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KWUPUII (moxTopauk (DSC) nuccepTanusicn aHHOTAI[HSICH)

Juccepranusi MAaB3yCHHUHT /10J13ap0JIMIru Ba 3apypartu. 3ypaiiu6é 6opyBun
Hiomen Ba bekkep mymak nuctpodusinapu (361/bBMJI) — 6onanap acad mymiak
TU3UMUHUHT KEHI TapKajraH HMpCUN KacalulMKiIapuaaH xucoOnaHaau. KaxoH
cormukau cakyam  TamkudoTHHUHT  (OKCCT) skcnepTiapy  MabiyMoTjiapura
kypa', 35JIM/IHMHr ydpam COHU THPUK TYFUITaH Yrun Gonanap opacuga 1:3500
Ba 3bBMJI 1:20000 HM TalmIKWJI >TajM. V36eKkncTonaa 3aMOHaBHMH TUOOMIA
TCHETUK XW3MaTHU PHUBOXKJIAHUIIN Ba TyFMa HPCHHA KacCaUTUKIAPHU 3pTa
TalIXuciam Ba MNpo(UIAKTUKACH COXacHAard KypcaTtuia€TraH Xu3matiap
cudatvHu OpTUIH OWsaH OOFIWK X0jaa, Oonamap opacuma acab-MyIak TH3UMU
MpCUIl KacaJUTMKJIApUHU TUOOMI-TEHETHK Maciaxarjapu Oyinya ¥3 €4YMMUHU
KyTaéTraH katop Basudamap MaBxyl. Y30eKMCTOHZA Oolagap opacuia
HOTHUPOHJIMK JapaKacUHU TMacaTHpUIN Makcaauaa ymoy KacalulMK OWiiaH
TYFUJIUIITHYU OJITUHU OJIMII Ba KACAJUIMKHU dPTa TAIIXUCIAIl YUYH SITOHA JIaBOJIAIll
TU3UMHUHU SIPATHUII J0J3ap0 Macana XucobiaHaIu.

XKaxonna 3ypaitn®6 OopyBum Jiomen/bekkep wmymak auctpodusiapuHu
KJIMHUK, MOJICKYJIAP-TEHETHK AacleKTiIapu Ba yJapHU TallXHUCIAllga sHru4ya
EHIAITyBIAPHUHT IOKOPU CaMapajopJurura SpUIIMIl MaKcaauja KaTop WUIMHUMN-
TAIKUKOTIAp aMalira OIIMPWIMOKAA, KyMJIaJaH, CKPUHUHT MapKasjapuaa
oemopiapau xyayaiaap OViimua [romen/bexkkep Mymak AUCTpOPUACHHM ydpall
COHM, KJIMHUK-HEBPOJIOTMK Ba HEHPOIICUXOJIOTHK TABCU(PUHU acociiallgaH noopar.
Xyaynjgap ydyH Xoc OViaran IucTpouH TeH MyTalusl CHEKTPU, KacCaJUIMKHU
KJIMHUK IIAKIU Ba MOJICKYJISIP-TEHETHK HYKCOHH OpacHIari KOPPENsIIMOH TaXJIuI,
OeMopJapHH OHA TOMOHHWJAH KAapUHAONUIAPHUA MYTaHT T€H TAIIyBYWJIMK COHH,
npodUIaKTUK YCYJUIApHU Ba TUOOMN-TEHETUK MaciaxaT YTKa3WIIHW ONTHUMA
TU3UMUHU HMIUIA0 4MKu, Xyayiapaa Jlromen/bekkepHuHr 3ypaiin® OopyBum
MyIIaK JUCTPO(HSICH pPUBOXKIAHUIT XaBPU IOKOpU oOujlanap TYFPUCHIATH
MabJIYMOTJIADHU JJCKTPOH mmakiauHu, Jromen/bekkep Mymak auctpodusiapu
OwraH  XacTiaHraH  OoJjlaJapHU  JIAaBOJIAIIHU  TEPANeBTUK  TU3UMHUHHU
ONTUMAJUIAIITHPHUII ATOXUAA aXaMUAT KacO dTaju.

V36exucron Pecny6nukacuam  2017-2021 immapna  Gemra  ycTyBop
WyHanmummap  Oyiinya  PUBOKIAHTUPHINHUHT  XapakaTiap  CTpaTeruscuja
TYJNakoHIW XaéT (aoNMsATHHU TabMHHJIANI Makcaauaa OoJyamapra THOOMIA-
WOKTUMOMH €pliaM KYpCaTHIIl TH3UMUHUA PUBOYKJIAHTHUPHIN Ba TaKOMUJUIAIIITHPHUIIT
6yitnua Karop Basudamap Genrmtanran’. [llyrra MyBoduK, Golamapia 3ypaitn6
oopyBun [lromen/bekkep Mylak AUCTPOMDUSIIADUHUHT KIMHUK Ba MOJICKYJISAP-
FeHEeTUK  XYCYCUSATIApUHM  YpraHvil  Ba  TUOOMH-TEeHETHK  EpJlaMHHU
ONTUMAJUIAIITUPUINT  TATKUKOT YUYH JH0J3ap0 WyHaIuIIapaaH OUpH caHasaju.
byryHru kyHma acad TH3BMMUHUHT aKCapuAT UPCHH KacCATUKIAPUHU MAaTOTCHETHK
JaBOJIANl YCYJUIAPUHUHT YCKJIAHTAHJIUTWHH XucoOra oJirad xojijga  ymoy

