIKTAP o/eMiHin guamerpil(-
g HaH 50 MukpoHra neitin oprama
G e ity o3repyi. Bipueme HEKPO3JaliFaH xoHe
. |6ipreme perenepanusianarsi
$5 Jranmbik Gakikananel. JKenin JIapesiceli
v ¥ BIPHIOMKO3 hubpo3k!
i " Perencpanusnansim TAJILIBIKTAPIBIH
WA KIaCTepIIepi, 0J1 CO3BIIMATBI
HEKPO3IBIK-PEreHepaliUsIaiThIH
aypyaslH benrici (MHonaTHs
CHMITOMBI) 6OJIBIN TABLLIAXDI

12.2 cyper. MGT Gosuty Bl kesinge:
OVIIBIKETTEPIIH KBI3bLI
AJIIBIKTAPIHbIH y3inyi (RRF),
PKHEKTEPIHTE MATHHIIK eMec
o TasKIIAIAD MCH BaKyOJIbIep
] _y0alikanmaiine.

12.3 eyper. NADH-TR BosTyBI
] Ke3iHIe: perenepaunsIanaThy
| [TATIIIBIKTAP/TBL Kocnaranna,
MHODUOpPHINaapanbik TOPJIAP HKAKCHI
B biKbIMacKaH.

" 12.4 cyper. AT®Dazamen 00Ty bI
W, (Kesinje: Tanwbikrap TH ITEPiHK
a. TonTacysl 6alkanmaiiasr. 2C THIITI

= E ‘
3 F \C‘P. ':‘
= Og ‘@ sz
' & = - .‘:"0’,
o # e o

ot F P ‘." "‘f-‘i-n:..ing =
Ecxeanenep: BWUIL!KCT TaJILLlI)lICI'aprHbIH THHTEPi MCH (byHKHHHJ’IHpr

1 tanri TAIIIBIKTAp — IeHeHIH KaJmsl 2 THITI TAIMIBIKTAp — acepiep
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HmmyHoOrHCTOXHMES

(TaxKLglzle‘:;plfa,;[i)r bap

DYS 1 DYS 2 (C-ywusi) DYS 3 (N-ymer) 6ap

PKCIIPECCHACHIHBIH, MBICAITBI

Yrpodun akcnpeccusicsl koK, Oy [IBI/BB/T skokka ITBIFAPaIbI [39]

SR e

Wb
v

o T

@ SG CapKOTIMKAHHBIH, KaJbIITHI
[Texcepinren Ganana a-

CAPKOTrJIHKaH 9KCIIPECCUSICEI

Dalikanmaii bl

INATOJIOT UAJIBIK JUATHOCTHKA :

Kenecinepmen Muonarusisix esrepicrep:

e Tanusikrap emmeminin esrepici, oprara

2 PerenepaiiusaiaiThin TANIIBIKTAD MEH HEKPOT3IBIK TaJllIbIKTap,
azjlarad Mejiepae

3 2C THNTI TaMWbIKTap, KalbUIFaH

KOMMEHTAPHIJIEP:

JKorapeiia kentipinren aepexrep Gy mbiKer nuerpoduscsit Oinaipeni.
TyOereiini quarnos UI'X Herizinne koibLaambl.

Capxorukan KOKTEFRIH kepeererin UI'X Hatmikenepine caiikec,
CapkorinHKanonarusra 6omkam sxkacayra 601aabl
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Onxeduerrepai mouy [40]

Capkoriukan Kewweni a-capkoriukannan (Gyprin anxanun xone 50 DAG
Zlen  arajiraH), b-capkorninkaHHan (A3b), d-capxormmkamHanm kome -
CAPKOTJIMKAHHAH TYPajIbl.

AJb(a-CapKOTTHKAH MeH g-capkonIMKaH  Tek KaHKa JKoHEe IKypek
OyJILIBIKeTTepiHAE GONaTLIHEL MMMYHOGIOTTHHT apKIIBI AHLIKTAIAL! ( Yamamoto
et al., 1994), an b-, d- xone €-CapKOTIHKARNAp Gapisik OynmbikerTepie
xesneceni (Ettinger et al., 1997; McNally et al., 1998).

bi3  Oymmbiker TanmsikTapeibm HACyllla KAHKACLIHLIH  KOMTEreH
KOMIIOHEHTTEPIH aHBIKTal amiblk, Coran Kapamacran 013 KelleHHIH aphip
NEMEHTIHIH WbINalibl Gy HKUMACH Typajibi Gonap-6oamac Tycinik angsix,

Koruutusric  aucdynxmmsnbin 0ONMayblH JKOHE KAYBIPLIHHBIH KaHAT
TOpi3ili  OpHAJNACYBIHBIH Kuipek  kepiic  6eperinmirin KOCIaraH/ia..
caprornikanonarusnap (GeHoTunTepi Auctpopunonarussiiapra  (J5J/65])
xobipek ykeac [41].

AHAFYPIBIM KeH TapaiFaH KOpiHici Gamalbik maKTh QJICI3AIKTIH naiina
Gosybiven  JIBJI-topisni  enorun (acipece, LGMD2C/RS, LGMD2E/R4,
LGMD2F/R6 kesinne) Gosnbin TabblaNbL, %oHe aypy 6acka LGMD kesinnerire
Kaparan/ia aybIpeIPaK JKaHe JKLITIaMbIPAK OTe.

llanuenTrepain Kemminiriage arsmo aybIp JKaHe XKbuinam, oj 30-40 sxac
LIaMachiHAa O3/1iriHeH Aypyre KaGineTTifikrin JKOFaJTYbIHA AJIBLIT KeTei

12.1 exema. Anerpodun sane AHCTPOPHHMEH ACTACKAH LIHKONPOTEHH
KelleHiHin cxema Typinaeri kepinici [21]
Basal Lamina
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Muonatusiiap HATHOCTHKACBIHBIH 60KAMIBI anropuTmi [42]

1s Hesposorusisik Texcepy
2: I'unotupeos — nnasmanars TTI AeHredi, 3 saHe 4 Goc THPOKCHH
37 Maii KpIMIKBUIAAPE! ANMacybIHBIH OY3bLIYyTaphl CHAKTEI,

MHTOXOH/IPHSUIBIK JK9HE Tya OiTkeH Merabonusm Oy3BLIYIAPBIHEIH Hap-
KOKTBIFBIH aHBIKTAY YILIH, KaH MIa3MaChiHAAFbl CYT KbILKBLIL MEH
AUMIKADHUTHH ACHICHIH elIIey Kepek

4. ITomiie aypyBIHEIH 6ap-KOKTHIFBIH aHbIKTay yiiin GAA
bepmeHTiHin neHreiin aHbIKTaiThIH TecTke apHajIFaH KYPrakK KaH TaMLIbIChI
aaici

5: bynmeikerrepain MPT kesinne KaOblHy MHOIIATHSATAPBIH
(repmaromuo3ut xone UBHM) anbiktay YWiH, cnernudukanbik AHTHICHENePiH
Dap-KOKTBIFBIH TEKCEPY KEpeK

6. TyKbIM KyamalTbiH MHOTIATHANAPIBIH IHATHO CTHKACKI YiriH
renetnkanbik Tanaay (MLPA, WES) Men GyiiunbikerTep GHONCHSICHIH IKYPrisy
Kaer

12.6 cyper. MPT natmxenepi [43]

Duchenne MD

Sarcoglycans

Adduttor

/- Magris

v



AuddepeHnnaninl IHATHOCTUKATBIK bearinep
LGMD/caprorinkanonarus

5 JKaC IaMackIH/a yIIKeH Ookce HambacrbiH skeeTin
OyJIILIKETI 3aKbIMAAHFAH OyibikeTTepi, GoKce Gyimbl Kerrepi
oHe OYIIIBIKETTepiHiH apTKEL TOGH!
Ospinen GypeIH sxoHE KyluTipex
3aKbIMIAHFAH, aJ1 MBIKBIH-0e)
OYJIIBIKETI, epexurenirine caii,
bacranke! cathina sakbiMaanbaran.

6-7 jac wamackiHaa — backa 6ip manbi3ae! Gaiikanran
KamOACTBIH Tik GYJIIIBIKETi MEH  TyChl aKkeneTin Y3bIH OYJIIIBIKETTiH
HKAJMAK OYIIIBIKET 3aKbIMIaHFaH Meluanb/li Oemiriniy cakranys:
Gomnbl.
Keiiinipex carpina — Ganreip IKininwix GyusikerTepi
OYAIIBIKET] 3aKbIMIaHA b, CATLICTLIPMAIIB TYPIE, KO3FAIYFa

KaOLIeTTiNIKTiH KOFALY Bl OpbIH
anraHra aeHin 3akpiMaantaran.
Bynau esre. tinti aypy
ACKBLIHFAH KE3/1e JIe apTKBI AChIKTLI
KINIK [eH OpTaHFsl caycak Gykkimi
3aKbIMaandaran Kyii Kagazmmr,

Kpickama agmapar

Caprornmnkanonarusiap  ask-Gen OWIIRIKETTepiHIN  ayTocoMAbIK-
peueccusti aucrpodusanapsibin (LGMD) AHarypibIM ayblp TYpAepi OObIT
Tabbinansl, omap LGMD HAFNAHNAPBINBIH 10-25%-b1Ha 3Ky blEbIH Kypa# el .

Kimuukaneix  genornni AYRITKBIN  TYpamel, 0Oipak  aypyisiH
Manudecranmnsce anerre, 10 skacka neitinri Ke3eHre KeJie/i.

Tepr Kocankel Tumi 6enrii: SGCA, SGCB, SGCG xone SGCD
reHaepineri calikecinue MyTauusnapaai tybiHaaitein LGMDR3, LGMDR4,
LGMDRS xone LGMDR6.

CaprornukaHHBIH Oapiblk  remmepimze  kenTeren anyan rtypai
MYTAUMSAAPHICHTH(DHKATHSTAHFAH, JKIHE KeHbip MYy Talusijiap
TYpainonyJjisiuusnapaa GaceIMBIpaK Goajpl.

Kasipri esge amarsos keseci MYTAUHSAIAPABIH  6ApP-KOKTHIFLIH
AHBIKTAYFa APHAJFAH MOJEKYIAIBIK CKPHHHHT Herizinme KOHBLIAIBI.

Tepanesrix Tacinuep AICHOBHDYCMEH aCTACKaH-BUPYCTAH AJILIHFAH BEKTOP
ApKbLIBEI TEHAEPITIH AYBICY CTPATETHSCHIH KAMTHIIE] (AAV).
Kasipri yakeirra aJamMaapia eMAeyaiH ChIHAMA HYCKAJIAPBI GOiibIHIIA
3epTTeyJiep Kyprisiayne
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13 xarpaii. Heliporenaix 6y3sLuy

Karnafiaein cunarramacer: 44 JKac, aiten

Herisri warpiMel: cyiiperinren tadan

AnamHesi: aybip emec

Or0achlIbIK aHAMBE3I: oKecinze, oke HarHaH aKeciHe AKYPiC-TYPBICEIH
Oy3butyst GonFan (ersei-rerkeiini aknapar KOJIKETIMCI3)

MeauUHHAIBIK TeKcepy: CTennamabik Kypic, comaii-ak, [osepc
CHMITOMEI Oaklikanran. Oiienne kebinece nucransi OVJILIBIKET 2JIci3airi skcoHe
Ger  OYNMUIBIKETTEPiH  3aKbIMIAAMANTHIH arpodus  OGalikanabl. AsKrapasiy
aucranpli - OemikTepimge — BHOpaMAra  ce3iMTAJIBLIKTHIN Gonap-6onmac
TOMEHZEYIH KOCHaraHja, Ce3iMTAIBIK HOpMana GojiFaH. Bapasik TCP
BonmMaras.

