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3epTTreyaiH 63eKTiJiri

Kazipri yakpITTa XyHKe-OyJIIIBIKET aypyapbl 3aMaHayd MEIUIIMHAHBIH ©3€KT1
MacenenepiHid Oipi Oonbin TaObUTaabl. Bysl onmapiblH CaHBIHBIH YJIFAl0 YpIiCIMEH
OainanwicTel (Venugopal >xone T.0., 2023). TykpIM KyaJlaWTBIH KYHKE-OVJIIIBIKET
aypyJIapeIHBIH €H KeH TapayFaH Typi - Jromenn muoguctpodusicer (JIM/]), o xana
TyraH yi OanamapasiH op 3500/6000 sxarmaiieiHa 6ip per Tipkenedi (Shuaiwei sxone
T.0., 2024). OnemHIH KemNTereH enjepiHae Oya aypydblH KEH Tapaiybl Typajbl
NEepeKTep KuHanFaHbiMeH, Kazakcranga Oysl aypynblH HakKThl Tapaiy >KUUIITIH
AHBIKTAy MYMKIH €MeC, OUTKEH1 PECMH TipKeY >KYPri3iaMein/i.

JltoreHH MUOAMCTPO(UACH — ayblp TYKbIM KyaJJaUThIH KYHKE-OYJIIIBIKET
aypybl, 01 X-XpOMOCOMaM€H OalIaHBICKAH PELIECCUBTI TUMMNEH TYKbIM Kyajailabl
KOHE YJIeMeJll aFbIMMEH CUMNaTTalajbl. AypyIbIH HETi31HIE JUCTPOPUH aKybI3bIH
KOATAUTBHIH TeHaeri Myramusuiap xatelp (DMD; nokyc Xp21.2). bymmsikerTeri
TUCTPO(UHHIH HET13r (PYHKIMSChI — CapKoJeMMara MEXaHUKaNbIK OEpiKTIK Oepy
(Childs A.M. xone T1.0., 2024). JIuctpoduH aKybI3bl KYPEK OVIIIIBIKETTEPIHIC TE
XKoHe a3 MeJiepae 0ac mubiHaa kesneceni (Zhou Y. xone 1.6., 2024). byn rensin
Y3BIHJBIFHI 2,2 MIJTMOH HYKJICOTHATIK KYIITHI KYpanbl, KypaMbIHaa 79 3K30H KOHE
78 uatpon 6ap (Aldharee H., 2024).

Aypy kebinece yn Oamanapra ocep ereni. [llamamen 2/3 »xarmaiima yi Oana
3aKpIMJIANIFaH TeHl 6ap X-XpoMOCOMaHbl (PEHOTHUIITIK TYPFbIJAH cay TachIMaiayllbl
aHacbiHaH anaabl. Kanran sxkarnaiinapaa aypy ke3znedcok de novo MyTalusiChIHBIH
caJlJapblHAH aHAHBIH KOHE OKEHIH >KBIHBIC KacyllajapbiHAa maina Oonansl (Min
)KoHe T.0., 2019).

Kazipri yakpITTa IYHHEXY31HIH TYpJl HOMYJSUUSIAPBIHAAFEl JCTCIUSIIBIK
CHEKTpJep Typajibl KEH KeJieMIl JepeKTep IKUHaJFaH, COHJaili-aK Keioip
MONYJIAIUSIIBIK albIpMalIbUIbIKTap Aa aHbikTaiFaH (Kong sxone T1.0., 2019). Conrbl
nepekrepre coiikec, JAMJI-narbl Myrauusuiap TypJil CUINATKa He - Jeelusuiap,
TYTUTMKALUSIIAp, HYKTEIIK MyTanusiap 0oyybl MYMKiH. MyTanusiap/blH CUIATHI,
COHBIH 1IIIH/AE€ HOHCEHC-MYTalusiap, MUCCEHC-MyTalMsulap >KOHE CIUIACHHT
CalTBIHIIAFBl MYyTAlMsUIAp OPTYPJl MOMyNsNMsUIapAa opKanad TapairaH. Hykremik
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MyTalUsIapAbl  3epTTey AUCTPOPUH aKybI3bIHBIH (QYHKIMOHANABIK TaldayblH,
COHJIali-aK MyTalus JIOKAJIM3aUUsIChl MEH KIMHHUKAJIBIK Oenruiep apachblHAarbl
KOppEJISIUsIHbI aHbIKTayFa MyMKiHaIK Oepeni (M. Neri xone T1.6., 2020; Shuyu xoHe
T.0., 2018).

['enyeri MyTanusHBIH HAKTHI OPHAIACYBIH JKOHE OJIAP/IbIH Y3BIHABIFBIH 3€PTTCY
MOJICKYJIQJIBIK JICHTeHIeTr]T MeXaHU3MICP/l aHbIKTayFa Oipered MyMKIHAIK Oepei.
OPTYPIIi MyTaIUsUIapAbIH TeHETHUKAIBIK KOJITHIH TPAHCISIMS OKY PaMKachlHA 9CEpiH
Oaranay aypyAblH KIMHUKAIBIK KOPIHICTEPIMEH KOPPEISLUSAHBI TajjayFa Kol
amranel (Hart C.C. xone 1.0., 2024).

byrinri kynre neiin JomeHH MuoaucTpopusChbiHa TEK CUMIITOMATHKAIBIK €M
KoJaHbutbll Kenal. [larorenesre OarbITTaliFaH eMmjey Toxipubeci eTe IIeKTeyJl
XKoHE Tek Oenrim Oip wMyramms TonTapbiMeH miektenreH. DMD  reninig
MYyTalUsJIapbIH aHBIKTAY ©3€KT1 OOJIBIN OTHIP, ce0eO1 OYIT aypyabl AMArHOCTUKAJIAYFa,
HAKThl TEHETUKAJIBIK KEHEC Oepyre »oHe epTe MpeHaTaNIbIK JTUAarHOCTHKA XYprizyre
MYMKIHJIIK Oepel.

Conrbl 3-5 XbUlla OChl MATOJIOTUSHBI €MJCYTe apHajFaH MaTOr€HETUKAJBIK
Tepamusi QicTepl KOJNAaHbUIyAa. bysn emai Aon TaHaay YIIIH TeHETHKAJbIK
MaTepuaiiaFrbl ©3repiCTep/IiH CUIAThl Typaibl kaHa OiumiM KaxeT (Min xone T.0.,
2019; D. Mias-Lucquin xamne T1.6., 2020).

DK30HAApAbl OTKI3IN K10epy HEeMece OKY paMKachlH KajlblHa KENTIPETIH
JIOPUTIK TpenaparTtapAbl KOJMJIaHy CEKUIAl JKaHa Tepamnus OHICTEpIH EHrI3y VIIIH
MyTaIlusl CUMAaThIH aHbIKTay aca MaHb3Abl (Greigess xoHe T.0., 2020). Kazakcranmaa
JAM/I TapaityblH, JUarHOCTUKACHI MEH €MIH 3€pTTEy HEBPOJIOTHS MEH MEAUIMHAIIBIK
TCHETHKAHBIH JKOHE MPAKTHKAJIBIK JEHCAYJIBIK CaKTayAbIH JaMybl YIIIIH OaChIMIBIKKA
ue.

3epTTey Makcarhbl

DMD  reningeri Mytamus — TypiepiH  Tangay — Heridinne JlromeHH
MUOJIUCTPOPUSICHIHBIH KIMHUKAIBIK €PEKIICTIKTepi MEH TepanusHbIH KIMHHUKAIBIK
arbIMFa 9CEpIH 3epTTey.