! World Health Statistics 2016: monitoring health for the SDGs, sustainable development goals. — World Health
Organization (WHO) Reports, Geneva, Switzerland.-2016/-121p.www.who.int
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KacaJuIMKJIap OWilaH KypallUIIHUHT  JHT caMapald yCyidu THOOUII-TeHEeTUK
maciaxaraap Ba 3bJI/bBMJ] Ounan OonanapHUHT TYFUIUIINIa MOMMIITUK MaBXYy/
Oynran ounanapja OyHJal OoJlaTapHUHT TaKpOpaH TYFUIUIIMHU OJIUHU OJIMII
xucobnanaau. Typmu xyaynnapaa 3bJI/BMJL vu ypranuin amanuii HEBpOJIOTUK Ba
TUOOMI-TEHEeTHK XU3MaT YUYyH aJOXUJa aXxaMHT KacO 3Tajiu.

V36exucTon Pecnniyonukacu Ilpesunentununr 2017 iun 7 depangaru
[ID-4947-conmu «2017-2021 #wmmiapaa V36ekucron PecnyOnukacunu stHaja
PUBOKJAHTHPUIIHUHT ~ OemTa yCTyBOp WyHamumm Oyiimua  Xapakatiap
ctpareruscu Tyrpucuganru ®apmonu, 2017 #tun 20 urormarun [1K-3071-conmm
«Y36eKuCcTOH PecryOiuKacH axolMCHIa MXTHCOCHAIITUPUIraH THOOMH &pram
KYpCaTUIIIHK SIHAJla PUBOXKJIAHTUPUIN YOpa-TaaAOUpiapu TYFpUCHUAA»TU Ba
2014 jun 1 asrycrmarm I1K-2221-con «Y36ekucToHma oHamap, Oonanap Ba
Vemupnap corufuHA  Myxodaza kwimimn  Oyiinua 2014-2018  iumimapra
mypkasutanran Jlasnat pactypu» Kapopriapu xamaa maskyp Gaoausarra TeTUIIH
0ollKa MebEPUU-XYKYKHI XyxoKaTiapAa OelrwiaHraH BasudamapHu amaira
OIIUpUIIIIA YIIOY AUCCepTalUs TAAKUKOTH MyalsiH Japakaia Xu3MaT KUjIaju.

TagKuKOTHUHT pecnyOinka (GaH Ba TEeXHOJOTHSJIADH PHUBOKJIAHUIIN-
HUHI AaCOCHil YCTYBOp WyHAJIMNLIAPUTa OOFIMKJIMUIA. MasKyp TaIKuKOT
pecnyOnuka (aH Ba TEXHOJOTUSAJAP PUBOMJIAHUIIMHUHT V  «TubOuEr Ba
(dbapmakosorus» yCTyBOp HYHAIMIIN JoUpacuaa OakapuiraH.

JlucceprauMsIHUHI MaB3yCHM OyiM4Ya XOPWKHUHM MJIMHMU-TAAKHKOT/IAp
mapxu°. 3ypaiin6 Gopysun Jromen/bekkep MyIIak IUCTpOGUSIAPHE KIHHHK,
MOJIEKYJIAP-TEHETHK aCHEKTIapy Ba yJapHU TAIIXUCIAIIA sSTHTU4Ya €HJalryBiapra
WYHaNTUPWITAH KATOp WIMHMH H3JaHULUIAD JKAaXOHHUHI €TaK4d WJIMHUU
MapKa3Jiapu Ba OJIMH TabJIMM Myaccacanapu, xymianad, University of Colorado,
University of Illinois at Chicago, Univesity of Alabama at Birmingham (AKIII),
University of Tabriz (3pon), University of Melbourne (ABctpanust), University of
Kent (Anrmms), University of Barcelona (Mcmanus), University of Milan
(Uranus), University of Newcastle (Aurius), University of San Paulo (Bpasumust),
University of Santa Catarina (bpaswus), University of Tokyo (Slmonus),
Dalhousie of University (Kananma), Poccusi THOOMET danmapu akaaeMHUSICHHUHT
HeBposiorusi wiMuii Mapkasu, akaa. W.II. TlaBnoB nomumaru Caskt-IletepOypr
nasnat TuoOuér ynusepcuretu (Poccus denepamnusicn), @enepan Jlasnat 6romker
myaccacacura Kapauuu M.I1. bextepoB Homuaarn OpamM MUSICH UIMHN TaJKUKOT
uHctutytd (Poccusi ®enepanmsicn) xamna TomkeHT mneauaTpust TUOOMET
UHCTUTYTHU (3736eKHCT0H) TOMOHUJIAH 0JIMO OOPHIMOK/IA.