3eprxaHaibIK seprreynepuin aepexrepi: KOK: 395 XB/

OMI: xyiikecisneny morenuuannapsl. SNAP (KYHKEHIH CeHCOpIIBIK acep
€Ty [oTeHuHansl) * ansikranmaran. CMAP (kypamiac OYJINIEIKETTIK acep ety
NMOTEHUHANB!)** ToMeH1erex

IKT': KajbmThl

*  DIIeKTPO(U3HONOrUsIBIK  3epTTeyIep Ke3iHie apTKel  TyOipiiekrep
FAHMIHACKIHIAFLl  HEMECE OfaH  JMCTAILAIPEK O KYHKEHIH  3aKbIMAaHYbl
HOTIDKECIHIE  KyHKe  QpeKeTiHiH  CeHCOPJBIK  [OTeHIHabI (SNAP)
aMIUTHTYIACBIHBIH, ToMeH eyl Oaiikanaabl.

% CMAP aMIIHTy#achiHbIH 238105l KHMBLI-KO3FAIBIC AKCOHAAPBIHbIH
FROTANTBIIFAHBIH KepceTeni joHe, colikecinme, BAC men JKBA-ra Tikeneii
KaTkiChl Oap. Opraurbl xkyiike ymin CMAP maugepi BAC Gap manueHTTEpiE
aitapineikTail  Temennednl (Shefner et al, 2011). CMAP #a30achIHBIH
KapanaHbIMIBUIBIFLL  MEH  TAapThIMABUIBIFBIHA KAPAMACTAH, OHBIH MoaH/iepi
CTHMYJT  KapKbIHIBLITBLIFBIHA,  9JEKTPOATBHIH  OpHAACYBIHA,  asK-KOJIABIH
OpHaJlACybIHA JKAHE TeMIIEpaTy para DaiIaHLICTH e3repei.

CripkaTHama
18 xac 40 sxac
Taibin Kynai GacnmﬂaxneH
bepeni, 6ipHewe KeTepinreHzae
PeT KyJlaraH KHHANa/bi
30 xac 44 xac
JKYPIC-TYPBICHI 26 kb HOHb
e3repreH yaerex
(othacsl GybikeT
Myuienepi 2JICI3NIrTHE
Hypic- baitnaHbICThI
TYPBICHIHBIH aypyxaHara
e3rellle eKeHiH JKATKBI3BUIFAH
OaiikaraH)
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OcsiI caTbl GoiibIHmA Herizri TYKBIPLIMAAD
AYTOCOMANIBIK-IOMAHAHTTEI Y PY.IbIH OoiyelHa Kyamik (oxeci, XkKeci)
Aypyabin mamnecraunsicer: 18 kac, Oy IBIKeT Auci3mirinin Oasty

yaeyi

Cyiiperinren Ta6amn, CTeNNAXKALIK  Kypic, TloBepc cuMnTOMBI
OYIUBIKeTTIH aliKbIn  ojicismiri sxome arpodusa, xebinece AmcTATBA
OyimeikerTepae. ber OyJIBIKeTTepiHE HYKCAH KeaMereH. ASIKTapabIy
AucTaIbAl OejikTepinme BHOpanmsra Ce3IMTAIILIKTBIH  Gosiap-Gonmac
TOMEHIEYiH KOCHAFAHAA, Ce3iMTAIABIK HOpmajga Goaran. Bapawik TCP
6oamaran. KOK nenreiii can #orapeLiaran (395 Xb/n)

Heiiporengix DMT: KYHKeci3jieHy noTeHuuaniapsl. SNAP (oxykkeHin
CCHCOPJIBIK 9Cep €Ty MNOTEHUManbl) * aHbikTadmaran. CMAP (Kkypammac
Oyinikerrik acep ety MOTEHUHAIIbI) TOMEH/IEreH

IKTI': KansinTer

b Ouomne IHBIH JAepexTepi (13 cyper)

E] cyper. H&E Gosanysr kesinme:
[TANIIBIKTAPIBIH, OJIIIEMi
OHMO1ab i Tapanysl balikanansr,
PKOHE TalllIbIKTAPABIH OJIIIeMi
IIAFbIH TONTA GipHee
MHKpoHHaH 10 MukpoHra neiiin
PIKOHE YJIKEH TONTA AHaMeTpi 66

| [MHKPOHHAH 77 MHKPOHFA Jeiiin
Kypaiasl. HekposnanraH xone
PErCHEPAIMATAHATEIH TAILILIKTAD
PKOK. ¥ CaK OYPLINITE! TalIEIKTAD
iLTiHApa ToNTackau, oaap WwarkH
OIITarbl ATPOHAHBI KOpceTe .
OHIOMU3HATBIL (hHBPO3
Datikanmaiizer. Jlumpa
MHQUILTPALMACH DalKaIMaii 1!,
Lk spponaper 6ap Gipreme
[TanbIK Oomansl.

13.2 cyper. MGT Gosnyst
Ke3iHJe: JKHeKTepiHIe
BAKYO.IbAEP] Gap TaNIBIKTap
(RVs), GYJIIBIKETTEpLIH KBI3BLT
TaNIBIKTAPbIHBIH y3imyi (RRF)
KOHE MAIMH/IIK EMec JeHemikTep
baiikanmaiiner. Bepinren yirire
LETKEPi MKyHKenepain
LIOFBIPJIAPEI KipiCTipinMereH
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13.3 cyper. NADH-TR Gostyst
Ke3inje: MHODHOPHIIAADATIBIK
OpJIap 3KaKCHI JKbIMAACKAH.

13.4 cyper. AT®azamen Gosnyst
Ke3iH/e: TAMIBIKTAp THITEPiHil
[ronracyel Oatikananel. 2C THOTI
TIIBIKTAPAbIH a311aFaH CaHbl
DaiiKanaubl.

i

[IaTonorusnbIK AMATHOCTHKA

Hesponarusuisix esrepicrep:

1) ramubi esemMinin e3repyi, Gumonansai KyfiKecizneny sane
2) WAFBIH TONTAPIABIH ATPO(HACH peHHHepBaLis
yaepicive ton

3) TaIIIBIKTap THITEPiHiH TONTACTRIPLLILY bI

4) iki SAPOTAPLI Gap ranuwbikrap, aznaran MeJwepae

5) 2C tunTi TAMBIKTAp, a31araH MemepIe

KommenTtapuiinep: skorapbiia kearipinren JlepeKTep opraiua xyHkecizeny
J=He PeMHHepBalusa YAepicin kepceTei.

Heiiporenaix 0y3bL1yabl pactay Kamer

buoneus xyprizy Here COHIATBIKTBI MAHBI3AbI?
Hetiporennix 6y3bity Kosraiibic HEHPOHAAPBIHLIN HEMECE LeTKepi
HYHKEHIH KaThICBIMBIH OLIipesi.

byJILUBIKETTED GHONCHSICHIHBIH KOMETiMEH aypy/Ibl 10/ aHbIKTaY
MyMKiHJIirT cupex 601a/1bl, Gipak HakTel aypy/sl Giaiperin Genrini 6ip
KIHHUKATIBIK KepinicTep 6ap.

MYyKHMAT 5KYprizinren KJIHHUKAJIBIK JoHE NEKTPOGHIHONOTHANIBIK
seprreyiiep kebinece akay 6ap remi aHBIKTayFa TYPTKi 60J1anEL, %oHe Kasipri
YaKpITTa HelporeHik OysblTyaap Ke3iiae OyIbIKeTTepaiH GUONCHSCHI
CHperipex ;xyprizinesi.
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Auraiina, keiibip mefiporenmix arpodusnapia keiibip Gymmmbiker
JHCTpOdHUsTapFa HeMece JHCTABI MHONATHAJIAP CHSKTEI MHOIIATHSIAPFA ToH
Oenrinep Goitysl Mymkin. Onnaii xaraaiinapia OYIIBIKET MaToI0rHACH
CATRICTHIPMANBI THATHOCTHKA Ke3inje maians 601yl MyMKin

Oaeduertepai mwoay [21,44,45,46]

Heiiporennix 6ysniiyaap (meTKepi skyiiKkeHiH #oraprbI Hemece
TOMEHT KO3FAJITKBIII HEHPOHAAPBIHLIN AKAYBIHAH TYBIHAAFAH, TYKBIM
KyaIaiThbIH K3He Kype naiaa Goaran KIIHHHKAJBIK 0y3bL1yJap):

byfiipaix avuorpodusnsik ckiaepos (BAC; SKOFAPFhI JKOHE TOMEHT]
KO3FaNTKBILI HEHPOHAAD);

TyxeiM KyanaiTeiH MOTOPIBIK CEHCOPMLIK HeBponarusiiap (HMSN;
MOTODJIBIK 3K3HE CEHCOPIBIK HEHPOH/Iap MEH LieTKepi JKYHKenep);

KyJibin OyIIIBIKEeTTEPiHIH arpoduscer OKBA; ToMeHri KHMBLI-KO3Fambic
HEHPOHAApHI)

Kabsrrymen sxcyperin IIETKEPi HeBpOnaTHanap

BynuisikerTepain kapraos sxaHe 3ar ANMACY/IBIH KeH0ip Oy3bLIysiapr!
HEBpONATHAMEH/KYHKeci3neHyMen Karap sKypei.

JKyiiKeci3neHren Gy INbIKeTTIH HKaNbI NATOJOr HSLIBIK Geiriepi
Kylikeciznenren Gymmbiker TaJILIKTAPbIHBIH, /ILIeM] Killipeiiesi.

BAC CHAKTEI CO3BIIMAILT aypy Kezinje arpoMIBIK TaxnibikTap JKBA
Ke3iHaeri foHrenek miminre kaparanna, OypoimTer niwinre ue.