3eprTey miHaeTTepi

1. Kazakcran PecnyOnumkaceiagarbl  [[fommeHH  MHUOAUCTPOHUACHIHBIH
Ke37eCy KM MEH KyaJlayblH 3epTTey.

2. Hromenn muonuctpodusicer kezinmeri DMD reHiHiH MyTanus CIeKTpiH
Tanuay.

3. Myrtanmsi  Typiepi MEH TepamusHbl eCKepe OThIphI, JltomeHH

MHOAUCTPODUSCHIHBIH KIMHUKAJIBIK aFbIMBIHBIH €PEKIICTIKTEPIH aHBIKTAY.
3epTTeyaiH FHUIBIMH KAHAJIBIFBI:

- Kazakcranna ayFan peT J{ro1eHH MUOAUCTPOPUSICHIHBIH
(TachIMaNIaylIbIIBIK) KE3/1eCY MEH TYKBIM KyaJlay >KHLUIIT 3epTTEeNIl;

- DMD reniHiH opTypiii MyTalus TypJepi >kKoHE OJIapAblH (yHKIIMOHAJIBIK
CUTIaTTaMaJIbIPBI TaJIIaH b,

- DMD reHiHiH MyTaIlusjIbIK CIIEKTPIH 3€PTTEY HETI31HIE «T€HOTHUIT-(DEHOTHUT
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apachIHAAFbl KOPPESIUSIIBIK TAJAY KYPri3iiii

TeopusANbIK KOHE NPAKTHKAIBIK MAHBI3AbLIbIFbI:

Ochl FBUIBIMHM >KYMBICTBIH HOTIDKENEpl YITTBHIK TIPKEIIMIe TONBIKTHIpYJIap
€Hri3y YIIH XoHe JIIomeHH MHUOIUCTPO(UICHIH IHATHOCTHKAJIAYMEH eMICY/IH
KIIMHUKAJIBIK XaTTaMaJlapblHa TOJIBIKTHIPYJIAp €HT13yre Heri3 00a anassbl.

byn 3eprrey HoTmxkenepi mapirepiepre JromeHH MUOAUCTPOPUSACH KE31HIE
KYpy Oy3bLTybIMEH koHEe KpeatnHpocdoknnaza (KDK) neHreliniy xorapbuiaybIMEH
KopiHeTiH yia  Oamamapma  MLPA  ogmiciMeH  OIpIHIIUIIK — T€HETUKAJIBIK
JMArHOCTUKAJIay/lbl YaKbIThUIbI OacTayFa MYMKIHAIK Oepelil, all HOTHXe Tepic OosFaH
xarnaiga — DMD renai cekBeHUpIey il )Kypri3yre MyMKIHIIK Oepe/i.

['eHeTHKaIBIK KOATHI OKY TPAHCISLMSUIBIK PaMKACHIHBIH KaFIalblH Oarayay
aypydblH YIeyiH Oojpkayra kemekrtecemi, Oy rmokokoptukoctepoua (I'KC)
TEPaNUsACHIH YaKbIThUIbI 0acTay YIIiH HET13r1 KpUTEPHil OOJIBIN TaObLIaIbL.

JlnccepTaumsuibK KYMBICTBIH HaTHXKenepi Mapat OcnanoB ateinnarsl BKMY -
HIH TCUXHUATPUs KOHE HAPKOJIOTHS KYpPChIMEH HEBPOJOTUsl KadeapachbIHbIH OKY
MPOIIECiHEe, COH/TAal-aK MPAKTUKAJBIK JCHCAYJIBIK CaKTay )KYHECIHEe SHT131II].

Koprajiyra yChIHBLIATBIH HETi3ri TY:KbIPbIMAAP

1. 3eprrenreH aiimakrapaarbl ep Oananap canbl (5 >kacka aedinri) — 350
991. Bi3niH TapanbIMbI3[laH KIMHUKAIBIK-TEHETUKAIBIK dicrieH 106 JIM/JI sxarnaiibl
aiFam peT aHbIKTaabl, Oy 3311 yiu Oanmara makkaHzarsl 1 >kaFmaibl KYpauibl.
64,4% >xarnaiia aypy Oananapra réHeTUKAIBIK MYyTallMs aHaJlapbl apKblIbl Oepijce,
35,6% >xarnaiina mytaimus ke3aencok (de novo) 6omraH.

2. DMD reninzmeri myramusiiap CIEKTpl TalllaHFaH Ke3le JCIICIUSIIBIK
Typi OaceiMm Gommel — 59,3% (95%CU:51,9-68,9), nymimkanusiap MEH HYKTEIIK
MyTalusiIapra Kaparanga sxui kesgecedi. Jlemeuusutapasiy 81,5%-b1 y3bI1H OOJBIN
taObuiael  (95% CU:77,4-86,1). Myrauusnap, HeEri3iHEH, T'CHHIH JKOFaphbI
GyHKIMOHAIIBI aKTUHMEH OaiaHbicaThlH Oemirinae mmorbipimanran — 60,4%;
(95%CHN:51,5-70,1) Oy >xepme OapiblK THOTErl MyTalMsUlap aHBIKTAIFaH. AJl
OpTaJIbIK OejikTe — KeOiHece aeieuusiap, AUCTPOTIMKAHABI MPOTEHH KEIIeHIHIH
(JAT'K)  OaitanpicyblHa KayanThl aliMakKTa — HYKTEIIK MyTamusiaap TIpKeJl
(p=0,015). TI'eHeTHKaJIBIK KOJTHI OKY TPAHCIIAIMS paMKachIHBIH Oy3buiybl 82,4%
xarmaviga  Oadikanael  (95%CU:72,3-92,1), onapaplH  KOMIIIrT  aKTHHMEH
OaiinanbicaThiH aiimakra 76,4% (95%CHU: 66,5-85,9) opHanackaH.

3. OKy paMKacChIHBIH >KaFJaiibl KIMHUKAJIBIK CHIaTTaMallapFa dcep eTTi:
Oy3pUTFaH Ke3iHAe aypy epre Oacranasl (oprama — 2,95+0,25 xac), ToMeH Oayn
NSAA OGotibiama 15+5,6, 6MWT Tecti Ooiibiama 292,4+11,3 M., 6ip XKbUIIaH COH
285,843,12 M. paeitin TemeHenl. AMOYTaTOpibIK KaOUIETTI JKOFAITY YIIIH OKY
paMKachIHbIH Oy3bUTybIHBIH Kayim (aktopsl 11IA 12,36 (95% CU: 2,51-22,18), Oy
Karaaiga e3dIriHeH KYPYIiH Y3aKThIFbl — 3,9+0,26 5KbIT KYpasbl.

I'KC TtepanusicblH KaObUIIAWTBIH aMOynaTopiiel Oananapaa Oip bl 1MIIHAE
6MWT  xepcerkimrepi  317,4+12,57 w™erpnen  348,1+£9,65  neiiin, ai
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kKaObUTamManTeiHgapaa 319,8+13,07-nen  324,4+8,23 wMerpre JeiliH Kakcapibl.
AMOynaropJiiel emec Oananapaa ">KaTblll TYpraH KYHJeH KeTepily'" TECTIHIH YaKbIThI
61p xbut imiHae ['KC Tepanuschin KaObuimaiTeinaapaa 124+2,45 cexkynaran 17+2,18
CEeKYHJIKa JIeiiH,an KaOpuimamainTeiHaapaa 13+3,54 cek. 24+3,68 cex neiiH y3ap/bl.
Aranypen (TpancmapHa) mpenaparbiMeH emzeny ascbiuga 6MWT TecT kepceTkinri
12 ait immiaae 327,4+2,57-nen 349,14+2,65 meTpre neiiH xakcapabl.

AKyMbICTBIH anpolauusicbl. 3epTTey HITHXKeJIepi KeJeci xepJepae
OastHAAJIAbI:

1. IX XanbpIKapaJibIK FBUIBIMUA-TIPAKTUKAJIBIK KOH(pEepeHITHS
«MeauiMHaHbIH ©3€KTI Macenenepi», baky, O3zepbaibkan, 6—8 mambip 2020 x.
basnnama: «KazakctanubiH bateic alimarbiHarbl J[omeHH MUOAUCTPO(USACHIHBIH
KIIMHUKO-TEHETUKAJIBIK AJIJIBIH ajia HOTHKEIIepi.