3ypaitu6 OopyBuu J[romen/bekkep Mymak AUCTpodUATAPHU KIMHUK,
MOJIEKYJISIp-TEHETUK ~ acleKTiIapd Ba  yJapHM TallXHClIalra KapaTWiral
npouIIaKTUK TaAOUPIAPHUHT IOKOPH camapaJopiiirura SpUILHIL MaKcaauaa
KaTop, XyMJIaJlaH, KyWuJard WIMUKA HaTwXanap OJuHrad: [{romeH Mmymiakiap

® Jluccepramus MaB3ycu OVilmua Xopmxumii HiMui-TagkukoTmap mapxu:  http://oxford.university-guides.com,
www.washington.edu https://www.universityofcalifornia.edu, http:// weill. cornell.edu,http://upci.upmc.edu,
http://publichealth.med.miami.edu,  https://www.mrc.ac.uk,  http://www.ssmu.ru, http://www.ksma.ru,
http://www.rudn.ru,  http://patient.ncagp.ru, www.neurology.ru; www.rsmu.ru; www.tashpmi.uz Ba 06oruka
MaH6anap acocya amaJira OmupuiIan.
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TuCTpoDUSICHHN TaBoJianiga AUCTPOGUH OKCHUIMHUHT ETHINIMACIUTHHU OJITUHU
OJIMIITAa KapaTWIraH MEXaHW3MIIAPHUHT Xycycusitiapu ucoorianrad (University
of Illinois at Chicago AKII); bekkep nauctpodusicu OwiIaH XxacTajJaHTaH
O0emoprapaa mymak (aoumMra Ba jAerepeHepanus OuilaH Keduill KapaéHiapu
acocinanrad  (University of Tabriz, 3pon); wMymakmnap auctpoduscu,
MYIIAKJIAPHUHT aTpodusicuaa reHJapHUHT MyTallslapy Ba MylIaKk OKCUJIJTAPHUHT
eTUIIIMACIIUTH  HaTwkacuaa keaud uukuimy ucobommanran (University of
Melbourne, ABcTpaynusi); acab-MyImak KacaUIMKJIApUAa TaUIMATUB Eplam
TU3UMUHUHT WKOOUH kypcatknunapu ucootianran (University of Kent, Anrmnus);
XaBOHJIapJa Ba KIMHUK TaJAKUKOTJIApAa MyMIAKIap AUCTPOMUACHHUHT T€HETHK
MoauuKaTOpUHUHT axamusaTu acocianran (Univesity of Alabama at Birmingham,
AKII); Jromen MymakjiapHUHT  guctpodusicuna Gudpo3 Ba  KuUTap
TYKAMaJIApUHUHT apajallvilid HaTwxkacuaa B TpoMOOIMTIAPHUHT YCHUII OMUIIU
acocianrad  (University  of  Barcelona, HWcnanus);  romen/bekkep
KacaJUTMKJIApUIard OPraHW3MHUHT KaTop MYIIAKJIApPUHUHT AUCTpoduUsicH Ba
HOTUPOHJIMKHUHT PUBOXKJIAHUIIUTa onu0 Kenumu ucOornanran (University of
Colorado (AKII); wmymak AuCTpoUACUHUHT KIMHUK Ba MaTOMOPQOIOTUK
acnexktnapu acocyianrad (University of Milan, Utanus); diomen Ba bekkep keHr
TapKajdraH MylIak JUCTpOUsITIApHU  MOJIEKYJISIp TEHETUK Ba  KJIMHHK
aCHEeKTIApUHUHT e4ruMH ncOotnanrad (TomkeHT neauatpusi TUOOUET UHCTUTYTH
(V36exucton)).

Hynéna 3ypaiin6 6opysun romen/bekkep Mymiak quctpopusiaapHi KIMHUK,
MOJICKYJISIp-TEHETUK ~ acCHeKTiIapd  Ba  yJapHU  TalIXUCHala  SHTHYa
¢HIAIIMIUIAPHA TaKOMWUIAIITUPUII OYViM4a KaTop, JKyMjaJaH, KyWuJaru
YCTYyBOp HyHaiMIuIapaa TaAKUKOTIap oiubd OopuiMOKAa: acab-pyXuil TU3UM Ba
MpCHUIl KacaJTUKIIapura arpop-MyXUT OMUJUTAPUHUHT TAbCUPUHU TUOOMI TeHETHK
XYCYCUSTIApUHM  acoCiall, TYpJd  OKOJOTUK  MHUHTaKajlapia  HUpCUi
KaCAJUTMKJIAPHUHT KENMUO YUKHUIIHM, TUCTPO(DUH TeHUJa MyTalusiiap Ba YJIapHH
KEeNMO YWKHII MEXaHWU3MJIAPHU aHMKJIAIl, UPCHI KacCaJUIMKIIAPHUHT XapakaT Ba
WHTEJUIEKTYyal (haonusTiiapra TAabCUPUHK acociiall; Oosanapaa 3ypaitnd 0opyBun
Hiomen/bexkep mymmak guctpodusich OwWiaH KacCaJUIAaHWITHU OJITUHU  OJIUIII,
KaCAJJTUK PUBOXJIAHUIIIMHUHAT 3pTa OOCKUWIApHUAa JaBOJAIl camapaaopiIuTHHU
OIIIUPUIITHU TAKOMHUJUIAIITHPHIIL.