Bip kosranTke sxkylike kenreren OYJIIBIKET TAIUBIKTAPBIH SHEPrUsMeH
KaMramachi3 eresi, syikecisnennipy Guoncus xesinne aTpoOpHAIBIK
TanubIKTap/piy Oakkayceisna wanmspaysina akeneni. Cos ceGenti
KyliKecizienren OymsikerTepe OYJIIIBIKET TAMILIKTAPBIHbIH €Ki
nonyJaumMscel Gakkanas: xylikeciznenren aTPOMHAILIK, HKIHE CATBICTHIPMAIIBL
TYPAE KAJILINTBI S/LIEMACTi Hemece runepTpoduatanran. By GuMoabibl
KOH(HIYPAHAHBIH HEMece eKi MbIHE Oap KoH(HIypaHsIHbIH GOy bl
"TaNbIKTap THITEPiH TONTACTHIPY/BI" TYABIPA/IbI JKIHE KYHKECI3nEHY e TaH
Genri Gousin TabwIa Rl




13.1-kecrte. Heliporenaik OysbLIyIap

Aypyaein Tani

Byitipaix
AMHOTPOPHATBIK
cKaepos

TyxeM KyanaiiTein

Tyicein
Ky naiiTeiH
MOTOPBIK #OHE
CEHCOPIIBIK
HeBponaTHAnap

TyKBIM KyataiTeis

HBA TyKbIM KyanafiTsin

Kabzimymen
HYDeTiH meTkepi
HEBpOMaTHANAp

Ilerrepi xyiikenepain

Kapraio xone
Heriri
aypysapmen
METABOIHIMTIK

Gailnankic, conaaii-ax,
KApTAIOABIH Caaapaapsr

ANarsocrHKacs)
HBIH Heriiri
Taciai

AKRayabin

Cebebi
OPHATACYRI

;:::f‘::::’:; SOD1, FUS. ALS2. SETX. VAPB, TDP-43,
TARDPB, VCP. OPTN, ANG renaepinin NGS
KO3Fanbic s S
HeiipoHzapst e
KHMBUI-KO3FATLIC
ma::ﬁce:ﬂc‘:;n o Tenaep IMT (6anteip
b P (http://www.molgen. ua ac. be/cmtmutations/) syikeci). NGS
coHjai-aK, meTkepi
sKyHkenep
Temenri KusbLI-
T SMN 1 xone SMN 2, IGHMBP2, MEGF10, MLPA, NGS
JKype naiiga Goaran KaObIHY b1 At )

OyHKUHS, IMIT

3eprxaHanbik
Tanaay
(merabonuamaix)
. OyabIkeTTED
Buoncuscet,
M

MeraGoansy. kapTaio. karepni icixtep,

IHertxepi xyiikenep e

13.1 cxema. TyKbIM KyanaiThiH HEBPONATHIIAPABIH KiKTemeci

S apIATKERNIN,
e

METONOHOD
WA
Syswaynap

osmesee s FYKBIM KYANARTbIH HEBPONATUANAP -

Heaponamn AYPYAbIH, Manfbis Hemece Heriar
Geniri Gonbin TaGeinaTein wargainass:
HEBPONATUANGP

Hesponatus xenipes rapanfaH HeBROADTHANLIK
HEMECE MyNaTmyRen aypyawH 6ip 6anir 6onsin
TabLinathik wasaalARFLl HEBpOnTHANAR

14 Xoar s
 Coapomu
it 120

any,

reTemgan
s sy

ayppmap

AL

AT, b
DA RN YT ERCOHANBAI
HeRponatis
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Bonesnp Ilapko-Mapu-Tyra (ILIMT) aypybl, TYKBIM KyaJIalThIH
HEBPONATHSHLIH AHATYPJIBIM 3KHI Ke3JeceTin TYpi eTkepi skyiixe sxyieciniy
TEHETHKAJIBIK FETEPOTEH AL TOOLI GOJBIN TAGBLIA/AL!, GIPAK KIMHHKAJbIK
denoruni aifrapaeikraii Giprexri: [44]

7/ YAEMei 9JICI3iK KoHe THCTANTRT OynuieKeTIepain aTpothusch,
8. TabanubH gehopManUsiaps,
9 AMCTAJIBAI CE3IMTAIIBIKTEIH 5KOFAIY bI

10. cilip pednekcepinin TomMeneyi.

13.2-xecre. LLIMT aypybina ToH (KAHHHKAIBIK, GHOJIOT HANBIK 5KIHe
PEHTTeHOJOTHSIBIK), BIKTHMAJI MyTAUHSIADPBIHA CaliKec denrimep

DeHoTHIIRIA
CHIIATTAMACHI CMT xocaaxs THOTEpI

Muira sacanran MPT -aare:
ayBITKY1ap (aK 3aTThIH
AHOMaNHANaps!)
THpaMunansix #onabH

KLCHT-GIBY; ARCUTIRADRG!, ADCMTRAEZ, AD-CTac IR

3AKBIMIAHY Bl AN Tan-MAU2; ARCNTanGDAPY; XLCT1, AD-dRMH-BSCL2; AD-GHIN-REEPL; AD-GHMN-SETK: AD CHMN.DYAC 15T
AKBUI-0fi AaMy BIHBIH Tewenyi DN BICOZ; AD-ChTar NEFL: AR-CMTa CTI0RFSS; AD-CRTan-AIFSE: AD-CHTas-miATAG
Kepermix_ i KCMT-Unkrown; XL CMT-AiFM1
Kepy syfikeciin uespuri AD-CNTNde- ML, AD-ChITde-PMPLY, AD-CMTe NERL; AD-CHTatoMBZ: X-CMT-GIBY, X-CMT.ARMI: XL-CNT-28751:
Kepy ayitkechsin apoduact: ARCHTde-MINR2; AR-CMT4e-ADRG); AR-CTde SHITC2
Kapaibikrbin aHoManiusiapst :
B AD-CM TG PhP2 ek
I'naykoma ADCHITat MU,
Karapaxra MO Tax- M2, XLT-FREST, XL OMT-AWME ARCMTax-CO20RFSS: XLOMT-PRES
Hawneim aysipy AD-CMTdeMP2, AD-(M 497
Hesponatua ARCMTde-ta8
Huacdparma men aaywic
GaiinAMAGPBIHBIN cannany st ARCUTEe-CTOPT; ARCUTas-DNME: A0-CNTin-ONME?
[Mpoxenmansai ARCHTde- SR, AD-LMTaxRART, AN itP?
OVIILILIKETTEPIH 3aKbIMARHY bI AN TdeMP?
Kobirece xonzapaui ADCHITax TRPS: AR-CMTax GDAPT, AD-CHETan-GDAPI, AD-CITamMIPZ A8 CMTde-GOMPY, AR CM TR MTHRZ
3AKBIMIIARY bI AD-CNTanMAE, X-dHMN-LASIL: AR-SHMN-GHIASPY
Cencopakix anomanuanap men DO TacUnk ADCUTaLESAMT: ABOMTac LA
OiiBIK 3apanap : x 5
Aybip aedopmatanap, AD-CITTa-GARS,; AD-CMITax HSPBS AD-SHMN-TFG; AD-HIN-BSCL2
cKonHo3 AD-CMTax-RAET
Punepxpearnnxinasemns, ARCMTde-SHBTC2. AR-CMTOe-FGO: AR-CNTGe-FRE: DSS: ADCMTesGARS: AD-(MTax-GDAPT;
rHnepnunemMus, Anader ADCMTan45P88
Heitrponenus A0 O T ok 10
Doxansai-cermenTTiK e e
FIOMEpYJIocKepos AT
Tepinin e1e kaTTsl AMMTnie?
CO3BUIFBILLITLIFBL, #ACKA AN NS
GaiinanbicTsr Makynapbx
JereHepais

AD — ayToCOMaITBIK-10MAHAHTTE. AR — ayrocomansik-peneccusti; CMT — Illapro-Mapu-TyT Gynmmsiker
auctpoduscsr; dHMN — Tykbim kyanaifrsin AUCTANLAI MOTOPIIBIK HefiponaTuanap; DSS — Hexepun-Cort
cuiapomsl; LMNA — A/C namuni.

By#ipaik amuorpodusibik cxaepos (BAC) [45]
by eniM TyABIPATBIH KHMbLI-KO3Fa/IbIC HeHpPOHIAPhl aypybl, HKOFAPEHI
KOHE TOMEHIT HEHPOHJAPAAFHI JereHepaiusILIK esrepicrepMeH cunarranaibl
(Rowland »xane Shneider, 2001).
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AypyneiH MaHu(ecTaluiaCkl, aeTTe, OpTa KacTaH Kelin Oalikanansl swoHe
OYJILIBIKETTEPAIH TYPAKTEl yieMeni aTpodusce MeH aicismik TYpiHae KepiHic
Gepeti, COHBIMEN Katap OHbIH THIHBIC ally OynuikikerTepine acepi ken xariaina
aypy OacranraHHan keHiH emip cypyii 2-4 KbutFa geiin asaiiTaus! (Chio et al.,
2009).

BAC epecekrepieri KHMbLI-KO3FATBIC HEHPOHIAPHBIH aHarypiibIM - Kell
Tapairan aypyst, xuiniri 100 000 agamubin 2-eyinie xoiie Tapanayst 100 000
anamuble 5,4-iae (Chio et al., 2013).

Emieyain samanaynm HyCKajapbl CHMITOMIApIbl Oacyra kaHe Tek
MaKy/jaHraH, — KeHiHeH — maljlajaHbuiaTeiH  Puiyson  men DnapasoH
MPENApATTAPBIH  KOJAAHA  OTHIPEIN, PECHHPATOPIBIK TYPFBIIAH  JeMeyTe
HEr{3Ae/AreH, ONlapiAblH KOJJAHbLIYbl 83 FaHa JKOHE TeK Keibip Haykacrapna
naiina akeneni (Petrov et al., 2017; Sawada, 2017).

Byt soiiKbn aypytel emaeyain THiMii agicrepin JaMBITY/ILIH iirepineyine
KernTereH hakTopnap Keaepri KeaTipai.

BAC mannvikkan  anamaapasii  10%-bina neHinricinge  orbackl
MYIIENepiHiH KeMinge Tarbl Oipeyi ochl aypyra HIanjiblraiel, *oHe onap BAC
orbaceuiblk (0BAC) Typi 6ap amamuap periiie aubikTanabL.

by skarnainapabin Gapmbiebl  ACpaiK  ayTOCOMANBIK-AOMUHAHTTLL THI
OOMBIHIIA TYKBIM KYaaaHTBIHEI AHBIKTAILIbI (Kirby et al.. 2016).

BAC kanran 90-95% skarnaiibl 0T6ACHITBIK aHAMHEIIHIE OChIHBIH anjpiHaa
Oy aypy Gommaran anamaapaa 6akananbl.

Mymunaii naumentrepne aypyust cnopamusibik BAC (cuBAC) men araiiin
(Chen et al., 2013).

13.2 cxema. A3HSIIBIK KIHE €yPONAIBIK NONyIsIUHAIADEA AHAFYPJILIM
KHI MyTAUHMSIAHATEIH TOPT TeHMeH Tycingipiaerin BAC yJreci.
Zou et al. maTepnanaapeIubIH Herizinaeri nepexrep (2017)
Aslan

European faLs
TARDER -FUS 285

faLs
TARDEP FUS (6.4%)
= gt G
SOD1 14.8%
5001 {30%)
308572 Other/Unincwn I
BT 5N S0aF72 mﬁ”‘k‘wﬂhm

3%

SALS European oo,
SO (L2%) (o) 5001 [1L5%]

SALS Aslan
- TARDBP [0.2%}
" 3072 “ Fus fo%)
:7;!:1 FUSIOIR gy

Other Untnawn

Other/Unknown
z.6%) L1t
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Aypy

JKyaibiH Gy ImeIKeTTepPiHiA ATpodHICHI (3KBA) [46]

SMNI1 reninig

ayTOCOMAJIbIK-PELECCHBTI

MYTalHsJIaphIHAH

TYLIHNIAFAH JKOHE MOTOHEHPOHAAD/bIH JKOFANTBUTYBIMEH JKAHE GYIIIBIKETTIH
YAeMeni 9/ci3AiriMen cUnaTTanais.
Tyburran kespe JKBA TysiHgay skuimiri 10 000 skapmaiinsi mamamven |-
eyiH Kypa#ibl, JoHe ocbLIaifina o1 opdhaHbik aypy peTiHze xkikreneni.
AYPYIbIH ayBIDIBIFLl KEH AYKBIMIbI KAMTHIB JKaHE mMaHudecranus cori
HCOHATANB/I] KE3CHHEH ePecek JKacka JeHiH aybITKbLII OTBIpaJIbl, Oipak KebiHece
MaHH(eCTALMS OMIPIH AlFALIKbI KbUIAAPbIHAA GONAIbI [1].