2. XanbIKapabIK FBUIBIMU -TTPAKTUKAJIBIK KOH(pepeHIUs «XXIV
YHUBEPCUTETTIK  HEBPOJIOTUSJIBIK ~ OKynap. «byriari  HeBposorus»», Yda,
bamkyprcran, 29-31 kazan 2020 x. basagama: «/[romenH muomuctpodusicsl 6ap
HayKacTap/iarbl KOTHUTUBTI OY3bUIBICTAP.

3. LXI XanbIlkapalbIK *ac FalbIMAAp FHUIBIMU KOH(pepeHIUsACH «F buibim:
Keme, byrin, Epren», Akrebe, Kazakcran, 27.04.2023 x. basagama: «Duchenne
Muscular Dystrophy. Discription of clinical case».

4, XabIKapalbIKFbUTBIMU-TIPAKTUKATIBIKKOHGepeHuus  «KaczepTreymi:
3aMaHayu TeAuaTpus KoHEe Oanaiap XUPYPTUSICHIHBIH CHIH-TET€ypiHACPIMEH JTamMy
Oomamarel», Anmatel, 2022 x. basamama: «Ka3zakcranHbIH baTbic aliMarbIHOArbI
J{ro1ieHH MUOIUCTPOPUACHIHBIH KIMHUKABIK—TEHETUKAIBIK €PEKIIETIKTEPD.

5. LXI1 XansikapaiablK KacraabiMAap FRUIBIMH KOH(PEpEeHIUACH «F bUIbIM:
Keme, byrin, Epren», Axrebe, Kazakcran, 27.04.2023 x.basunama: «JlromeHH
MUOIUCTPOPUSACHIHBIH TATOTCHETUKAIIBIK TEPAMHSICHI.

6. X Annual International Scientific-Practical Conference «Medicine
Pressing Questions» xoHe «Satellite Forum on Public Health and Healthcare
Politics», baky, O3zepbaiixkan, 27-28.04.2023 x.basunama: «Ka3zakcraHHblH batbic
aitmarbIHAarb! J{f01meHH MUOAUCTPODUACHIHBIH KIMHUKAJIBIK €PEKIICTIKTEPI.

Juccepranmsi TaKbIpbIObl OOMBIHIIA JKAPUSUIAHBIMIAP: JAKMCCEepTaluUs
TaKbIpbIObl OOMBIHIIA 8 FBHUIBIMH JKYMBIC, Scopus aKmaparThK JepEeKKOpbhIHA
EHTI3UITEeH KypHalaapaarel 3 FeUIbIME Makana, Kaszakcran PecmyOmmkace! Foimbiv
JKOHE JKOFapbl OUTIM MHUHHUCTPIITIHIH FBUIBIM KoHE >KOFapbl OUIIM cajachIHIaFbl
camaHbl KaMTaMacChl3 €Ty KOMHTETI VCBIHFaH >KypHAJIIapAarbkl 2 Makana,
XaITbIKAPATBIK KOH(GEPESHITUSIIAp KUHAKTAPBIHIA 3 TE3UC KAPHSITAHIBI.

1. Umurzakova A, Ayaganov D, Mannapova A, Dzhumasheva B,
Dzhaksybayeva A. Preliminary results of a genetic study of children with Duchenne
myodystrophy in the Aktobe region. Achieves of Razi Institute 2023, Vol.78 No.3,
p.949-954;

2. Ainur Umurzakova, Dinmukhamed Ayaganov, Roza Nurgalieva. Results of
genetic study of children with Duchenne myodystrophy in Kazakhstan. Journal of
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Neurosciences in Rural Practice 2023, Vol. 14 Issue 2, p. 389-390;

3. Ainur Umurzakova, Dinmukhamed Ayaganov, Roza Nurgalieva, Kamalzhan
Nadyrov, Sarkyt Kozhantayeva, Gulnara Sakhipova, Aniya Seypenova, Akzhunus
Mannapova, Azat Chinaliyev, Ainur Donayeva. Revealing finding from genetic study
of children affected by Duchenne myodystrophy in Kazakhstan.Bangladesh journal
of medical science 2025 Vol. 24 No. 01, p. 279-284.

4, Umurzakova A., Ayaganov D. Clinical and genetic characteristics of
Duchenne myodystrophy. «Acrana Memununa JXypuane», 2020, 4 mbiFapbuIbiM
(106), 82-87 ©.

5. Ywmyp3akoBa A.O., Asranos JI.H., [xxymaranuesa M.b.

Jlro11ieHH Mporpeccupieyin OYImBIKET TUCTPOoPusACh 0ap HayKacTapibl KYprizyje
MYJIbTUIUCIUTUIMHAPIBIK TONTHIH poi. «Dapmanus Kazaxcrana» xypuansi, 2022
mbiFapbuibiM 3(242), 96-100

6. D. Ayaganov, A. Umurzakova, A. Mannapova. Analysis of the spectrum
of mutations in Duchenne muscular dystrophy. Recent advances in rare disease. June
20-22.2019. Bogota. Colombia, p.59;

7. Umurzakova A.O, Ayaganov D.N., Jumagaliyeva M.B. Duchenne
Muscular Dystrophy. Discription of clinical case. «LXIl xacramsimmap
XaJbIKapalblK FHUIBIMU-TIPAKTUKAIBIK KoH(pepeHuuscol: «Fpuibim: Keme, byri,
Epren»tesucrepxunarsl, 27.04.2023 x. Axkrebe, Kazakcran, 47-48 6;

8. YwmypzakoBa A.O., AsranoB JI. H., HypramueBa Ka3zakcranubiH 6atbic
eHipiHzeri JIfoleHH MUOIUCTPO(HUACHIHBIH KIMHUKAIBIK epekirenikTepi «The IX
Annual International Scientific — Practical Conference “Medicine Pressing
Questions» Te3uctepxkunarsl 27-28 mambip 2023 baky, O3ipbaiixkan, 22-23 0;

3epTTey HOTHKEIepiH eHri3y

[TpakTUKaJIBIK JEHCAYJBIK CaKTayFa CHTi3ydiH 3 aKTiCi KOHE OKY IpOIeCiHe
€HT13yMiH | aKTiCl aJIbIH/IbL:

1. «/romenHn wmuoauctpodusicel Oap MaIlMEHTTEpre KOHE OJIAPAbIH
orOachUIapblHA aypyAblH KaWTaJaHYbIHBIH T€HETUKAIBIK TOyeKesiH Oaranay
(reHeTUKAIBIK OOJDKaM), UAarHOCTHKA JKOHE aAbIH aly TOCUIIEPIH aHBIKTay,
KUHAIFAH JKOHE TalJlaHFaH MEIULMHAIBIK-TeHETUKAJIBIK aKMapaTThH MarblHACHIH
TYCIHIIpY VIIIH MEIUIIMHAIIBIK-TEHETUKAIBIK KeHec Oepy» AKTe0e KalaChbIHBIH
orbachIH xocnapiay opTaibiFbl xaHe 06.04.2021 x. Nel134 BMCK xarnaitbinza.