MyaMMOHUHI YpraHuirasjuk jaapaxacu. Kyn connm aca® TU3MMHHHUHT
upcuit kacaumkinapu (ATUK)au THOOMH—MKTUMOMIM aXaMUATH IIYHAAKH, yJap
KEHT TapKaJITAHIIMTH, OFUP KEUHWIIN, HOTUPOHJIUKHHA FOKOPH Japakaaa dKaHJIWIH,
Xa€T MaBOMUIIMIMHU KUCKAPTUpHUILIHM, (Pakar KyJla 03 TypJaru KacaJlTuKJIapu
yUyH caMmapajid JaBojall yCYIWHH HIUIa0 YUKWITaHIUTU XucoOnanamu. Typnu
MOMyJIANMSIIApTra XOC OYiraH MOJEKYJIAp-TeHETUK Y3WUra XOCIWKHHM aHWKJIAIra
Oarunuianran 6up KaTop wiMui Tankukoiap yrkaswirad (Ilumonuii Amepuka,
EBpona, Ocué, ymap «karopuga Poccus, Ko3zoructon, TOXUKHCTOH),
VpraHunaguran TOMyJsIuara OOFIMK XO0Jia KIMHUK-TEHETUK KOPPEeISIus
Vyrkaswiran (Paxmonor P.A., 2004; Hamamu E.JI., 2015; Tlonskos A.B., lllaruna
0.A., 2016; Birnkrant DJ et al., 2018).



Xo3upru KyHAa Kymiabd aca® THU3UMUTA JIOMP HUPCHHA KacaJUTMKIApHU
JABOJIAIIHMA TATOTE€HETUK YCYJUIAPUHU MaBXKYJ[ dMACIWTH, Ma3Kyp KacaJUIMKJap
OwaH Kypalmuiinga THOOU reHeTUK MaciiaxaT dHI caMapaliy yopa XUCOOIaHHUIIIH,
Oy xonaT aifHMKca XaBiM owjanapia Ma3Kyp MaToJIOTusIu OojajlapHu KaiTa
TYFUJIUIIMHU OJITUHU OJIMII YYYyH MYXUM axamusiTra Jrajurd HUcOOTJIaHTaH
(LllapxoBa M.B. Ba 6ok, 2015; ®enpaman E. Ba Oomik., 2016; Politano L., Nigro
G., 2012). Xo3upaa THOOMIT reHETHK MacaaXaTHH TAIIKHII STUII HPCUH MATOJOTHS
XUCOOJaHTaH 3ypaind OOpyBUM MYyIIAK TUCTPOPHUSACHHU TAPKAIUIIUAA FOKOPH
AQHUKJMKIArd  TpeHaTal, TMpeKIMHUK Ba  guddepeHnnan  TUarHOCTHK
TEKIIMPUIIUIAp YTKA3WII Ba aHUK TalIXuc Kynui umkoHuHu Oepanu (['opOyHOBa
B.H. Ba 6omik., 2009; Unnapuomkun C.H. Ba 6omik., 2010).

['eHeTUK-3MUAEMUONIOTHK TaAKUKOT >KapaéHHlla OJIMHTaH MabJIyMOTap
Maxcyc XyAyJIui perucTpiiapHu sipaTUIl yuyH 6a3a Oynub xusmat Kuiaau. Upcuit
NaTOJIOTUSIAp PErucTpu xaBd Trypyxra KUpraH OWJAJapHU MYHTa3am
JUCTIaHCepU3allis KWIMII WMKOHUHHM OepuO, IIYHUHT/CK aloxuaa Xyayuiapia
THOOMI TeHEeTMK Maciaxariap TallKWil OJTUII XAKMUHU PeKaTallTHPaIN
(bapeimaukoBa H.B., 2002; Amenuna C.C., 2006; Kozymuna E.A., 2006;
Kupumnos A.T'., 2008; Xunusrora .M., 2008; Makcumosa H.P., 2009; Catherine
L. Bladen., 2013; David Sagado., 2015;). 3bJI/BMJIcu aca® wMymak
NATOJIOTUSICHHUHT OFUpP Ba KyJa Kyn yupaiiauran makiuaup. 3bJ/bM/Iaunr
KJIIMHUK KYPUHUIIA JUCTPOPUH TEHHJArd MyTanusuiap OwinaH OOFJIMKINIH,
xo3upru kyHaa auctpodun reauga 1000 ra skuH MyTanusiap aHUKJIAHTAHJIUTH
6aén kwmHrad (Alessandra Ferlini., 2012; Barzagar M., 2015).

Kaxon muxécuna 3bJI/bM/IHu maToreHe3u, yHU TalllXUCall, JaBoJjall Ba
OJIIMHU OJIUIII MyaMMOCH TaJIKUK JITHIaETraHura Kapamail, OyryHryd KyHjaa stHaja
YyKyp VYpraHuIIHU Tako30 ATaJWraH Kymiaad Xajdl KWJMHMaraH macajajiap Ba
MyaMMoNap MaBkyHd. Y36ekuctonna 3BJ/BMJIHM KIHHUK-HEBPOIOTHMK Ba
MOJICKYJISIp-TEHETUK Y3Ura XOCIWTMHU YpraHuiira OaFvulUIaHTaH TaaKUKOTIIap
YTKa3WJIMaraHjinury, ymoy MyaMMOHH YpraHuiira acoc 6yanud xu3mar Kuiaiau.