Y
HYCHHEpC

1penaparmnex
€H (xapcel

aypyasbl

MOAHGDHKAIUATAHTBIH
OIIHTOHYKJIEOTH]T),

OHACEMHOI'E€H

€M  MaKyJiaaHbl:
abenapBoBek

(opbinGacyinl renik Tepanus) xoHe PHCAMIIAM (cuHTEeTHKANBIK Npenapar),
13.3-xecre. Hysibin GynmbIKeTTepi aTpodusich THITEPiHIiH 63iHe ToH

Cunarrama

epeKIIeMIKTePiHiH KbICKAIIA CHIATTAMACKI

1 Tani

2 THIi

3 rumi

JIApBI
Maunugecra|Kypeakiuinix nemece emipini 4 e <
b & £ 5 DHan 6 aiinan 12 aiira neiiin Eki skactan 6actan
UHACKHI anFamikkl OipHewe affbinia
I'nnortonus, y
Cratukansik Hemece yaeyi
CUMMETPHSIBL, : s : !
AYBID THTIOTOHUSA, OYIIIBIKET i .. |MYMKIH 9JICI37iK, JKYTipy, CeKipy
T NPOKCHMATTB/I NICI3AIK, :
ancisniri, backH Haap : KkaHe bacnangaknen keTeply
e Ti1 GacunKyIAUMACHL, : :
YCTaybl, KOHBIDAY Tapi3zi Key e Ke31HIET] KHBIHIBIKTAP,
KOJIApIBIH TPEMOPBI,
Knunukanel|  KybIchl, KaGbpraapansix S KHpaJIaHaan xkypy,
B : RIT "'PC anci3niri Hemece
K Genrinepi | Gy/ubIKeTTepiN anci3airi, skannakrabau, [osepe kanrsl,
Gonmaysl, Oy sIHAAPABIH Y
AHA(ParManbik KbITBIHC amy, i i KOJIIAPABIH TPEMODBI, TiJl
; € K o
eMYJeri KHBIHIBIKTAp, dactmky naumsce (aiftHpMAaNbL),
T KO3FaIFBILUITBITbI,
JayBICBIHBIH aMICi3airi OYBIHAAP/bIH 6TE KaTThl
CKOJIHO3, ThIHBIC ATy 1aFhl
KO3FAITFBILLTHIFb]
npobuiemanap
Kumbui- Ortbipa anane:, Geren
Kosranbicka( OTsIpa anMaiisl xoHe calmMak| AAaMHBIH KOMeriHci3 : e
: S S = DKypyre kabinerrinik wexre/ires
KaOLIeTTiNiT| KyKTemecin urepe anMaiipt TYpa anMainsl Hemece
1 JKYPE almaiisl
3epTxaHansl Ko reiii Kanbi M
o . el KaGIITl K®K nenreiii kanpirel HemMece
K 3K3He K®K newreiii Hopmana. HEMECe CaJl JKOFaphIIaFaH
; A : OpTalla JKOFapbLIaraH
acuanteik | OMI': nenepsauus Genrinepi OMT': nenepeauus e
REiE OMI': neneppanus Genrinepi
seprrey MLPA Oenrinepi MLPA
HATHKeNepi MLPA
Bapuarusri, aznaran esrepicrep
HEMECE aTPO(UAIBIK
ATpoQHANBIK ¢
ATPOGUATHIK TAILLIKTAPIBIH et ; TaNLIBIKTAP/IBIH WAFbIH
KTapab :
aYKBIMJIBI TONTApEI, Bate TONTAPE], TANIBIKTAP/IbIH THIT
B e AYKbIMABI TONTAPbI, i :
YAUIBIKET | TANIIBIKTADABIH THIT 0l ; OOHBIHIIA, ONIIEM] KabINThl
: TANIBIKTAPABIH THIT i
NATONOrHAC|  TONTACTHIPLUIYEL, | THIITI o 4 TANMIBIKTAPMEH Hemece | THNT
HbIHLI
Bl THIEPTPOQHSIBLIK TANLUBIKTAD, 2 FHOEPTPOMUATBIK
P £ TONTACTBIPLUTYBL, | THIITI
TANLBIKTAPIBIH €Kl THIIHIH e TaNIBIKTAPMEH
THIEPTPOQHANBIK
aTpodHsCH i TONTACTHIPLUIY b,
r APXHTEKTY pachiHBIH e3repicTep!
— opampap; saponap, |
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Seminanitep. Keiine LGMD-nan
KBIPATY KHUBIH

Keit skarnatinapna xaii-iyii
Genrimi 6ip yakerT iminze,
Kenuinix xarnaiinapna OynursikeTrepain
Yaemeiiai, 6omxambl KOMIEHCATOPIIBIK
HKAKCBI PEHHHEPBALHACKH] MEH JeMey 1w
eMHIH HOTHXKECIHE KaKcapy bl
BIKTHMaJ1

©wipre kayin TexnipeTin xaii-

Lomxam 5 SR EAG
KY#, 2 skacka neiinri esim

HA3AP
AYIAPBIH] HKypek, Ger, Gaceyiiex, nuadparma OVIIIBIKETTEP] 3aKBIMAAHOAFAH
bI3!

Kpickama aknmapar

Heiiporenaix Gysbutynap Heliponaapasii Hemece LIeTKepi KyHKenepain
3aKbIMIAHYBIMEH JKYDETiH HeHpomaTusIap b rereporeHii Tobel  Gonbim
TabbLIaIbI.

Hakthl nuarnosnsl aupikray oppaiibiM  oHall Gona Oepmeiini, 6Gipak
FCHCTHKATIBIK  TANAY  9ICKTPOK/IMHHKAIGIK, OHOJOTHSIBIK JKoHE  Keige
NATONOrUANLIK Oenrinepre (kefie renaik QyHKUMSHBIN epekiie Besnrinepimen)
OarsITTalTy Bl MYMKIH.

14 skarnaii. JIB] TACKIMAJIIAY LI BI

Karpaiaein cunarramacss: 10 JKac, Kbi3 Oasa

Heeizai uiasbimel: OYIILIBIKET J1Ci3Iir aHe nene IKYKTeMeNnepiHeH KeHinri
MHATHs

Ombaceinsik avammesinde: Gonmaran

Anamuesinoe: Gonmaran

Emoey: xyprisinMeren

Aevivoasvr aypy: Bacrankel namy KeseHinge emrkannai €peKILeniKTep
Gonmaran. 8 skacka JAeHiH KaIBINTH JaMblran. 8 kacraH Kefin Gacnanmaknen
KOTEPLIYiHAE KUBIHBIKTAD JKIHE TAsHBIUIKA CYHEHy KameTTiiri. coHjlaki-aK,
AeHe sKykremenepiHeH KeHin Mmuanrus maina Goaran. 9 kachiHaH Gacran
GanTeip OyUUBIKETTEPiHiH runepTpoduscel Galikanran. On 3 ai Oypbin
dypyxaHara 0apra, %oHe KYABIPLIFbIH KYMYbI ThIM 2J1Ci3 GOFaH.
Hesponorasibik  Texcepy: kebilece OYJIUILIKETTEPIHIK  IPOKCHMATB
TOGBIHIAFE! OYILIBIKET ancis/iri, ToBepe cHMITOMBI OH, Kupananjarn xypy. TCP
HOpMala, JKaTThIFYIap/ad KeHiH CaHiarbl MHaNrus. GanThip GynmisikerTepiniy
runeprpodusackl, uuTeiekT Tomen (1Q, DQ 62 TEH).

3eprxaHanwik seprreyiepain aepextepi: KMK nenreiti 10936 XBb/n,
anbaonasa penreiti 80,7 peitin worapeinaran; ACT 183 sxone AJIT 317. nakrar
22,6 (nopma 4.4-17.0), nupysar Keiukbuis 1,0 (0.3-0.9)

Byimeikerrepre  xacamran  MPT:  skambac OyIIIbIKeTTEPiHIET]
(xamBacTei TOPTOACTEI OYIILILIKET] KOHE KalNak Jlarepanibl  OyaIbIKeT),
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COHTaH-aK, YIIKeH JkoHe Kimi Gekce OyJIIBIKETTepiHAeTi, Ganreip
OynmbikerTepinaeri Mal  uH(HIBTPALHACEHL, Gantelp  OyInuBIKETTEpiHE
Kaparauja, can OyJubIKeTTepinie kobipex CHMMETPHSIIBI.

duddepennuanaer anarnocrnka

Nel. LGMD-ropisti capkoriHKkanonaTus, IHCTpOrIMKAHONATHS
Ne2. IBJI TacbiMasiiay b

Ne3. MEHM

IHBIH nepekrepi (14 cyper)

14.1 cyper. H&E Gosnys KCB]E‘
TaMILIKTAPABIH ONIIEMI,
JIHaMETPi BipHEIe MUKPOHHAH
170 muxponFa peHinri aykpimaa
enpyip esrepin Typansr. KeiiGip
HIOFEIpJiapaa Oyiibie
TAIBIKTAPBIHBIH KOMIIiiri maii
TiHIMEeH anMackaH, an 6acka
4YMaKTap/aa TATIIBIKTAPbIHHBIH
KONIiNiri cakranraH HIOFBIpNap
caHpi 0ap. CoraH KapamacTaH,
TANIBIKTAP SJIIeMiHIH
AYBITKYJIAPB! CANBICTBEIPM A
TYpJE, 3aKbIMIaHbaran
LIOFBIPJIapaa OPHBIKKAH. A3jan
HEKpO3AaHraH, Bipak kaiibiiran
PETCHEPAUMANAHATBIH TANIBIKTAD
Gaiikanazer. [miki saponaper 6ap
TamusIKTap skaieuiran. Typni
IIOFBIPJIApAa SHAOMH3HANb L
(hHbpo3 mapesreci aysITKpIN
OTLIPAlbL, HIHE KeiHbip
IIOFRIPIApAa aiKeIH (GHGPO3
Gaiikanausl. MOHOHYKIEAPIBIK
J)KacylmanapMeH aiKbiH
HHOHILTPALMATAHY HOK.
[epudackynsapiasik arpodis
Oaiikanmaiiael.

Bynamsiker 6uoncus

14.2 cyper. mGT: RRF,
ACHEKTEPIH/IE BAKYOIBISP HEMECE
MAIHHJIIK EMEC TasKianap
Gaitkanmaiinsr. [erkepi skyfike
Vgt i JKAKCHl MUETTHH IEHTEH.,
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14.3 cyper. XKaiisinran
Tanubikrapaa NADH-TR Gosysi
Kesinae MHOGHOprILTaapanbik
TOpJIap opTalnanaH aifKeiH
Japeskere JEHiH bIIbIparaH.

14.4 cyper. CII-meH Gosnys!
Ke3IH/IE: KaH HYPETIH TaMbIpiap
CJT-re (SSV) KapkbiHIb!
peakuMamMen Kepinbeiini.

LT Ly pae i sy e
Ke3iHje: eTKaObIKTa (hepMeHTTIK
Oencenimik Gaikanmaiias:

eJIIeMiHiH e3repyi | THTi
TalllbIKTapja aa, 2 THITI
TaJllbIKTapaa aa 6arikanaael, 2C
THITI TAILIBIKTAD, JKAHBLTFAH
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Ummynoracroxumus

100

14.7 cyper. Bosuty Mozankackl,
DYS1

14.8 cyper. Bosuty Mo3aukackl,
DYS3 .

14.9 cyper. Yrpodunre oy
HATHIKE

14.10 cyper. Aneda-SG iminapa
a7cipeiai

14.11 cyper. Bosny Mo3ankach! ,
bera-SG




0

4

W

14.12 cyper. 'amma-SG KaTsICTEl
'OH HOTHKE

14.13 cyper. Athtbé‘—DS‘ ascipeiimi

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

14.15 cyper. Kaseonun 3-ke ox
HITHIKE

14.16 cypet. Dmepunre oH
HOTHIKE
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14.17 cyper. luchepnunre on
HOTHIKE.