2. romenH muoauctpoduschl O0ap Oanamapibl ajFallkKbl TEKCEpy Ke3iHIe
BMCK xarpmaiibigia (yHKIHOHANABIK Oaranmay ymiHn «6MWT» Ttectin, «Vignos
IIKAIaChIH», « ['OBepc cUMIITOMBI YIIIiH yakpIT» Kongany 06.04.2021 x. Nel35

3. «Kyiike-OyJIIIbIKET aypyJapblH TUArHOCTUKAIAy MEH eMJIeyAlH 3aMaHayH
CTpaTerusuiapbl» OKY-9JICTEMEIK >KYMBIChI OOWBIHILIA €HTI3y aKTICl aJIbIHbI.
29.10.2021 . Nel

4. AypyablH mporpeccus ACHTeWiH Taijay yiniH JlIomeHH MNporpeccuBTi
OymmbikeT auctpoduscel O0ap emuenymiyepae Brooke, P. J. Vignos mkamanapsr
apKBUIBI YKOFAPFbI )KOHE TOMEHT1 asgKThIH QyHKIUsapbiH Oaramay. 03.11.2022 k. Ne

@ I13KMY 50-07-06-2025. Aunoranust Phd mokropckoit auccepranuu. V3 nanue msroe.
H K BKMY 50-07-06-2025. PhD mokTOpIbIK ARCCEPTAIINS aHHOTAIUACH. beciHi0ackIbM



265. IIDKK «Ne5 Kananbik emxana'"» KKM

Huccepranmsuiblk 3eprrey Mapar OcnanoB areiHzarel bateic Kazakcran
meauimHa yHuBepcuteTi KEAK —«Kazakcran PecnyOnukaceingarsl  JliomeHH
MHUOIUCTPOPHUACHIHBIH T€HETUKAJIBIK CUIIATTAMACKI» 17.06.2021 K.
NeO119PTBN0240 rpaHThIHBIH IIEHOEPIH/IE OPBIHAAIIBI.

ABTOpIIBIH KeKe yiieci. ABTOp maTepuaiaapisl xuHay yiriH KazakcTanHbiH 9
eHIpiHE Oapy/bl )Ky3ere acblpabl. bacTankel Tekcepy, ipIKTEY/l KAJTbIITACTHIPY, KEKE
TIpKEY KapTajapblH TOJTBIPY aBTOp TapmbiHaH >xyprizuial. llerenmik FbUIbIMH
TarbUIbIMJIaMa  QSCBIHJA MOJCKYJIAJIBIK-TCHETHKAIBIK ~TalIay JKOHE FBUIBIMH
MEHEPKMEHT CalachlHJIaFbl OUTIM SKETULAIPUIIL. ABTOP T€HETUKABIK TajaayJiap/IblH
HOTWDKEJIEPIH KoHE MAJIIMeTTep 0a3achlH eri3iHje MaTOTCHIUIIKTI OOJDKaydbl JKOHE
OHBI TYCIHAIPYAl Tanaaapl. Herisri epexenep MEH KOPHITHIHIABLIAP TYKBIPHIMIATBI.

JucceprauMsiHbIH KeJeMi MeH KYpPbLIbIMbI. JlrccepTalusiKochIMIanapibl
ecenrreMererie 99 OerreH Typaabl, 3 TapayldaH, KOPBITBIHIbI MEH TYXKbIPHIMHAH,
MPAKTUKAIBIK YCBIHBICTAp JaH, 9eOUeTTep Ti3IMIHEH, KOChIMIIAIAPIaH TYpajbl, 22
kecremen 20 cyperreH KypanradH. [laiimanaHpuiFaH JIepeKKe3aep TI3IMIHJE OpBIC
»KOHE aFbUTIIBIH TUtaepinae 155 aray 6ap.

2 3EPTTEYMATEPUAJIIAPBIMEHOAICTEPI

Ocwl 3eprrey KaszakcranHblH Typiai eHipiepiHe: AkKreOe o01bichl, bartbic
Kazakcran o0mbickl, MaHFbicTay 00JIBICH, ATbhIpay 00ibICchl, KaparaHabl OOJBICHI,
Axkmomna o0mbichl, Kocrtanaii o0ibickl, Acrtana Kamackl >koHe IleTporaBioBck
KaJlaJlapbIHa OaphbIIl KYPri3uiil.

[TaruenTTepai TeKcepy, MEIUIIMHAIBIK- TEHETUKAIIBIK TaChIMaJsl JKYPri3y YIIiH
KaH ally OCbl aiMaKTap/IbIH eMJey MEeKeMelepinae Kypri3iami. 3eprreyne Jromenn
MUOAUCTPOPUSCHIHA KYIIKTI Haykactap gaHanbiaran JIHK yarinepi KonmaHbUIIbL.
bamagarbl  MyTamusHBI ~ TEHETHUKAJBIK  OJICIIEH  TEKCEPreHHEH KCiH,
TYKBIMKYaJIayIIbITBIK HYCKAChIH aHBIKTAY YIIIIH aHATAPhIHAH KAH aJIbIHIbI.

Kocykpurepuiiiepi:

- ep Oananap;

- MRC<2 mikanacel 00MBIHIIIA OVIIIIIBIKET QJICI3/IIT;

- )KYpICIIEH MYCIHHIH K€3 KEJITeH OY3bLIYhI;

- otoackiHaa JIM/JI 6ap GananapasiH OOJYHI.

AJIBIN TacTay KpUTepHiliiepi:

- TEHETUKAJIBIK BepUUKALMUIaHFaH 0acKa KYHKe-OYIIIIBIKET aypyaaphl;

- OXKK opranukaiiblK 3aKbIMIaHybl (OpPTAJIBIK MTapainy).

JluccepTanusiibIK  )KYMBICTBIH ~ MakKcaTTapbl MEH MIHACTTEpiHE COHKeC
NAIMEHTTEP/IIH TaHJaybl MEH 3€PTTEY OMICTePIH AHBIKTAUTHIH 3€pTTEY IU3aUHbBI
Kacaybl.

3eprrey OipikTipuireH, JomeHH MHOIUCTPOGUICHIHBIH Taiaa 00y KUUTITIH,
aypyJbIH TYKBIMKYaIayIbLUIBIK MAceeNepiH (MyTaIllMsIHbI TaChIMAJIIAYIIIbl aHATAPIbI
TEeKCepy),  MyTalusyIapAblH  CUIMaTTaMajapblHa  OalIaHBICTBI  KIIMHHKAJIBIK
CPEKIICTIKTEP/l JKOHE CTaHAApPTThI Heri3ri riarokokopTukocTepouatsl (I'KC) sxoHe
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HOHCeHC MyTanus ke3inaeri Atamypen (TpaHcmapHa) mpernapatbIMEH KYpPri3ijaeTiH
TapreTTiK TepanusHbl 3epleseyil KaMTH Ibl. BipiHII oHEe €KiHIII TarchlpMaltapAbl
xobajay - Oip Me3ruae-KeJsJieHeH 3€pTTey; VIIIHII TarchipMa — IPOCHEKTUBTI
KOTOPTTHIK 3€pTTey OOJbIN TaObUIajbpl. YIIIHIIN TarchlpMa OacTamnkbl TEKCepy
KE31HJE JKOHE aypylblH JamMyblH Oaranay yumnH 12 aiigan keiin JIMJL Oap
OamanapabiH () YHKIIMOHAIIBIK MOPTEOSCIH CHUIIaTTalIbI.

KnuHukanelk  cumarramMa aypyAblH —JeOOT  JKaChIHBIH, aMOYIaTOPJIBIK
MYMKIH/IIKT] KOFQJITY *aChlH, (YHKIMOHAJBIK >KaFJalblH aHBIKTayFa HETi13JeJI/Il,
OJIApMBIH HOTIDKETIEpl MYTalMsUIApMEH J>KOHE OJapiblH TeHJETl OpHalacybIMEH
OallJIaHBICTBIPBIJIA OTBIPBIN, TPAHCIAMUSIBIK OKY paMKachlHa ocep €TYiHE CoKec
cunartangel, coHpaii-ak ['KC Tepanuscel MeH Atamypen (TpaHciapHa)
IIperapaTbIMEH TAPTeTTIK TePANUSHBIH KIMHUKAIBIK HOTYDKEIEpre acepi OaranaH/ibl.