TagKUKOTHUHT AUCCEePTALMS O0axkapuiraH oJIuH TabJIUM
MYyacCaCACHHMHI WJIMHI-TaAKUKOT HILIAPU pekajapu OMJIaH OOFIMKJIUTH.
Huccepramusi TagKUKOTH TOIMIKEHT meAuaTpus TUOOMET MHCTUTYTUHUHT WIIMUMA-
TaaKUKOT wunuwiapu pexacu AJ[CC 15.26.7. «V36eKucTon Pecrybnukacu
Xynyapu yayH xoc o6ynran Jlromen/bekkep myiiak quctpodusiiapuHyd KIMHUK-
MOJICKYJISIP-TEHETUK KOPPEJALMAICH TaxXJIUIM acoCHUJa KOMIUIEKC TallIXHCIIall
anropuTMUHM uiad yukumn (2014-2017) amanuii rpadT jgoduxacura MyBo(HK
OakapuJIraH.

TagkuKOT MaKcagm: Y30ekucToHma 3ypaiiu6 Gopysunm Jliomen/Bekkep
MYIIaK JACTPOOUSITAPUHUHT KJIMHUK-HEBPOJIOTHUK XYCYCHATIIApU Ba MOJICKYJISIp-
ICHETHK acrekTiaapuHu 6axomam xamaa 3bJI/bM/Iau spTa Tamxuciant Ba OJIuHA
OJIUII Yy4yH TUOOMI-TeHETHK MacyiaxaT CTPAaTeTUsICHHU UIIUTA0 YMKUIIIaH HOoparT.

TagkukoTHUHT Basudaaapu:

oHa Ba OoJla CKpPUHHMHI MapkKasura OeMmMopiapHU Mypoxkaatu Oyiuda
V36exucron xymyamapuza 3BJI/BMJIHM  yupam COHMHM ypraHumi, OyHjaa
KapUHJONLIAP YpTacuaaru HUKOXHU KUECUN aCMeKTIapUHU XUCOOTa OJIHIIL;
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V36exucronna 35J]/BMJIin GonanapHi KIMHUK-HEBPOJIOIHK Ba MAPAKITHHHK
TaBCU(PUHU aHUKJIAII,

3bI/bM/lmn  OeMopiiapa MHTEIUIEKTyall PUBOXKJIAHUIN  J1apa)KacCUHU
aHUKJIAII;

JUCTPO(GUH TeHUHUHT Y36eKHCTOHTa XOC MYyTaIUANapH CIICKTPHHH YPraHHMIIL,
OeMOpJapHUHI OHAa TOMOHHUJAH KapUHAOLLIApUJA MYTAHT TE€H TallyBYaHJIUK
COHUHM aHUKJIAI,

KAaCaJUIMKHUHT KIMHUK IIAKJIM Ba MOJICKYJISIP-TEHETHK HYKCOHM YpTacuaa
KOPPEJISIMOH TaxXJIWJI YTKA3HILI,

V36exucronna 35J/BM/lna npoduIakTHK YCYIIApHA Ba THOOMIA-reHEeTHK
MaciaxaT YTKa3UIIHUHT ONTHMAaJl TU3UMUHU HIIIa0 YUKHUII Ba aMamuéTra Taa0uK
ATHIII,

Jiomenn/bexkkepHuHr 3ypaiiu® OOpyBUM MyLIaK AUCTPOPUSACH PHUBOXKIIA-
HUIIMHU OKOpU xaB(u OYiAraH ounanapu TYFPUCHIATH MabIyMOTIAPHUHT
V36exucron Pecniybnmkacy Gyiinua 3J1eKTpOH 6a3acHHU SPATHILL

Hiomenn/bexkkepHunr 3ypaiiné OopyBuM Mymiak auctpodusicu OuiiaH
OFpUTaH 6emoprapHu JTABOJIAIIIHUHT TeparneBTUK CXEMaCHHH
TaKOMUJUTAIITUPHUIIIAH UOOpAT.

TagKMKOTHHHI  00BbeKTH  cudaruga  Y30eKHCTOH  XyIy[JapuiaH
Pecniyonnka «OHa Ba 0o0ja CKpUHUHTH» MapkKa3u THOOWN TE€HEeTUK MaciaxaTu
Oynmumura mypoxkaar kuwiaran 3BJI/BMJ] nu spkak >xuncuparm 310 nHadap
o6emopnap acoc Kunubd onmHraH. PerpocnextuB tekmupui rypyxura 2006-2010
Wunnapaa  MmypoxkaaT KwiraH 75 Hadap Oona  kuputwirad. I[lpocnekTus
Tekmupunuiapaa ca 2011-2017 vwiap gaBoMua MmyposkaaTt Kuiran 235 Hadap
OGeMopJiap OJIMHTaH.