Byn sxarnaiiga AHaruos Ko Kesingeri KOPBITBIHIBI

JIBJI raceiMannay b

bynbiker ancizairi

KOK neHreifinin sorapbuIbIFbl

Yaiken Ookce OynbikeTi, oprawa 6ekce Gynibikeri, Danteip OynbiKeri

bosuty Mo3aukacsl, JHUCTPO(dHH

YTpoduHre oH HoTHIKE

¥ ChIHBLTA/bI: KapAHOJOrThIH KajaranayblHia bony,
PEHCTHKAIBIK/OTOACKITBIK KOHCYIBTAIIHS

Onebuerrepsai moay [21]
JABI/BB] cebedi

L. DMD reninneri myrauusap aucTpodun enaipinyindin
OY3BLTYBIHA AJIBI KeJIes].

2 Hucrpodun reni Gyrinri kyni Genrini, 2,5 M6 JTHK sxone 79
9K30HBI 6ap eH ipi renaepin Gipi Gombin Tabbians. Ien TPAHCKPHILIHSICE]
uiaMamer 16 cararka cosblIafe! gen ecernreneni. ToIbik OIIIIEM/TI aKY BI3JIBIH
Bomkamubl MoJleKyIanslk cammarst 427 k/la %oHe TOPT HETI3ri JoMEeHHeH
TYpasbl.

23 Jucrpoduunin Typai usohopmanapsr karxa, IKYPEK JKIHE Teric
OYJIIBIKETTEP/E, YPBIK OYIIBIKETTEPIHAE KaHe JKYHKe TiHIHIE
AuQepeHLHANIIbI TYPAIE SKCIPECCHSIAHATbI.

4. Hlamamen 30% xaraaina TybHAAHTEIH aKBLT-08 KeMicTir Mia
IKCTIPECCHANAHATLIN H30(hOPMANIAPABIH KATHICY bIMEH GaliiaHbICThl GOty bl
MYMKiH Jlered GomKam Kacam b,

Huctpodmn — Gy skacynra KaHKack! AKYBI3BL. OJI Kacyl1a KAOBIFBIHBIH
LHTOMIasManbIk OeTkelinge opHanackan. On aktuizic JKacy1a KaHKachiMeH
#oHe 6acka aKybI3nap, AMCTPOGUHMEN ACTACKAH aKybI3/1ap KeuleHaepimen
@3apa apekerTecei. On KUBIPRITY Bl Ke3iHIe HArakiIanb] TYPaKTaHIBIPY YILiH
KACY LIANAH ThIC MATPHLIA MEH JKACYIIA KAHKACK! APACHIHAAFLI BaliiaHBICTBIPLIT
TYPAThbH OybIH KBISMETIH aTkapasisl A€M caHanasib!,
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14.1-xecre. IB/] men BBJl Heri3ri KIHHHKAILIK Gearinepi

KaHHIKAT  AJFaiinKe 5 KpLUars: Manudecranus
BIK KuMBLT-KO3FAibIC GYHKIUSICH] 1AMy BIHBIH TeKe1yi
oeiriiepi  BYNBIKTTIH yaemell npoKcHMaini i
JII CIHIpiHiH KOHTPAKTYPACKL, 0.1 85K 6ammaiiiapbeiven MYpyre ajasin

AANAAT IRY 1 6 iHiH JIOpR03bI
JKyripy, cexipy, Kapry Ke3inaeri KinbiHIbIKT,
Eaennen kore 3aeri (FoBepe MaHeBpi) KUBIHABIKTAD
bacmaagaknen kot "eH Ke3feri KHbIHABIKTAP
Kiginmix runeprpodusice
Erep ryiiiayaep 6osica. JABJL emec. BB/ 6oaranni

IK MBI~

[KO3FaJIbICKa

KadineTTinix |12 sracka kaKplHIaFaHa soranassi — OB

rep 16 scaran ke#in cakranansi— BBJT

KpearnHkuH[OeTTe KaTThl JKOFaphiIaias (Hopmanas 10-50 ece Ken)

aza TybuIFaH Ke3/e #orapbl 6onaas

[Capaomuonarus (kacocmipiMaik Ke3eHHH COHbIHars! JIBb/] kesinme

Katapmac  [uHBapuantTeik; BBJI Ke3inge aysITKbIMabl) MuTennext 6y3punysl (J1B/] kesitne

Oenrinepi  [30%, BBJI kesinze cupek)

[Maronorus |[KnuHAKabIK aYbIPIBIFbIH TTATONOrHs (Hekpo3, perenepauiis, Guopos, TaNIbIKTap

pIIEMIHIH KeHineH e3repyi) Goiibiiia Garanay mymkin emec Besinren Tanmsikrap

JIB]] kesinze anerre, auctpodun 6oaMaiias

Muctpodun agerre Gonansl, Gipak BBJI kesine aznaran IIEKTeYNepai Kocnarania,
HOpMaaaH ayTKH/IbI

L JlucTpouHMEH acTackaH OapiibiK aKybI3Aap AEHTeHiHiH TOMEHIeYi

MyTauusjiap THOTEPiHIH Tapaaybl
2/3 mytanust — 6yn nenenus (ITTP nemece MLPA),

1/3 nykrenik mytauus (WES, UI'X),
eTe warelH yieci — ayniukauus (IITLP nemece MLPA).

103



14.2 cxema. MyTanusiap TyLIHIAYBIHBIH BIKTHMA MeXaHH3Mi

YOU CAN WIN THE PEN YOU CAN WIN THE PEN YOU CAN WIN THE PEN
YOU CAN \%IN THE PEN YOU CAN V%IN THE PEN 1
(OKBIN ecenke g.ny weHbepinin  (OKBIT ecenke !’.ny mieHOepiHEeH I-neri E aJmagyLl MAarbIHACHI3
imiazeri gejenusceiCAN) ThIC Aeneuusicel UCAN ) e3repicti 6epeni
YOU WII!‘TH'E PEN YOW IN‘THENEN YOU CAN \%"IN THE PIN

! ! L]

Ocepi xabapnamanarsr cosin

IKATNBL AIFAHIAFE]
BB]] TIBI i ;
MAaHBI3ABUIBIFBIHA TAYE

(aMHHKBIIKBLIIAD )

JBJ1 TaceiManayer siiengepe agerre, aypy CHMITOMAAPLI JKOK, Oipakx
KeHe, 6anTeip OyTibikeTinin yiraos: (KeGiHece Oipakrsl) Hemece GyJIbIKeT
KYPEICY/Iapel CUSKTEI Gonap-0ommac Genrinep kopinic Gepexi: nemece
keibipeyiepne ep Gananapnarsr JIBJ] kesinjeri ayBIPJIBIK AopekeciHieH,
OyubikeTTin aiikbin ancistiri Gaikanybi MYMKIH.

KiniuKansik sxxone cyOKIMHHKATBIK KepiHicTepain eareprimriri
JlaloHHBIN MyTanMsIAHraH HeMeCe KabITh X XPOMOCOMACKHL 0OJIYBI MyMEKiH
9op xacyanarel 6ip X XpoMOCOMACHIHBIH Ke3/eHCOK HHAKTHBAIIUSICE] TYpaJibl
THOOTE3AChIMEeH TYCIHIpinyi MyMKiH.

Anaiinia, keiibip TaceIMasiay IbUTAP/A THCTPO(MHH MY TALIHACKIHBIH OKE
arplHan Geplierine ne janenep Gap

ABJl emaeynin Tepanerrik Taciuaepi

Opsinbacyuisl rengik Teparmus

TepmunauusnaiiTein KOZOHJIAp/IkI y3iliccis oky

DK30HBI OTKI3IN xKibepy

backanaps! (Gysibiker TaNIbIKTAPLIHBIH PEreHepalusichiH

CTHMYJIALHUATAY, TaIBIKThl THIEPTPO(HSIHEL CTHMYJIISIUHSLIAY JKIHE (HHOPO3IbI
HIeKTey )

R vl
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KopbITeiaab

byimeikerrepain GHONCHACH! AHATHOCTHKA yaepiciaae xylHke-OyJmbiker
aypy./1apelHa MaJINbIKKaH TalHMeHTTepAI Kak-KyHin Oaranayna MaHbi3abI pen
arkapanpl. [laTOreHaiK reHeTHKANBlK aKayasl ajl OHarHOCTHKANAay KoHE
AHBIKTAY MALMCHTTEPre AYPLIC KYTIM JKacayra jKoHE JKaHa sKarmaiiapibin
AL aly ymin oTOacklna THICTI reHeTHKanbik KeHec Gepyre MYMKIHAIK
Gepenti. Bynan esre, OWINIBIKET MATOIOTHACH! MAKCATTHI eMAEy ojicrepin
23ipiieyTe JoHe Oapbl KONIaHYFa BIKNAT eTei.

Byi caneleTeipMansl Typue Kapanaiibim emurapa, Oipak xyprisinyi sxoHe
HOTHIKENEPIH MHTEPNPETANHsAIAY APHAKB AalbIHABIKTEI TAIAN eTefi. Bymueiker
MAaTONOTHACHL ayBIp OkoHE emipre Kayill TOHIIPETiH aypymapisin CHpeK
KE3ICCeTiH >Karaainapein OacKkapyMeH aHHANBICATBIH AYKBIMJIbl KJIHHHKAJIBIK
raxipubeci Gap Gananap men keiibip epecexrtep HEBPOMNATOJOTTAPLIH IPKAIIaH
KBISBIKTRIDALI JkoHE Oyn kebiHece 0OTGACBUIBIK / rEeHETHKAJBIK kargaiiap
bonubl. Tuicti kyTiMal kamtamachis ety ymis HEBPOMATOJIOr JeHeHiH Genrini
Oip 3akpiManFan Geulirilen anbiHFAH OYIIIBIKETTIH KilIkeHe Goirii 3eprreyai
KOca, NAaUMCHTTIH JkarialblH JkaH-KaKTbl Oaranayra Thipbicansl. Kememii
Tajjayra TEK, MamMaHla KIHHHKAIbIK, 3EPTXAHATEIK, BH3YaIH3aLMSILIK KaHe
TEHETHKAIILIK 3ePTTCYIEPAi KOCA a/FaH/a, MAHEHTTIH JKaraaibl TYPaIbl TOIBIK
aknapar OojiraH Jkarnalifa raua MyMKingik Gomamsl.  JKammel  Gedtimmi
SCPTXAHATBIK AHATHOCTHKA MaMaHAaphl MALMEHTTEPAl KIMHHKATBIK Oaranayra
KATLICTIAN/IBI JKOHE IMETTe, OYIILIKET [ATOJIOTHICH GORLIHIIA AAlbIHABIKTAH
erneini. Jlan ocel cebenri, konreren ennepiue GymbIKeT aypyJapblHa KaThICThI
AHarHOCTHKAJIBIK alllakThIK Oap.

CoHAbIKTaH, OCKI aypyJ1apabl AMArHOCTHKANAY HKYHeciH KYPY/1blH aIFaliKhl
KanamaapelH - Jkacay YIIiH OCBI cajlajarel  Keitbip EpeKIeNliKTep MeH
Toxipubesnepai eckepy kaxer. ER anubiven, Gyimbiker YJrinepin naiisinaay
hopmasMHMeH eMec, My3HaTy apKbLibl OeKiTy, TachIMalliay oHe KkibiTyin
a7/IblH aily 1apajapelt (apHaibl JJeKTpMeH xKabibIKTay sxKylieci, TOHA3BITKBILLI)
KOaHy CHSKTBI €pexenep/li caKray il Tanar eTexmi.