[ TFOKOKOPTUKOCTEPOUATHI TEpAIUS KIMHUKAJIBIK Xarramara coukec JIMJ]
HEri3ri CcTaHAapTThl Oa3anblKk eMi Ooibin  TaObLIaabl. IlpemHu3070H Hemece
Hedmazakopr xommansuiaael. I'KC Tepanuscel omerre 4 kactaH OacTaiiajbl, anaiaga
KaKeT OOJIFaH JKaFJai/la KOHCHJIMYM IIEIIIMIMEH epTe )kKacTaH jJa 0acrayFra OoJajibl.
[IpenauzononneiH no3ackl 0,75 Mr/kr, Jledna3akopTTblH J03acbl — aMOyJIaTOPJIbI
Oamanap ywmiH 0,9 mr/kr. AmOynaropibl emec Oananap yuiiH Oya MeJIepiH
KaPTHICHI J)KOHE Ka)KeT OOJiFaH »arjaija ofaH Ja a3 jao3ajna tarabiHganangsl. ['KC
npenapaThl KYHAEIIKTI HepopalibJbl Typae Olp peT, CYyTHeH Oipre KaObUIIaHabl.

Atanypern (Tpancmapna) mpenapaThl TEK HOHCEHC MYTalusichl  Oap
amOymaropnel  Oamanmapiga ¥FaHa, 2 JkacTaH Oacrar, HYCKayJIblIKKa COHMKec
konnanbuianel. Ilpemapar 125, 250 sxone 1000 mr came TypiHAE KOJKETIMIL.
¥ ChIHBIIATBIH TOYIIKTIK Ao03a: TaHepTeH 10 mr/kr, tycte 10 mr/kr, kemke 10 mr/kr
(ToymikTiK >kanmbl go3a 40 Mr/kr OomarbiHmail etim). JalbIHAANATBIH CYCIIEH3Us
imyre apHajFaH, CYHBIK HEMece JKapThUIali KaTThl TaFaMMEH alJblH aja
apaacThIPbUIAIIBI

Y3a1kci3 AoieKTi ipikTey KoJimaHbuibl. Anbga-kaTe OolbIHIIa Ty3eTUIreH 5%
xoHe Oera-meri 20% (xyatsl 80%), GomkamablK Kyin0,95-ke KOJI KETKI3y YIIiH
ipiktey Kputepuitnepine xkoHe KP  craTHCTHKanbIK ~ JIepeKTepiHE  Coiikec
pEeNpe3eHTaTUBTI TaHJay Kejemi 64 OanaHbl Kypaybl THiC. Byimbiker oncizairi 6ap
269 Gana Kapanbl, oJlapJblH 1IIIHEHKOCY KPUTEpHilIepiHe coiikec kenareHil27 Oaia,
ojlap YIIH TEHETHKAJBIK Taimay >Kypriziami xoHe 106 Oamama JIMJ] mmarHo3sr
pactanabl. TYKbIM KyaJalThIH HYCKaHbl aHBIKTay YIIIH 1pl MyTanusiapel 0ap 75
OaaHbIH4S5 aHAChIHA MYTAIUSIHBI TaChIMAJIay OOWBIHIIATCHETHKAJIBIK BepUpUKaIys
KYPri3iii.

Juarxo3npl BepuduKalusiay XajlblKapaiblK YChIHBIMIAp MEH CTaHaapTTapra,
conmaii-ak KP JICM P/IPO knuHukanblKk xaTrTamacbiHa colikec 19.04.2019 x. Ne63
XaTTamara ColKec JKYpri3iiii.

Kymbicta JIyHUEKY3UNK MEIUIUHANBIK KAaybIMJACTBHIKTBIH ~ XEJTbCUHKH
nekiapanuacbinbiH npuHiunTepi caktanabl (World Medical Association ofHelsinki,
1964, 2013 oxpuiobplH Ka3zaH aubiHga 64-mm BMA  bac  AccamOnesceinga
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xaHapTbuibl, Gopranesa, bpazunus).

3eprrey okyprizyre pykcar "M. OcnanoB ateiHgarsl BKMYVY" KEAK
JKaHbIHJarel buodTHKa JKeHIHIerl XepriumkTi komuccusgan Ne24 xarramameH
17.06.2019 ., No4 OTBIpbICHIH/Ia AJIBIH/IBI.

Kinnukanslk 3eprreynep. llanmentrepaiH  KIMHUKAQIBIK — Kal-KYHIH
cumnarTay YUIiH Kenecli (pyHKIIMOHAIBIK IIKajJalap KOJIAHBUIABL OYJIIIBIKET KYIIIiH
Oaranay makcarbiiia — MRC mkanacer (Medical Research Council Paralysis Scale,
1976); ko3ranbic KaOineTTepiH Oaranay ymiH — P.J. Vignos mkanacer (1963 x.)
xoHe NSAA mkanacer (North Star Ambulatory Assessment) KoJITaHbUIBI.

CoHBIMEH KaTap, yakbITKa HET13eTeH () YHKIIMOHAIBIK TECTTEP KYPrizuii: 6
MUHYTTBIK XYYy TecTi (6MWT) xoHe «KATKAHKYWUJIEH TYPY» TECTi.

I'eneTukanbik 3eprreysep. buonorusnsik Matepuan perinae Kanaarsl JJTHK
konpaueuabl. Kan yarinepi 3TA 6ap npoOupkara »KUHAIBIN, OapiblK TalanTapibl
caktail oTeIpbIn, Actana KanacbiHaarsl “University Medical Center” KopmopaTupTik
KOpbl — AHa MEH 0ajna YITTBIK FUIBIMU OPTaJbIFbIHBIH T'€HETHKAJBIK 3€PTXaHAChIHA
KETKI31III1.

JIHK yurinepi eHmipyini KOMIAHWUSHBIH JalblH JKMHAKTapblH KOJIJaHA
OTBIpHIN, cTaHAApTTH DeHon-xnopodopm daiciMeH OOMIHIMN aTbIHIBL.

I'enerukansik Tangay xyprizy. JHK-ubl Kangare! yiurigen Oenin anfaHHaH
keiiin  MLPA (Multiplex Ligation-dependent Probe Amplification) Tammays
eHmipymi HyckaynbirbiHa coiikec (MRC-Holland, Awmcrepmam, Hunepnann)
xyprizinai. Marepuan ABI PRISM 3100 Genetic Analyzer (Applied Biosystems,
AKII) reneTukaibIKk aHaIM3aTOPbIHAA OHIEIII.

NGS (Next Generation Sequencing) — keseci OybIHIaFbl CCKBEHUPIICY TaIAYbI
I'epmanusinarer Centogene 3epTxanacsinia xkyprizuial. by onic MLPA TannaysiMen
AHBIKTAIMAUTBIH HYKTEJIK MyTalUsIIapbl AKOHE oip HYKJICOTHUTI
aybICTBIPBUIBIMAAPLI aHBIKTayFa MYMKIHIIK Oepemi. NGS (kenect OybIHIAFbI
CEKBEHHpJICY) 9Mici apHaiibl maibiHganFaH, Oip Tizoekti JIHK xkitanxaHamapblHBIH
(dbparMeHTTepiH Kanmnail napauienbi CEKBEHUPJICY MPUHLUITIHE HET13/1eITeH.
biznin 3eprreyimizne Oyn  omic ['epmanusamarer  Centogene 3epTXaHachlHIa
xyprizuini. CekBeHUpIiey HOTHKENEPIH Taljayra KoHe Kapxkbliail Konmayasl «llu-
Tu-Cu Tepanbrotukc KazaxcTan» KOMIaHUSCHI IEMEYIIUTIK KOPCETTI.

KympicTa aknmaparThlK oMicTep KOJAaHbUIALI, OHBIH imiHae NCBI, OMIM,
GenBank, UMD Treat, UCSC Genome Browser, ClinVar mamimertep Oazanapbl
KoHE TaToreHAik kKacuerTepai Oomkay ymiH Polyphen, SIFT, Mutation Taster,
Align-GVGD, gnomAD, 1000G, CentoMD  (6a3amapblHBIH  CepBHCTEDI
anaaaIaHbUIIbL.