TagKUKOTHMHT  TpeIMeTHM  KIWHUK-aHAMHECTHK  Ba  JlabopaTop
WHCTpYMEHTan MmabiaymoTiap, 160 nadpap JHK namynacu, ymapgan 99 wnadap
3bI/bM]] 6emopnapununr JJHK namynamapu Ba 61 Ta HamyHa OeMOpJIapHUHT
OHACH TOMOH KapHHIONUIApAAaH OJMHTAaH HaMyHajap TAllKWI KAJTaH.

TaakuKOTHUHT ycyajaapu. TaaKuKOT BazudalapuHu Xai THII Ba MaKcaara
SPUINUII  y4yH WIIJIAa  KIMHUK-HEBPOJIOTHK, TEHEAIOTHK, OHOKUMEBHA,
WHCTpYMEHTaJI, PaBeH MaTpullacMHU TeCT CHHaMacu, Oemopiap Ba YJIapHHUHT
KApUHJONUIAPUAA MOJICKYJSIp TEHETHK TaXJWIM Ba CTAaTUCTHK YyCyJUlap/aH
doliganaHuIraH.

TagKUKOTHUHT MJIMHUI SIHTUJIMIY KyHuaaruiapaad uoopar:

3ypaiin® OopyBuu [lromen/bekkep Mymak guctpodusiiu Oemopriapiaa
KJIMHUK, OMOKUMEBHH, MApaKIMHUK Ba MOJEKYJSP-TEHETUK Y3rapHIliap acoCHa
TAIIXUCTAITHUHT KOMIUIEKC EHIATyB TU3UMHU aCOCIIAHTaH;

MaMJIaKaTUMH3 XYAyUIapd y4yH JHCTPOUH TEHH MYTaIusIcH Ba
KACAJNTMKHUHT T€TEPO3UT0Ta TAITyBYAHIUTH UCOOTIAHTaH;

XYy AJapuMu3 YIyH TUCTPO(HH TeHHHUHT AUCTA Ba IABOMITU MYTallHsUIapu
xocmurn  Xamna Jlromen/bexkkep Mymmak aucTpOoQHUSICMHUHT KIMHUK-TEHETUK
KOPPEISLMUOH OOFIMKJIUTA UCOOTIAHTaH;



V36exucronna Jlromen/Bekkep Mymak JUCTPO(HSICHHM OJIMHH  OJIHII
TU3UMH, THOOMN-TEHETHK MacjaxaT Ba INpEeHaTal TalIXMCOTUHUHI camapaliu
MEXaHU3MHU UIUTa0 YUKUIITaH;

romen/bekkep Mymak auctpodusicu Ousian ofpuran Oemop Oosanapjia
xapakaT GaonusITH Ba aKJIMA KOOWJIMSATHU SIXIIMJIAIl Makcaauja JaBOJIalll
KOMIUJIEKCH TapKUOWJa JI€BOKAPHUTUH, KOPTEKCHUH Ba MEMAHTHUH TUIPOXJIOPHU
camapaiopJIurd ucOOTIaHTaH.

TagKUKOTHUHT aMaJIdii HATHXKAJIAPH KyHuaruiapaad noopar:

TUCTPOOUH TEHW MyTallMsUIapUHU YPTaHWII MaMJjakaTUMHu3 OeMopiiapu
TaHJIOBHU/IA 3b/1/bM/{1a OeBocHTa JIHK-Tanmxucanr YCYJIMHU
ONTUMAJUIAIITUPUII UMKOHUHU OepraH;

WII HaTWKacuja OJMHTaH MabJIyMoTiap xaBd Trypyxu Oop owumianapjia
3bI/bM/Ilnun npenaran JIHK-tamxucorn Ba auddepeHunan, mpecUMITOMATHK
yCYJUTApHHU KYJUTall UIMKOHUHH OepraH;

V36exucronna 35JI/BM]I 6unan OFpUTaH O0eMOpJIApHU KIMHUK-HEBPOJIOTUK,
MHTEJICKTyall Ba MOJEKYJSIP-TEHETUK Y3ura XOCIWTHMHU aHUKJIAHIIU, Oy TalIxuc
QITOPUTMHUHM MIUTA0 YMKHUII Ba aJ€KBAT Tepamus YTKa3WIl Makcaauja amaira
OILIMPUJITAH.

TagKuKOT HATHKAJAPUHUHT WIIOHYWIMJIMIM UIIJA KYJJIAHWITaH Ha3apuil
¢HpamyB Ba ycyiuiap, oiu0 OopuiraH WIMHA TaJIKUKOTJIIAPHUHT yCITyOHit
KUXATIAH TYFPUIUTH, OeMopiap COHMHUHI €TapjWurd, yjapra Oupu
WKKUHYMCUHU TYIIUpaAUTaH KJIMHUK-HEBPOJIOTHUK, TE€HEaJIOTruK, OWOKUMEBHIA,
MHCTpyMeHTaNl, PaBeH MarpunacuHu TtectH, 3ypaiiud OopyBum Jlromien/bekkep
MyIIaK AUCTPOPUSIAPHU KIUHUK, MOJEKYISP-TEHETUK acIleKTIapu Ba yJapHU
TalIxuciamnia sHruda ¢HAAMIUIAPHUHAT Y3Ura XOCIUTHHN YPpraHull, Xyjioca Ba
OJIMHTaH HATIKAJIAPHUHT BaKOJIATIM Ty3WJIMajlap TOMOHMJAH TacAUKJIaHTaHU
OWJIaH acoCJIaHTaH.