JKyHKe-Oy/IIIBIKET aypyblHbIH HETI3ri [aTOJOrHSIBIK Oenrinepin Tyciny
Yinin 0i3 Helporenjix >xoHEe MHONATHSILIK 3eprreynepain keHbip wennyimi
TYCTApbIH OiTyiMis Kasxer.

bymubiker GUONCHACKIHBIH HeHpOreHAiK 3epTTeynepiHiu HOTHIKEIepi:
TONTBIK aTpodus KIHE TANLIBIK Typi GoifbiHiua TOnTacThipy. By Jepexrep
Helporen ik Oy3bUIBIC JKaFAaiibln Kopcery Kesimie Kopcerineni. Muonarus
Oesrinepi: Hekpo3 sxeHe perenepanys, MHOGHOPHIIANBIK esrepicrep (Msicaibl,
ANPOJIAp). SAPOJLIK ©3repicTep, KOCBIHABLIAP (MBICANBL, [MTOMIA3MANBIK
AeHenep, ManWHAiK emec JeHemikrep), | THNTI TaaubIKTapabiH aTpodHusch
Aone 1 unTi Tanubikrapasi 6ackiv Gomysl. Bys nepexrepain Gapibirbl THICT]
JKaral YCBIHBLIFAH Ke37e CHIIaTTaaabl.

Kenreren karmaiinapasl cumatrayra MyMKiHIIK Oeperin  GosyabIH
Oipuemie Herisri Typaepi Gap. [eMATOKCHAMHMEH jaHe J03HHMEH 605y ibl,
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[oMopu OolieiHIa  TpUXpoMMeH MOIUMQHKALHSIAHFAH Gosyabl, Kajmbima
KE/TIpIAreH HUKOTHHAMHUI aIEHHHIHHY KICOTHA-TETPA30HH  peAyKTa3achy
(NADH-TR), cykumnargeraaporenasanst  (CII), oxchuasa HHUTOXPOMEIH
(COX), mnosuH-Ardasanbl xoHe Herisri Gosy.ap JKYPrisiireHHen keiin
HOTHIKENIEPAI HAKThbUIAyra MyMKiHTik GepeTin KelGip Kochimma anicrepai
KAMTUTBLIH  OOsybIH HETi3Ti Typiepi skoHe GeHOTHITIH aHBIKTaMalnaphl
(mbicanel, docopunaza, cinrini docharasa, crienMHKaNbIK eMec dcTepasa,
AUETHIXOIMHICTEPasa koHe Oackanmap). Bymam esre, keii6ip sarmaiinapua,
Keibip MHOAHCTpOdUAIApIa KABBIHY MHONATHACHIHLIH BoMybIH KYTKEH Kesje,
HMMYHOTHCTOXHMHAJIBIK 3€PTTEY JAEPEKTepiH eckepy Kawer. JKammbi, cupek
KE3IeCeTiH KyHke-OVIIBIKeT aypynapsin 6aranay yiuin Gisre apHa#bl xab bk,
TCXHHKA JKOHE JKAKCH JAHBIHAAIFAH SKOHE BIHTANBI KLISMETKEDPIED HEMECe
JHArHOCTHKAJIBIK HYHe Kaxer.

Kyiike-Gy1mpIkeT aypynaapbin (skoHe 6acka aa CHPEK Ke3IeceTiH
HEBPOIOTHSIBIK  AYPYJIApPAbI) eMIeydiH cXeManblK KepiHici: memim
KaObLI1IayFa FLIBIMH Heri3JereH Tacil.

14.3 exema.
e 5o ]
= 2| : i s Kyiieninemsuni imay |
?. ;%‘g. “’ {GymusIKeTTCp, BYKIN TcHC) i iy
SE| B8 iE
" 24 —
5| BE |
= 2 a
=8 | Henteyun kv
7 i e 5

z =
3 Aepiee on e
a 2 2
& | Livamuerepmin CRIHZETAP.
E ’ fmomenacn PRI P
o ¥
- I Tene rkahix 1wy

d e ]

Wornpi

SEE e R N e e, e

‘ OJieMre Jiriai [
‘ MaMaHIAHIBIPBLIFAH

106



JHATHOCTHKANEIK  JKyiie MEIHIMHAIBIK  KbI3MeT Kepcety kyHeciH
OPTAJILIKTANBIPYFA XKOHE FBUIBIMH-3EPTTEY JKOHE KIMHHMKAIBIK MeKeMenepii
Gipiktipyre Herisnenmyi Tiic. Mynpaif Tacingi sxysere achlpy CHpPeK Ke3meceTiH
HEBPOJIOTHAIIBIK aypyJiap, OHbIH inTiHe xylike-Oymusiker aypynapsl GoiibiHia
YUITTBIK MaMaHJaHIBIPBLIFAH OPTANIBIK PETIHAE HKYMBIC iCTeliTiH ipi opraneik
dypyXaHala OpHAJACKaH YHHBEDCHTET HEMECE FhLLIBIMH-3EDTTEY MeKeMeci
HETi3iHae MyMKiH 6onaasl.

14.4 exema. MeqnuuHANBIK KOMEKTIH AHATHOCTHKAIBIK CTAHIAPTHI

Horape: maniaig AH MCANIITHAABIK

(Yuugej K/YITTRIR
1 1Ka)

AMAHAAHABIPBLIFAR MEIHIHH AL
KOMEK

(0DIIBICTBIK/KATAIBIK AYPYX

byiuibikerTepre Hemece 6
sxacairan MPT/KT (Busyanusaums kesinje
anbIKTaliaThil Genrinep)

Bacrankel MEIHUMHAJIBIK KOMER AcHTrelii (amo TOPHITBIR-
EMXAHANBIK MEREeMETep)

Kpi3i1 scanayiuanap; cauibbipibik

OYMIBIKET 21Ci 31Tt

K@K AeHretinib JKOFaphulbirbl

thacHnryasiHsiap

YOTTBIK MaMaHAaHIBIPBIIFAH OPTAIBIKTBIH (YHHBEPCHTET/AKAAEMHSIBIK
aypyxaHa) KojaybIMEH Gapiablk MeKeMmelepAi OpTalbIKTaHIBIPY OapnbIk
DECYpCTap/pl (afamH, TEXHUKATBIK JKOHE KApIKBLIBIK) WIOFBIPIAHABIPYFa HKIHE
CHPEK KE3NECETIH HEBPOIOTHSAIBIK/ KYHKe-OYIIBIKET aypyaapbl YIliH Korapsl
MaMaH/@H/bIPLUIFAH  TYPaKThl JAHArHOCTHKANBIK JKyHeHi a3ipneyre ome
ACHCAYINBIK CaKray wyHeci ymid emipre kayin Temziperin aypymapabin
aybIPTHANBIFBIH a3aHTyFa MYMKiHAIK Gepei.
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1-xoceiMIna.,

Haxrel aypynapae! Kapacrbipran Kesje AdpirepJepai anaHaaTysI THic
KIHHHKANBIK Oenrijiepain Kecreci

Kanaukansik
Oerici/Opbin anran
CHMITOM

Eckepinyi tuic aypy/renseri myrauns

Bynmsixer OXOK-Men Hemece xkyiike-6yambikeT
QUICI3NIriHe3 rUNOTOHKS  pxyiieciHen Thic KHBIHJIBIKTAp

Bynbiker Tya GiTken Muonarusnap nemece Tya
QJICI3NITIMEH rHIOTOHHS  [GiTkeH aucrpodusinap; JKBEA

[Tpokcumansi Kenreren muonarusiap, aucrpodusaap
ancizuix kone KBA kesinne kesgeceni

Hucranvai ancismik

Hesponatusiap; muctansai Mmuonarusiap;
MHODHOPHUITANIBIK MHOTATHANAP; MHOTOHHSUIBIK
CTpodis; kaBeIHY MuonaTHsanaps! (IBM)

XKaybipein-
NepHHEeaJIb11/5Kay bIpbIH-
HBIK aMAaFBIHBIH JIci3airi

Ter-unrk-say bIpblH MHOTATHACHL: JTAMUHHH
A/C Dmepu-Jlpeiidycrin Gynmbiker
mucrpodmscer; FHL1, MYH7

ACHMMETPHSLIBIK
ancizaik

ANOS, Ger-UbIK-kaybIpEIH MHONIATHSCHL,
IBM

bac canbeipayn
CHHIPOMBIH KOCa, MOHBIH
QJICi3iri

Tya 6itken muonarranap; "6ac canGuipays!
CHHIpOMBI", A/C JlaMUHHHI MyTanHsIChIMEH
PKaF1aHIIap/ibl KOCa; MHACTEHHS PPABHC;
PHAOKPHHJIK Oy3bLTYIAD

ThIHBIC MyLIETEPiHiH
0acTankel 3aKLIM/IaHY bl

Bipuente aypy, Gipak KbILIKELT MANbTa3a
TalllIBUIBIFBIH; SIAPOJIBIK MHONATHAHEI, SEPN 1.
SMARDI, HMERF eckepy kepek

ASIK-KOJIAAP/IBIH
AKCHABAI > auicizairi

A/C namuni myTtauusiapsiven EDMD
ATOJIBIK MHOTIATHSLIAD; Kelbip
MHODUOpUITANIEIK MHOTIATHSLIAD

Ckonnos

Anponsik MuonaTHAnap; YibpHXTIH Tya
OiTkeH OYTIIBIKET AHCTPODHSCEI; KellleyinaereH
CATBLAAFEI JIMCTPOdHsIAD

ITTo3 sxoHe/HeMece
o TanbMonIerns

1 TUOTI MHOTOHUSITBIK aucTpodus;
MHTOXOHIPHSANBIK MUONATHSIAD; MHACTCHUSIK
CHHZpOMIAp; Tya OiTkeH MuOnaTHsIap,
MBICAJIBL, HEHTPOAACPHBIE MHONaTHANap, RYR1-
MeH GaitiianbicTsl Muonatrsiap, TPM2-men
Daif/laHbICTEl MEOTIATHATAD;
OKyJI0hapHHTeans1i iHeTpodHs; MHOZHH 24-
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MeH DaiIaHbICTEL MHONIATHSIAD

bynmeiker

ayBIpY bI/Kypricynap,
ocipece, AeHe KyKTemeci
Ke3zinge

Crennduransik emec; BB]1, kei6ipLGMD;
KaOBIHY MHOTIATHANADEI; METAOOIH3MITIK
MHOMATHsIAD

OpraHrsl caycak
OykKilTepi
OMBIPTKaHEIH cipecyi

lapiay MHacTenns CHHAPOMIAPHI; METAB0IH3MIIK
MHOTIATHSIAP, MBICATIbI, KBIIIKLUT MaTETa3a
TanilbljbIFb]
Kounrpakrypanap
HIsHTaK EDMD

bernema Muonaruscel
A/C mamuni; SEPN1 nemece FHI 1
Tya biTken MuonaTHsIap, Tya GiTkeH

Oy bIHIAPIbIH
THINEPKO3FaIFBILITHIFbI

ApTporpunos MHACTEHH I
Tya 6iTkeH opran RYR1, COL6, 2 tunti JKBA
DKCITIK TAKOKI
| Jucranpai Crneunduxaisik emec tenri, 6ipak COL6

Oenrici 60Iybl MyMKiH

AKypekTin KaTapjac 3aKbIMIaHYbI

ApPUTMHS/OTKIZTIIITIK
TiH Oy3bLTy I8Pkl

EDMD; MHOTOHHSUIBIK AHCTPO(HUS;
MHTOXOHAPHAIBIK MHOIIATHSLIAD

Kapauomuonarus

ABJ/BBJ1; Giprewe LGMD:
MeTaboIM3MIIK MHOTIATHIAP; MHO(HODHIIATIBIK

IMHOTIATHATIAD; aMHJIOH 103

! Opranbix xylike xyleciHiH 3aKbIMAaHYbI (€1ayip coliKecTik, dipak
| Oapilip Temenaeri Kei6ip HycKATAPABI KAPACTHIPY KakeT )

DIuierncus

3at anMacy b Oy3bLTyIapsl, Tya OiTkeH
OYJILILIKET AHCTPOdHAIAPE]

MPT-1a aK 3aTTBIH e3repicrepi koHe/HeMece KYPBLIBIMIBIK

e3repicrep

Karapaxranap

MuoToHuANEIK aucTpodusiap; aB-
KPHCTAIMHA{K MUOGHOPHIIATBIK MHOTATHS
KeHOip Tya OiTkeH MHOMATHsIAD (MBICAIIBL,
DNM2 nemece TPM3): crpek 6yssLiynap
(MbIcansl, Bu4n cHHAPOMBI; MapHHecko-
[llerpeH CHHAPOMBI).