JlepexTep/il CTaTUCTHKAJIBIK ©HJey oaicTepl. CTtaTUCTUKAIBIK oHaey StatSoft,
Inc. (AKI) xomnanusiceinblH «STATISTICA 10.0» OarmapiamalblK —MMaKeTi
KOMETIMEH KYPri3uil.

CraTucTHKAJBIK Tajaay: OenriHiH OakbUIayJarsl YIECTIPIMI MEH TEOPHSIIBIK
KYTUJIETIH KaJbIIThl YJIECTIPIM apachblHAarbl aWbIPMAIIBUIBIKTAPbIH O0IMaybl

@ I13KMY 50-07-06-2025. Aunoranust Phd mokropckoit auccepranuu. V3 nanue msroe.
H K BKMY 50-07-06-2025. PhD mokTOpIbIK ARCCEPTAIINS aHHOTAIUACH. beciHi0ackIbM



Typajbl HOJJIIK THUIoTe3aHbl Tekcepy YiriH KonMoropoB—CMHUpPHOB KpHUTEpUiii
KOJJAHBUIABL. YJTiJep apachlHIAFbl aWbIpMaIIbUIBIKTApABl Oaranmay Kejecinen
KYPri3UIIl: KajbIIThl YJECTIpIM KaFJalbIHAa S>KYNTaIFaH alHbIMANbUIAD YIIIH
CTbrofeHTTIH t-KpuTepuiii, an kem Toyenci3 tontap yuriH ANOVA KomgaHbUIIbL.
KanbinTsl yaectipiM O0aMaraH >kaFaaiga sKoHe dKYNTAIMaFaH TOYEJC13 JKUBIHTHIKTap
yurin  Maua—Yutaunin ~— U-kputepuiii  xoHe — Kpacken—Yomnuc — paHTTBIK
TUCTIEPCHUSUTBIK  Tajaaybl madmamaHeuiabl.  CaHABIK — KOPCETKIMTEp  opTaiia
apubMeTukanslk MOH (M) + cranmapttel ayweITKy (SD) TypiHae, ai camajibik
kepceTkimrep mnaitbiz (%) >koHe yiec ymIiH ceHiMaulK wuHTepBambiMeH (CH)
yehiHbUIIBL.  JlromeHHMuoaucTpoduscel  Oap Oanmanmapaa amMOylaTopibl  emec
KarmalJblH JaMy BIKTUMAIIBIFBIH aAHBIKTAY VIOIH OWHAPIIBIK JIOTHCTHUKAIIBIK
perpeccusi 9icl KOJIAHBUIABI, COHAAW-aK PEIHUAMBCI3 TIPHIUIIK €Ty KOpCeTKIII
Kannan—Maiiep KHCBIFBI apKblIbl OaranaHibl. bapliblK CTaTUCTUKANBIK Tajuaay
pacimMaepinIe MaHbI3IBUIBIK AeHrerl p<0,05 peTiHae KaObLUIIaH b

1-nm MIHJIET: Ka3zakcran PecnyGiiukacbinga Jro1menH
muoauctpodusicbinbiH (M) Ke3aecy sKUijIiri MeH TYKbIM KyaJiaybIH 3epTTey.
Ocpl MakcatTa O6ipMe3rUIIIK KeJueHeH 3epTrey xyprizual. Ml ke3mecy *uiiirin
3epTTey YIIIH eIiH OHIpJepiHe canapiap YHUbIMIACThIPHUIBI, TeHETUKAIBIK TaJlIay
KYPri3yre apHajifaH KaH YJriaepi adslHabl. TYKpIM Kyanay Typl aypy Oanmagarbl (Y1
Oaya) Oenrual MyTalMsHbl AHACBIHBIH TI'E€HETUKANBIK BEPUPUKALMICHL aAPKbLIbI
AHBIKTAJIJIBI.

2-m11 minget: Jdwomenn muoaucrpodusicel DMD reningeri myramusiiap
cnekTpin  3eprrey.byn  OarbiTTa ga  OIpME3rUIIIK  KOJJACHEH  3epTTey
Kyprizuial.['eHeTukanbIK 3eprreysep Hotmwkecinae 106 Typii MyTaius aHbIKTaJIbIII,
ONlapAbIH ~ THUIITEPl,  JIOKAJIM3AIUACHI,  COHJAW-aK  TEHETUKAIbIK  KOJTBHIH
TPAHCISLUSIIBIK OKY PAMKAachIHa 9cepl 3epTTENI].

3-tmi miager: M/l KIMHMKAJBIK AFbIMBIHBIH €peKIIeJiKTepiH MyTanus
TYpi MeH KOJJIAaHBUIFAH TepanusiHbl eCKepe OThIPbIN aHbIKTay. OChl MakcaTTa
IPOCHEKTUBTI KOTOPTTHIK 3epTTey O Kyprizuial. bamanapablH QyHKIMOHAIIBIK
CTaTychl OAacTamKbl TEKCEPY Ke3iHae xoHe 12 aiian keliH aypy yAeyiH Oaranay yIIiH
aHbIKTANbl. KMMHUKANBIK cunarraMa aypyAblH Oactally acbhl, aMOyJaTOpJIbIK
KO3Fajly KaO1JIeTiH JKOFAJITY yaKbIThl, MOTOPJBIK JAaFbUIAp CEKUIII KOPCETKIMITEPAl
Oaranay Heri3iHAe Kypbuiabl. byn yinH QyHKIMOHANABIK LIKajanap KOJAAaHbBUIbII,
HOTHXKEJIEp MyTallds CUIMAaTTaMaliapblHA JKOHE allblHFaH Tepamusira Ccoiikec
cunartainabl.Ocel MiHzmeT mieHOepinae AtanypeH (TpaHciapHa) mnpemapaTbiMEH
taprerTik Tepanus xoHe ['KC TepanmuschiHBIH KIMHUKAIBIK HOTHXKEIEpPre ocepi
OarajaHbl.

O3 3EPTTEYJIEPIMI3AIH HOTU/KEJIEPI

JAM/I-HbIH Ke31ecy MeH TYKbIM KyaJjay sKULIiri.

Hromenn muoauctpodusiceinbiH (JAMJl) 106 xarnmaiibl nuarHOCTUKaTIaHFaH,
oy 3311 yi Oanara makkanjaa 1 sxkarmaiitra coiikec keneal. Aypy Oananapiabiy 64,4%
KaralbIHAaMyTallvs aHajlapblHAH TYKBIMKYalaylIblUIbIK sKOIMeH Oepince, an 35,6%
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Karaaiga myTamus ke3nencok (de novo) cunarra OoJFaH.

DMD reningeri myranusijiapablH cunarramachbl. MyTanusuiapAplH 11I1H]IE
JACNCHHSIBIK ~ CcHeKTp OaceiMm  Oomasl  — 59,3%; (95%CH:51,9-68,9), Oyn
TYTUTMKALUSIIAPMEH JKOHE HYKTENIK MYTallUsjiapMEH CAJILICTBIPFaH/Ia KOFaphl. ¥3aK
JCNeUsIap Kaimbl Aenenusuiap apacbiaga 81,5%-mer kypaasr (95%CU:77,4-86,1)
Hyxrenik myranusuiap keneci Typ/e YChIHBUIFaH: HOHCEHC MyTanusuiap — 14 sxarnai
(13,2%), mukpoaeneuusuiap — 4 xargait (3,8%), HHTPOHABIK MyTauusiap — S5 karaai
(4,7%), mukpoayrukamnusinap — 4 xxarnai (3,9%), uacepuusuiap — 2 xxarnaii (0,9%),
muccerc myrauus — 1 xxarnait (0,9%), Kypama MyTanusijgap: HOHCEHC MeH MUCCEHC —
1 xarnait (0,9%), neneuus >xone uncepuust — 1 xarnait (0,9%). Hykrenik myranus
TYPJICPiHIH KYpPBUIBIMBIH Tayijgay Ke3iHJe OaybIpiapbiHbIH (SIDS) MyTalusChIHBIH
Talnaybl aJbIHBINT  TacTajjbl, aTanm aWTKaHJa MYTAlUSHBIH 2 JKaFJaaibl,
MUKpO/IeNIeUsl MEH UHTPOHABIK MyTallUsSHbIH 1 skar aibl.