TaagKUKOT HATHKAJAPUHMHI WIMHMH Ba aMaJiuii axamMusiTH. TaJIKAKOT
HaTWXKaMapuHuHr uiamui axamuatd 3bJI/BMJIcuHu KIMHUK-HEBPOJIOTHK Y3Wra
XOCIUTUHYU YPTaHMWIIl, IIYHUHTACK, OemMopiapaa AMcTpodrH TeHHUHU MOJEKYIISIp-
TCeHETUK TEKIIUPYBUHHU YTKa3uIijgaH ubopar, Oy ¥y3 nHaBOaruma 3bJI/BM]Iau
TAIIXHUCIIANl aJTOPUTMH, OJIMHUA OJuil Ba AuddepeHuan TalXUuCOTUHU
ONTUMAJIIAIITUPUIIT UMKOHUHU OepraH.

TagkukoT HaTwkamapHuHr amanuii axamusatu 3bJI/BMJlnun Gemopnapia
KJIMHUK-TEHETUK KOPPEJSIUsSHA VpraHnumgad ubopar, Oy sca ¥3 HaBOaTuaa
OeMopJiapHU JaBoJIall TaKTUKACUHU SXIIWIal UMKOHUHU Oepanu. 3bJI/BMJI nu
Oonanapia xapakaT Ba akjIui KOOMIHUAT (HaonUsATIaApUHU YPraHUuIll MabIyMOTIapH
acocuia Ouzjap TOMOHMMH3JAH TEPANEBTUK apajlalllyB CXEMacH ONTHMallialll-
TUpUIAU. Mylllak Ky4yu, Xapakar (aoJusATHHU SXIIWIAINl MaKCaJau/a aHbaHaBUN
JaBOJIAlll KOMIUIEKCHTa JIEBOKAPHUTHUH JOPM BOCUTACH, AaKJIWWA KOOWJIMSTHU
SAXIIAJAl  YYyH 3Ca KOPTEKCMH Ba MEMAaHTUH THAPOXJIOPUJ KYIIWIUIIN
KACALTMKHUHT JTaBOJIAII caMapaOpJIMTHHU OIIUPHUIIT HMKOHUHU OepraH.

TagKuKOT HATHXKAJAPMHUHI KOpPUH KWiMHMIIK: 3¥ypaiiudé OopyBUH
HMiomen/bexkkep Mymak aucTpodUSIAPUHUHT  KIWHUK, MOJEKYJISIP-TEHETUK
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acmeKTIapd Ba yJapHM TalIXWciallga sHruya EHaamyBinap OYiMYa ONMHTraH
WIMHI HaTHKallap acoCcHa:

«/Iromen/bekkep 3ypaiin® OOpyBYM MyIIak AUCTPOQPUSIAPUHU TAIIXHCTIAIT
ANrOPUTMH» HOMIIM ycnyOuil TaBcusHoMa TacAukiaaHran (CoFIMKHM CcakJiain
Ba3upiuruHuHr 2016 #iun  OlHosiOpmaru  8H-M/165-COH  MabJIyMOTHOMACH).
Maskyp ycnyouit TaBcussHOMa 3ypaiin0b OopyBum /[lromen/bekkep wmymmak
TUCTPODUSIIApUHU TAIlIXUCHAIl TapTUOM TU3UMHUHU MIIA0 YUKHUII WMKOHUHU
Oepran;

«/romen/bekkep xactaymruga Oonanmapna 3ypain® OoOpyBUM MyIIaKiIap
TUCTPOPHUSICHHUHT PHUBOKJIAHUILI JapakKacUHU  yJIbTpacoHorpadus ycynunaa
TalIXKCIIal» HOMIM yciayOuid TaBcusitHoMa TacaukiaHrad (COFIMKHU cakjanl
BazupuruHuHr 2018 iinn 06 anpennaru 8H-p/75-coH MabayMOTHOMAcH). Maskyp
yciyouit Tacusinoma Jlromen/bekkep xacranuruaa Oosanapnaa 3ypaiin® 0opyBun
MYIIAKJIap AUCTPODUACH PHUBOMKIAHUIIMHU yIbTpacoHOrpadus ycyiauaa spTa
TaIIXKUCIAII XaMJla KUECUM Tacxucialn WMKOHUHU Oepras;

«romen/bekkep xacranuruga Oonanapiaard 3ypailudé OopyBuUM MyIIaKiap
muctpodusicuaa  xapakaT ~ Ba  MHTEUIEKTyan  (GaoJMusITHH  METabOJMK
KOPPEKIUsIalDy HOMJIM yCIIyOuil TaBcusiHoMa TacAukiaaHTaH (COFMKHM CakJiall
Ba3upauruHUHT 2018 #iun 06 anpengaru 8H-p/76-CoH MabiiyMOTHOMAacH). Maskyp
yciyouit TaBcusiHoma Jlrormen/bekkep xacranuruna Oomnanapa 3ypaiiubd 6opyBuu
MyHIakjiap aucTpodusicuiard XapakaT Ba MHTEJUIEKTyal (HaoJUATHH METa0OJIHMK
KOPpEKIMsIIAl UMKOHUHU OepraH;