EctiMeH kamy

MHTOXOHAPUANBIK MUOTIATHANAD; DET-HbIK-
#ay bIPbIH MHOTIATHSCHI

Jlunoaucrpodus

A/C namuni nemece PTRF

Pabnomuosus

BBJ1, RYR1, xeibip metaGonusmaix
Oy3bLIy1ap
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KpeaTtunkuHnasa aenreiii

KansimTe! Hemece
OpTalla JKoFapblIaraH
(Hopmanan 2-5 ece koraphl)

MyTanusnapeiMed EDMD; Heliporenix
Oy3bLTyIap; MHTOXOH/IPHSIBIK MHOTIATHSIIAP;
KabBIHYMEH 3YPETiH MUONATHAIAD

=

Tya 6itken Muonarusnap; A/C namuui

Oprama sxorapsliarad
(nopmanan 5-10 ece
piKOFapsbl)

lnueTpodisnap; KabblHyMeH sKypeTiH
MHOIATHSLIAD

Kenteren Muonatusiap men

OTe )orapl
(nopmanan 50 ecenen
APTEIK JKOFApHI)

KanbrnanHonarisa; ANOS; keiine kaGbiHyMeH
PKYPETIH MHOTATHSLIAD Ke3iHje

ABI/BB[T; mucdepiunonaTus;

Kan capsicybingarsl
Hemece JKMC-narsl akrat
JIEHreHiHIH 5KOFapbITBIFE]

Mutoxonapusiibsik 6yseLiynap

Tepineri e3repicrep

beprue JlepMaTOMHO3UT

DOIIHKY TSIPIBIK Kommaren VI ¢yHKiHsCBIHBIH Oy3blLy1apE!
THTIEPKEPATO3. KEJIOHITHIK
TY31JiM

HxTHO3 CHKB, Jloppman-Yunapun CHHJIPOMEI
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2-KochIMIIIA.
Emaenerin xyfike-0yIMbIKeT aypyiapbl

Ienpgix Tepanus
L KBA

OumronykieoTHarep
2. ABJI (kapcsl Tepanus)
3 KBA (kapcbl Tepanus)
4. Amunongos (PHK)

Opembacymel hepmeHTTIK Tepanus
5. INomne aypysi

6. Dadpu aypysl
HyTrpuTHBTIK Kongay
7t KapHuTHHHIH 6acTANKBI TANIUBLILIFLL
8. Auunn-KoA nernaporenasannin (MADD) kenreren
TANUBLIBIFBI
9 bpayn-Buanerro-Ban Jlepe cunapomMbi
10. Q xodepmenTinin (CoQ) 6acTanKpl TAMUBLILIFEI
11315 TuMHAMHKHIHA32 2 TANBUILIFbI
12. MuUTOXOHAPHSLIBIK HeHPOracTPOMHTeCTHHAIB I

snuepanomuonarusa (MNGIE)

HvMyHHOMORY ISII U S
13. Muo3ur
14. MuacteHnus rpaBuc

HelipoOyImIbIKeT CHHANCTAPBIHAAFBI Gepiiic MoAyIAIHsIChH
15 MmuacTeHust rpaBuc
16. JlamoepT- U TOHHBLIH MHACTEHHSLIBIK CHHAPOMBI
117 Tya 6iTken MHACTEHHSLIBIK CHHAPOM



3-KOCEIMINA.
[Maiigane! BeG-caliTTapaeIy Tizimi

¥ITTBIK MeAHIIMHAJBIK KiTanxana: PubMed
http://www.ncbi.nlm.nih.gov/pubmed

AnaMaarel GeHOTHNTIK MapKepIepaiH OHIAH-KATAIOb]
http://www.ncbi.nlm.nih.gov/sites/etrez?db = omim

Kyjike-Gymubiker aypynapsr, Bykinaaemuix KYHKe-0yIIBIKeT
aypysiapel KorambIHbIH (WMS) pecvu skypHais]
http://www.nmd-journal.com

Ayiike-0ymmbIKeT aypyaapbIMeH 6ai1aHbICTI TreHaep Kecreci
http://www.musclegenetable.fr

byximamemuik syiike-OyIbIKeT aypyIapbl KOFaMel
http://www.worldmusclesociety.org

JlelinenHin Gy IMIBIKET TUCTPOdHSICHI KOHIHTer napaKumaJjap
http://www.dmd.nl/

KyiKe-0yIIBIKET aypyIapsl opTaibiEsl, Banmmurron
YHupepcuTeTinin Menunnuna MekTedi, Cent-Jlync, Muccypu
http://neuromuscular.wustl.edu/

TyKbIM KyanaiTbiH meTkepi HEBPONATHAIAD MYTALMIADLIHBIH
nepekTep 0a3zachbl
http://www.molgen.ua.ac.be/cmtmutations/

Eyponanein skyiike-Gymbiker AYpyJapbl OPTAJILIFbI
http://www.enme.org

AHTHAeHeJep GolibIHmIa pecypcTap napakrapbi
http://www.antibodyresource.com/
http://www.glennmorris.org.uk/mabs/WCIND.htm

Jamy seprTeynepine apnanran rudpuarep Ganki
http://dshb.biology.uiowa.edu/

Mitomap. Anamupig MHTOXOHAPUSLIBIK FeHOMBbI G0HBIHIIA AepeKTep
dazacel
http://www.mitomap.org/



TecTke apuanFan cypakrap

1 [Tomne aypybiHBIH ce6e6i?

+ a. KpIKpi1 MansTasa TaniblibEsL

b. Muodocdopunasa TanbIIBIEsL

¢. DochodpyKTOKHHAZE TAMIIBLIBIFI

d. Tapmakrarsii GepMeHTTIH TANIBITBIFET
e. Jlucrpodun TanmbLIBIFbL

2. 7 wacap 0anaja KMMBUI-KO3FaTbICEIHbIH JdMyLl TEEreH, ON JKypyre
KMHananel. Ouncisaik xebinece MpokcHManbai GyJmblKeTTepiHame KopiHic
Oepeni. banana keyne Kyblchl MeH HBIK OVJIIILIKETTEPIHIH, COHgaii-ak,
HAYBIDBIHHBIH ~ KaHAT Topi3Ai  OymnbiKeTTepiHiH omcizdiri  Gaiikamamsl.
banteipiapasi - esilueMaepi  yJiFaiFaH  koHe KOHCHCTEHIMACH "pe3eHke
Topisai".  AkpUI-OH mamybiHBIH ko3 duuuenti (1Q) Temen. Capbicyxarsi
KpeaTHHKHHa3a Jedredi 13 240 Xb/n xypaiias.. Byaumbiker GHOMCHACH
@IbIHABL o)1 TeMeniae | cyperre kepecerinren. TemeHme kenripinren kaii
JIHarHO3 BIKTHMANbIPAK?

1 cypet

a. bexkepain OyniibiKer 1ucTpOQHACH

+b. Jlfomens MHOAHCTPODUSCHI

c. Fascioscapulohumeral muscular dystrophy
d. Asik-6en Oy/IIBIKETTePiHIH AHCTPOHSICH
€. JKyuiein OyJIIBIKeTTepiHiH aTpodusichl

3. X-xpomocomameH GaHIaHbICTBI PELECCHBTI aypy, Oyil Kesze Jkacymmailuigik
aKybI3 MHCTPOGHHHIH OacTamkel aHOMATHICBIMEH yAeMeli atpous Hemece
OyJIUBIKET TAMNILIKTAPLIHBIFH JCTreHepalMsIIBIK o3repicrepi Gatikanapl

+a. JllomeHHin Oy ImbIKeT TRCTPOQHACH:

b. MuoOTOHHSILIK ARCTPODHS

c. [lonumuosur

d. Pabgomuenur
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e. Tya GiTkeH MHOTOHUS

4. KynemH  OYMULIKETTEPiHIH  aTpodusacs bap (OKBA) mauuentrepreri
NaTopHU3HONIOrHs KaHaak?

a. Jy¥iKe-OyJIIIBIKeT KanFaMIapeIHEH GlOKALACH

b. Lletkepi sxyiiKkenepain OyILLIKET JeHepBaLisChI

C. JKyJIBIHHBIH APTKBI TAPMAFbI HKACY 1ANAPBIHIH HKOFAJITHLTYbI

+d. JKyJIbIHHBIH ATIBIHFBI TAPMAFBI HKACY ITANAPB] MEH apablK HEHPOHIAPLIHBIH
JKOFAJTY Bl

€. BYJILIBIKET TiHiHiH HEXPO3BI MEH pereHepalUsChI yaepici

5. JKynwin  GymmbIKeTTepinin  artpoduscel  kesimeri kaw CapblCy bIH/1aTkl
kpeatHHpochoKrrHaza GesiceHainirinin nenrei:

a. Enayip aptkan

b. Cau sxorapsr

c. TannanGa b

d. 2Korapsi

+e. Kansin mexrepinne

6. JKynbIH aTpousCk! xaralbIHaFL] DJIEKTPOMHOTPADHA Ke31HAE HKyIJIbIHHBIH
KHMBIT-KO3FA/IBIC HEHPOHBIHLIH 3aKEIMAAHYBIHA TOH DEJTi:

+a. "Kopuay" Typingeri siprak

b. MHOnaTHANKIK 3aKbIMAAHY BIPFarbl

¢. MIMIyibe oTKi3y KBUIIaMIBIFBIHBIH 38 M/C a3ra TeMeHIeyl

d. ©3repmeiini

e. Kepcerkimrepain remenneyinin Jamenaepi

7. BYJIIBIKETTEPAIH TYKBIM KyanaiiTblH yaemeni AucTpoduschl Kesiner
3aKBIMIAHYTAPJIbIH OPHAIACATEIH OPBIHAAPLIH KOPCETiHi3

a. Mu Kabeirbl

b. Ilerkepi sxyiixe sxyiteci

C. ACYJIbIHHBIH AJLIBIHFBI TADMAKTAPbI

d. JKyJIBIHHBIH JIATEPAIIE! HIOFBIPB]