TpancnsausUIBIK  OKy pamKachiHbIH Oy3butyel 82,4% (95%CH: 72,3-92,1)
xKarmarna 6ankanael, 91 xarmanabiy 14-ciHae TPaHCISIUSIBIK PaMKa CaKTaIa Ibl, al
2 Tanjgayna 0omkay MYMKIH eMec.

MyrammsutapaeiH DMD - reniniH  opTypiai  GYHKIIMOHAIBIK —KYPBUIBIMIIBIK
aliMaKTapbIHIaFel JIOKaIW3ausacel Oaramanael.55 (60,4%; 95%CH; 51,5-70,1)
MyTarusaap GYHKIUOHAIABIK OCJICEHAUNIT JKOFapbl aKTHH-OAWJIaHBICTHIPYIIIBI
aiimakra, 29 (31,9%; 95%CH; 23,9-40,1) - reHHiH OpTalbIK (BICTHIK HYKTEIIEP)
aiimarbiaaa, 7 (7,7%; 95%CHU; 1,3-13,4) - AMCTPOrIIMKAH-TJIMKOIPOTEHH KEIIEHIMEH
(AI'K) 6aitnansicymisl aiimakTa (p<0,05) opHanackan. OKy paMKaChIHBIH bIFBICYBIMEH
KYPETIH  MyTaUMsUIapAblH  JIOKAJTU3ALMACBL: D5  aKTUH-OANIaHBICTBIPYIIBI
afimarbIHaarel MyTanusiapasie 42 (76,4% 95%CHU: 66,5-85,9) pamka Oy3buiraH, 29
opTajiblK aiimakTarel MyTanusaabiH 29-piHaa (100%), JAT'K GaiinanbicybiHa >KayanThl
aiimakra 7 xarmanasiH 4-iaae (57,2%) virbicy Oonran (p<0,05).

JAM/I-MeH aybIpaTblH OajajapAblH KJIMHUKAJBIK CHIATTAMAJIAPBIH
Taaaay. Aypy Ae6roTiHiH oprama xackl 3,7+0,09. JluarHo3aslH KOWBUTY OpTalia
xackl  5,4+0,09, amOymartopiasl eMmec Ke3eHl OacTalyblHBIH OpTalla >Kachl
9,5+0,51kypanpl.71  Oamama (67%) GYHKIMOHANIBIK CTAaTyChl aMOymaToOpJIbI
neHreiae 0omapl, onapabiH imiHae 7 6ana (6,6%) — KIMHUKAIBIKKA JIeHiH caTbiaa.28
OananbIy (26,4%) crarychl aMOyJIaTOPIIbl €MEC JIeT OarajlaHIbl.

AypyaplH Je00T JKachl, KIMHUKAIBIK CHUMarraMmanap (IKaga HOTHKeIepi
OOWMBIHIIIA) XKOHE MYTallMsl CUIaTTaMajapbl (T€HETUKAIBIK KOATHIH OKY PAaMKAaChIHBIH
KarmaWbl, MYyTallWsIapAblH  JOKaIM3aIMsACHIH  Oarajay)  apachIHIAFbIIQJIEN I
alpIpMaIIbUTBIKTAp aHBIKTATAE (p<0,05). ATan aiiTkaHma, OKy pamMKachl OY3bUIFaH
Oananap ToObIHAA aypy NeOIOTIHIH opTaria kackl — 2,95+0,25 xac, NSAA mikanacel
OoiipiHINA OpTamia Kkepeetkim — 1545,6, 6BMWT — 292 4+11,3 meTp. A OKy paMKachl
Oy3pUTMarad Oanayap TOObIHAA OYJ1 KOPCETKIIITEp COoMKECiHIe:NeOITTIH opTaiia
xkacel — 4,77+0,5 xac, NSAA — 25+8,7 6amn, 60MWT — 391,6+16,2 metp (p<0,001).

AM/I-men aybipaTbiH OajiagapabiH 12 aligjaH KeHMiHrT KIMHUKAJIBIK
cumarramMaiapbiH Oarajay (karamue3). Ocbl ke3eH immiuHzme, 71 amOysaTopJisl
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Oamanbiy 18-1 (25,3%) amOynatopibsl emec crarycka eotTi. Hotwmxkecinje:
amOynaropibl emec Oananap canbl — 46, aMOynaTopiibl — 53, KIMHUKAIBIKKA JCHIH
caThlIarbl Oananap — 7 6ayia GOJIBIT TIPKEIII].

53 amOynartopisl OanaHbly ilIiHEeH 45 6ana epTe aMOynaTopiibl caTbiaa OOJIbL.
Omnapnpiy 1miHae 33 Oanajga OKYy paMKachiHBIH Oy3buTybl, anm 12 Oamaga oKy
paMKaChIHBIH CaKTaTybl aHbIKTaNIAbl. OKYy paMKachIHBIH JKaraaiibiHa OaiaHbICThI 12
ail imHaeri 6 MUHYTTBIK Xypy TecTiHiH (6MWT) HoTmXenepiHe caiabICThIpMalibl
Tanjaay kenecige Hotmwkenep kepcerti. OKy paMmkachl Oy3bUirad Oananapaa: 6MWT
kepcetkimi 314,2+3,17 wmerpnen 285,843,12 merpre neiiH, al OKYy pPaMKacCh
cakrasiran Oanmanapaa:6MWT kepcertkim 450,7+3,09 metpanen 437,5+3,22 merpre
JIE1H e3repre .

AMOyYaToOpiIbIK MYMKIHJIIKTI KOFAITyFa oCEep €TEeTIH MYTAIUSHBIH OKY
paMKAaChIHBIH JKaFJaiblH, HAYKACTBIH achl )KOHE aypy/IblH JIeOroTiHOaramay YIIiH
KOI(aKTOPIBI JIOTUCTUKAIBIK PETPECCUSIIBIK Talay >KYPri3ijami. AMOyIaTopibIK
MYMKIHIIKTDKOFANTy ToyekemieH xkorapel 12,36 ece (95% CH:2,51-22,184)
KOPCETKIIINEH MYTAIlUSIHBIH OKY PaMKaChIHBIH OY3bLTYBI (PaKTOPBIHAA TIPKEIII.

OKy paMKachIHBbIH CaKTaJlybl MEH OHBIH OY3bUTYBIHBIH ©3ITHEH XYpPY
y3aKThIFbIHA ocepiH Oaranay ymiH Kamman-Maiiep anammsi xyprizuini. byn tangay
KYPY MYMKIHITIH CaKTay Y3aKThIFbI OKY paMKachl cakTaimFanaapaa — 5,34+0,19 b1
(95% CH: 4,93-5,67), an Oy3puranmapaa — 3,9+0,26 xeur (95% CU: 3,38-4,42)
€KEHIH KOpPCETTI.

J{r01IeHHMHOAUCTP 0(PUACHIHBIH Tepanus TYpiHe 0aJIAHBICTBI
KJIMHUKAJIBIK CUNMATTAMAacChI. [ JIFOKOKOPTUKOCTEPOUITHI TEPATTUSHBIH KO3FaJIbIC
(yHKUMSATIApbIHA 9Cepl aypylblH CATBICBIH €CKEpE OTBIPHIN, 12 ailiaH KeuiHri
OakpuIay Ke31HAEr! Karfail OoilbiHIIA OaranaHabpl. EpTe amOynaTopiiblk KoHE
aMOyJIaTOPIIBIK caTblIapra COMKeEC KEJIeTIH MAIMECHTTED TOOBI
KaJIbITacTeipbulibl. baranay cotinge (12 ailijaH keiiH) epTe aMOyIaTOPJIbIK
catbija 45 Oama Oonapl, onapAblH 1mnHjAe 13 0ana HbICaHAIBI TapreTTiK
TepanusiHbl KaObligaraH sxoHe ['KC TepanusiChiHBIH THIMIUTITIHE Oara Oepyre
KaThICThIpbUIMaraH. 32 OanaHblH (opTamia sxacel 6,14+0,84 xac) 25-1 (78,1%)
TOPMOHAJIZIBI Tepanusi Kaobuiaaran, an 7 6ana (21,9%) kadeuigamaran. 6MWT
TECTIHIH KOpCeTKImTepiHiH akcapybl Oaivikanasl: ['KC xkaOwbuimaranmapaa
317,4+12,57 wmerpaen 348,1+£9,65 wmerpre neiiH, KaOpLigaMaraHmapja
319,8+13,07 merpnen 324,4+8,23 wmerpre neWiH apTKaH. AMOYIaTOPIBIK
cateigarel 21 yi OanaHbBIH opramia kacekl - 8,98+0,94 sxac. OnapaplH 1mIHAC
ropMoHaJiibl Tepanusinbl 12 6ana (57,1%) kaObuigaran, an 9 Oana (42,9%)
KaObuiiamaraH. <«OKaTKaHKYWIEH TYpy» TECTIHIH HOTHXKEJIEpl TOPMOHAJIbI
Tepanus KaObuigarangapaa 12+2,45 cexynartan 17+£2,18 cexkyHaka AeiiH, ai
KaObLImaMaranaapaa - 13+3,54 cexkynaran 24+3,68 cekyHIka ACHiH y3apraH
(mamapnaran).Atanypen  (TpaHncnapHa) — mpenapaTbIMeH — TepanusiHbIH
KJIMHUKAJIBIK ~ HOTWKenepre ocepi 13 OanmanblH epre  aMOyJaTOpJIbIK
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CaTBICBIH/IAFbl KOPCETKIIITEPl apKbUIbl OaramaHiabl. 6MWT TecTiHiH opTaiia
HoTmxenepi 327,4+2,57 merpaen 349,142,65 metpre neiiH kakcapraH

KOPBITBIH/AbI

byn okymeicta  JlfomieHH = MHOIUCTPOMUSCHIHBIH — KIMHHUKAIBIK — JKOHE
TeHETHKAJIBIK CUTIaTTaMaiaphbl 3epTTEN/I1, OFaH aypy/bIH Ke3/1€Cy JKULIITT MEH TYKbIM
KyaJaybl, MyTalldsylap MEH KOJJIAHBIIBIN >KAaTKaH Tepanusuiapra OalIaHbICTHI
KJIMHUKAJIBIK €PEKIIeNIIKTEP/IIH CUMTAaTTaMachl Kip/i.

Ocel  3epTTEyMIH HOTWXKEIEpIHE CYHEHE OTBIPBIN, KeleCl KOPBITHIHABLIAP
IIBIFAPBUIIBL:

1. Kazakcranna romeHH MuoauctpodusachiHbIH Ke3aecy xkuimiri 3311 ep
Oamara 1 xarmaiiabpl Kypazabl. X-XpoMocoMma apKbUIbl OEpiieTiH TYKbIM Kyanay
xuliri — 64,4%, xana (de novo) myrauusiap — 35,6% Kypasbl.

2. Myranusiiap cnekTpinae aeienusuiap 6aceiM 0omasl — 59,3% (95%CH:
51,9-68,9), omapaeiH imiHAe y3ak genenusiap — 81,5% (95%CU:77,4-86,1).
Myranusiiap kKeOiHece I'eHHIH akTHH-OakaaHbicymibl aiimarbiaga (60,4%;95%CHU:
51,5-70,1) aHBIKTAIIBI )KOHE OApIIBIK MyTaIUs TYPJIepiH KaMTBIBL. TpaHCIAIUS OKY
pamkachIHbIH O0y3bUTybl 82,4% (95%CH:72,3-92,1) sxarmaiiia TipKeNIi, OJapJIbIH
K601 TeHHIHAKTHH-OailmaHbICyIIbl  aiiMareiHga -76,4%  (95%CH:66,5-85,9)
OaliKaJIIbl.

3. OKy paMKacbhIHbIH 0y3bLTY karaalbiHIaNSAA sxoHe 6M W Tiikananapel
OOMBIHIIIA KOPCETKIITEpl TOMEH OOJAbl KOHE NMHAMHUKada Hammapiay OalKaljsl,
aypynbiH epre ne6roti 2,9540,25 xackl xoHe aMOyIaTOPJIbIK MYMKIHIIKTI XKOFaITy
ToyekemiHiH aptybl Tipkenai (OR 12,36; 95% CU: 2,51-22,18), e3uiriHeH Kypy
y3aKThIFbI 3,9+0,26 sxpu1nbl Kypaabl. CTaHIapTThl TEpanusi amOyaaTopIibl Oananapaa
6MWT Tecti OoiibIHIIA KYpreH KambIKTBIKTBI 317,4+12 57 merpnen 348,1+9,65
METpre JeiiH apTTBIPIBL, ajl aMOyIaTopisl eMec Oananapaa <« KaTKaHKYUIEH TYpy»
TecTl OOMBIHINA 5 ceKyHAKateMeHaey Oaikamabl 11 cekyHIKa Kapchl (CTaHIapTThI
TEpanusChlH  KaObUlgamaiTeiHaapaa).  Taprerri  tepamus  6MWT  Tecr
KepceTkimTepid 12 aif imminne 327,4+2,57-nen 349,1+2,65 meTpre neiinri acep eTTi.
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HHPAKTHUKAJIBIK ¥CBIHBICTAP

3eprrey Hotwxkenepi Kazakcrannma JliomeHH — muoauctpodusicel  Oap
HayKacTapablH VJITTHIK TIPKETIMIH KYPy MEH OHBI TYPAKTHl TYPJIE >KaHAPTHIN OTHIPY
KKETTITIH KepceTeli. byl >KoFaphl TOMAIKTET] SMUIEMUOJIOTUSITBIK, OaKbIIayFa KOHE
3aMaHayu JUArHOCTUKAJBIK SJIiCTepre KOJ )KETKI3yre MyMKIHIIK Oepel.

Mytanusiiapasl CEKBEHUPIIEY apKbLIbl aHBIKTay — HYKTENIK MyTarusapbl
epTe aHBIKTAYy YIIIH ©T€ MaHBI3bDKOHE OYJI OJICTI eiMi3/ie KEHIHEH €HT13y KaXKeT.
['eHeTHKAIBIK KOATHIH TPAHCISAIUSIBIK OKY PAMKACHIH Tajaay aypyablH OOKaMbIH
aHBIKTayJla CEHIM/I1 MapKep 0oJia ajaajbl.

Emaeyni epre kesennme Oactay - MOTOPIbI (YHKIUSJIAPIBI CaKTay MEH
aypylblH aFbIMBIH J>KaKcapTyFa OH ocep eTedl. bysl TIIOKOKOPTUKOUITHI KOHE
MaTOT€HETUKAJIBIK Tepanusiapra ga KaThICTHI.

Myrtanusi TYpiH aHBIKTAy apKbUIBI TPEHATANABIK JUArHOCTUKA MEH
0TOAChUIBIK KEHEC Oepy/l KaMmTamachl3 €Til, aypylblH *aHa KarJaijapblH ajIblH
ayra 0oJabl.
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