+e. ByJIIbIKeT naTtoaoruscel

8. bynmeixertepain ynemeni AMCTPOHSACKIHBIH Keleci Typiepiny kaifchiiaphl
BacTankeickl HobIT TaBkITANbI?

a. Hlapko-Mapu-TyTThIH HeHpPOHabIK aMHOTPO(HSICEHI

+b. [liomenn MuoaHCTpOdHsCEH

¢. UmmyH#uTer Typri Gonran HEKPO3JalTLIH MHONATHS

d. Kynbin Gymuibikerrepinin arpoduscy 5q

€. Muacrenus rpasuc

114



9. KBA Ooiibiira XaibIKapaliblk KOHCOPIMYM OKyiieciHe colikec kemeci
xpurepuiinepmen cunarranarei, JKBA KocalKbl THIOIH TaHIaHbI3: aypy
Manu(ecTalMAChIHEIE  Jkackl 6-18  alf, eH JKorapel KHMBIT-KO3FAJIbIC
(yHKUHsIIapbl — e3/iriHen oOTHIPakI, KeliGpeyJiepi cyiienin xypeni, xypmeiiai,
25 sxacka aeHiH eMip cypyi MyMKiH:

a. KBA 1 tumi

+b. KBA 2 tuni

c. )KBA 3 tumi

d. 2KBA 4 tuni

e. ToiHbIC amy xeTkinikcizairimed JXBA

10. Hycunepcennin no3anany pexumi kaHaai?

+a. Emnuin Oacemna 4 posacel: 0-14-28-63 kymmepi 12 Mmr/5 mi-aeH
HHTpaTeKalbal, coaan coH 4 aifna 1 per.

b. Bynueiker imine 6ip per 1,1*10-14 mkr/kr ecebinen

¢. Kynnenixri imke xenmeci ecenmmnen: 2 »acka aeiin— 0,2 Mr/kr, 2 sxacrau
Oacran neHe camMarbl 20 kr a3 6oaca — 0,25 mr/kr, 2 skacran Gacran neHe
canmarbl 20 kr ken 6omaca — 5 Mr

d. Bynuisiker imine scpiinma 1 per 1 ma

e. [Tepopassai, KyHOeIiKTI

1. 2Kyt OymusikeTTepi arpoHschiHbIH Sq Herisri cebebi ne?
a. RMD reninferi reMH3HrOTalbl My TALIHS;

b. TTN reninneri reTepo3uroTaibl My Tallsi;

+c. SMN1 reHiniH 7-8 3K30H1apbIHBIH TOMO3HIOTANbI [EelHACH
d. FKTN reHinzeri roMO3UroTansl My TAIHS

e. ASAH reningeri Myrarus

12. JKynpin aTpouACEHbIH AHCTaNbAL Typiepi kobiHece TOMEHIErineH TYKbIM
Kyanaumisl:

a. X-xpomMocoMameH 0alIaHbICThl, PELECCHBTI

b. X-xpomocomamen 6aiIaHBICThI, TOMHHAHTTEI

+C. AYTOCOMAaJIbIK-JOMHHAHTTHI

d. AyTOCOMAaJIBIK-PELIECCHBTI

e. Ke3zelicok HyKTeliK My Tarus

13. Dp6 MuonarusceHbH OacTanks Genrinepi kenecinepii KaMTHabL:

a. Mo#bIH OYJIIIBIKETTepiHIH aaci3air

b. KonasiH aucTaibii OybIKeTTepiniy acizair

+c. Kon men wupIK OenpeyiHiH mnpokcumaibiai Gesikrepinaeri OyinIbIKeT
QJICI3Iri
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d. AsxTeiH [ucTansai GenikTepinin ancizairi
€. OMBIpTKAHEIH cipecyi

14. bananapmnarsl MHOIATHS Kesine HKYPiC-TYPBIC Kanail e3repeni?
a. CnacTHKaITBIK 2Ky pic-TyphIC

b. AtakTini sxypic-Typsic

+¢. Kupanaxgan sxicypy

d. Crennax/IpIK sxypic-Typbic ("mekin bacy")

e. Kypic-Typblic MOHEDIII, 9IETTEH ThIC

15. AypyupiH KIMHHKAIBIK KOpiHiCiHe MHOAHCTPODHUIHBIN Bonysr keneci
aypyJiapra ToH:

a. KypBUILIMARIK MHONIATHANIAD

b. Apkaryc atpodusce

¢. TyKbIM KyauiaiThin HeBponarHsiap

+d. bynmsikerrepain yuemeni MHCTpodUsIaps!

€. Muacrenus

16. Dmepu-Jpeiidycrin ynemeni OIIIBIKET JHCTPO(GUACH! YIiin Kefeciyiep Tan
eMec:

a. bynmeiker atpoduanapel kebiHece VI GacThl kene eki  Gacth
OYJIIBIKETTEP/IE, asAKTBIH, CAHHBIH Oe)l OyJIIBIKETTEpiHAE, JKoHe Kimi sximik
OyJIIBbIKETTepiH e OpHATACAbI

b." Ber, . ubik Genmeyi  OymwusikerTepinin  xoHe afKThIH  AJJ(bIHFEI
OyibikeTrepinin atpodusch

¢. ArpIMBI Oasty yzed i

d. IlemTak OysiHaapemia OYKKill  KOHTpakTypanapibiy Gonysl, axuul
CiHIDiHIH apTKa BIFBICYbI, OMBIPTKAHBIH MOHbIH Gemirinin cipecyi

+e. bysnusikeT ayripysl

17. Aynein Gynursikerinin 3 TrnTi aTpoHsACH Kali xacTa kepinic Gepen:
a. 6-18 aiina

b. 6 aiira neiiin

+c. > 18 aii

d. 30-40 xacra

€. TYBUIFaH Ke3le

18. X-xpomocomamen GaiinansICThI MHOJTHCTPOGUS KeTeciaepai KaMThIMaHibL:
a. bexkepain Oyimsiker JHCTPODHACH

+b. Opb MuoIHCTPODGHACH

¢. Jlfouenn MHOTHCTPODHACH

d. Jlefinen-Mebuyc MuoaucTpodusics
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e. Omepu-Jlpeiidyc muonucrpodusce

19. Kaunarel xanmaéi (epMeHTTep MeJILIEpIHiH JKorapbiiaysl  J{OMeHH
MHOJMCTPOGUSICEIHA TOH?

a. AMuIiasa

b. Ilakrataersgporenasa

+¢. KOK

d. KplLIKBELT ManbTa3a TanibUibIFb]

e. AJIT, ACT

20. JKBA ©Oap. amOynaTopibiKk eMmIeyderi NalHeHTTepIe KHMBLI-KO3FalbIC
JlaFAbLTapeld Oaranay yilid KaHaai QyHKIHOHANIBIK KA/ nai1ananbiians?
+a. CHOP INTEND mnikanacel

b. RULM mkajacsi

C. 6-MHHYTTIK »Kypicen xyprizineria Tect

d. bpyxk nikaacet

f. KumbLi-kosraisic dynxiuscen (MFM) efniey 1xanacs

21. MuacreHnus rpaBuc Kesinje Kanaai anTuaeHenep oonanbi?
a. HLA-B27

b. Exi cniupanbai (taburu) JHK-ra autuaenenep

+c¢. Auermixonunaix penentopra (AChR) antunenenep

d. CmuT anTHreHine antTuaeHenep

e. HLA-DR

22. Muacrenus rpasic 0ap nNallHEHTTepjle KaHIAH CHMITOMHEBIH 0OIyhI
KyTiIMeHmi?

a. bymubikeT oscisiri

+b. Ecre cakrayablH Halmapiaybl

c. ITro3

d. Celtneyneri KHBIHABIKTAD

e. ThIHBIC amy KeTKiniKkcizair

23. Kyike-OynublKeT aypynapsl KenecinepMen:

a. Bereratustik auchyHKIHAMEH

b. Oxnenin pubpo3naiTEIH aypybiMeH

¢. ¥HKel ke3injaeri o0CTpyKIHANLIK AMHO3 CHHAPOMbIMEH

+d XKypek Gi0kazaceiMed

e. lactpocTa3ben HailfnanbIcThl 60Ty Bl MyMKiH

24, Wylike-OyJILIbIKET aypy/lapbl Ke3iHAeri acKeIHyIap Keleciiepai KaMTHIbI:
a. ['unepxanuemus

b. T'mnorepmus

+c. bymusikerrepaiH cipecyi
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d. Ankanos
e. Kpearnugochokunasa (KOK) koHUCHTPALHACHHBIH TOMEH/IEY
25. MMOTOHHMSIBIK PeakiHsap:
a. OpHadbIM KaTepii CHIepTepMUsIMEH 0afiliaHbICTEI
b. HaTpuiifin arsin keayinin asarobiHaH Gonaisl
¢. CyKUMHMIXOMMH TYPTKI G0JIYBl MYyMKiH
+d. Xnopun eTkisrimTikTin ToMen ey inen 60y MyMKin
€. ATTMBIHAAPAaH TYBIHAAYBl MYMKIH
26. MHOTOHMSAIBIK PEAKLMANAP/LL EMAEY KEJEeCIep/1i KMTYEL MYMKiH:
+a. TypTki Oonateis GakTopasl emaey
b. Jautponen
c. Aputmusra kapes! 11 knacter gopisep
d. Hecentin ankuimgenyi
e. Ayblpranne! Oacy
27. Mrowenniy 6YNIBIKET IHCTPODUACH:
+a. by 6ananapa aHaryppiibIM KeH TApasiFaH KKy HKke-GyIIIBIKET ay py bl
b. Bys1 ayToCOMATEIK-IOMHHAHTTEI aypy
c. by kesne kapauomMHoTaTHs Ui Gaiticanassl
d. TncransAi Oyuubikertep arpodusianasl xaHe ancipeiin

€. JenonsipusalMsiaiThid MHODENAKCAHTTADIAL KOIUIAHY Kayinciz 6oJibin
TAOBIIA B
28. Tya GiTkeH MHOTOHUSL:
a. byn X-xpomocomamen GaiianbICThL aypy
+b. CuMnTOMAApBl HATPHIT O3EKLIENEPT JKYMBICHIHbIH OY3BLTY bl HITHIKECIHIE
TYBIHIAH B
c. byn kesie OWILIBIKETTEPAIH KeH TapairaH ruieprpodHscs GaiKkanams
d. JKaHcei3nauasIpreIi J1opiHi JKEPTiNiKTI KOJIIaHy OynuibikeT
KOHTPaKTy palapbiHbiH 60CaHCybIHA BIKNAJ €Ty MyMKiH
e. lItisa pre-junctional disorder.
29. Kyiixe-6ymuriker Gepinicinin 6y3nuTyapsl:
+a. bapasIre! oypeic
b. AwnTtnHOHOTHKTEpI KabblInaran Ke3ae Haapian Keryi MYMKIH.
c. Karepii xana tysinimaepmen GainanricTsl 60Ty bl MyMKiH
d. Kypaperspisai (menosisipuzaumsnamaiThii) JopiNepre  ce3iMTabiK
TaHBITY bl MyMKiH
e. XoauHacTepaza TB){(EFiUJTCpiMBH emaeyre Gonambl.
30. TemeHume aran KeNTIPIIreH 19pinepain KaHchuiaps! kylHke-Gyiimibiker
onciznirin KYIITEATITEN 12
a. MeTunnpenH1u30I0H
b. Pokyporuii
¢. AMHHOTHIKO3HATEP
+d. Lledanocnopunnep

e. bapiibirel 1ypeIc emec
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