Jiomen/bexkkepHuHr 3ypaitn® OopyBuM MylIakiap AUCTPODOUICUHUHT
MOJICKYJISIp-TEHETUK ~ aCTeKTJIapy Ba KIMHHUK-HEBPOJOTHK Y3UTa XOCIUTHHU
Vypranui, KacaJUIMKHU OJIMHM OJMII Ba JABOJIAIl HATIOKAJapUHU SXIIAJIAII
OyiiMya OJMHIaH WIMHA HaTHKaJlap COFJIMKHM CakJjall aMaluéTura, >KymiajaH
Peciyonuka «Ona Ba Oonia ckpuHuHTH» Mapkasu, Kamkanapé, Camapkasf,
Hamanran Bunosatinapu «OHa Ba 00J1a CKpUHUHTHY MapKasjiapu, TOIIKEHT BHJIOST
Oonanap Kym TapMOKIH THOOMET Mapka3u Ba Kamikamapé BHIOAT KYI TapMOKIH
Oonanap mupOXOHACH KIWHUK amanuérura TaTOuK STruiraH (COFJIMKHM CcakJjiall
Ba3upauruHUHT 2018 itmn 06 anpennaru 8H-1/75-COH MabIyMOTHOMACH).

TaagkukoT  HATHKAJAPUHHUHT  anpolaumsick. Ma3kyp  TagKUKOT
HaTwkamapu 10 Ta wiMuil aHwXyMaHiapjia, *)XymiaJaH 5 Ta Xalkapo Ba 5 Ta
pecnyOnuKa UIMUi-aMaanil aH)KyMaHJIapuaa MyxokamaaaH YTKa3uira.

TagKuKoT HATHKAJAPUHUHT JbJOH KHIHHTaHJIuru. Jluccepramms
MaB3ycu Oyiunya >xamu 42 Ta WIAMUN WO YOI STUJTAH, LIyJlapiaH V36exucron
PecniyOnukacu Onuii aTTecTanus KOMUCCUSICHHUHT JOKTOPJIMK JUCCEPTALMSIIApU
acoCui WIMHM HaTWKaJapyuHU YOIl 3THUIL TaBCUS dTUJITAH WIMHUK Hampiapaa 17 ta
MakoJja, )kymianal 13 tacu pecrnyOinka Ba 4 TaCu XOPWKUN KypHauIapJa Haiip
sTuirad, 3 ra OXM nactypura ryBOXHOMa OJIMHIAH.

JuccepTanusiHUHT TY3WJIMIIM Ba Xa:kMu. J(ucceprainus TapkuOu KUPUII,
amabuérnap mapxu, 5 ta 000, Xynocanap, amanuil TaBcusiap, (oiganaHuIraH
agabuérnap pyixarunan nobopart. Juccepranus xaxxmu 200 6€THU TaIIKWII 3TTaH.
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JIACCEPTAIIUSIHUHI ACOCUM MASMYHHA

Kupum xkucmuaa yTkazuirad TaIKUKOTIAPHUHT J1013apOJIMTH Ba 3apypHUsITH
acocyiab OepuiraH, TaAKUKOTIApHUHT Makcaau Ba Basudamapu, OObEKTH Ba
npeaMeTu TaBcudiaHTaH, pecnyOiauka ¢aH Ba TEXHOJIOTHUIAPU PUBOXKIIAHUIIIH -
HUHT YCTYyBOp HYHAJIMIUIAPUTa MOCIHMIUA KYpCaTWITaH, TAAKUKOTHUHT WIMHUUN
SHTWJIUTH Ba aMalluid HaTwkKaidapu Oa€H KUJIMHTaH, OJMHTAaH HaTWKaJTapHUHT
WIMHUI Ba aMaJIuii aXaMUSITH OYUO OepuiiraH, TaIKUKOT HATHKAIAPUHUA aMalIuéTra
KOpUW KWIMIL, HAIIp ATWITaH HIUIap Ba JUCCEpTalMs TYy3WIMIIM Oyilinya
MabIyMOTJIap KEJITUPUITaH.

HucceprauustHuar  «3ypaiiu®  OopyBunm  omen/bexkkep  Mymak
AUCTPOGUSCMHM TAIIXHUCIAAII Ba KIMHUK NOJIMMOPGHU3M MYaMMOJAPUHU
ypranumra siHru4ya €é”aamyB» 1e0 HOMJIaHraH OupuHUM O000uaa amadbuétnap
TaXJIMJIM  KEeATUpWIraH. AnaOuér maTepuayiapu TaxJIMIuAa WIMH-aMalldid
MabJIyMOTJIAp, KAaCALTMKHUHT 3TUOJOTHsICH, nTaTorene3u Ba 3bJI/bM]Inu kinHUK
KYPUHHUIIJIAPU  XaMJla KIMHUK TAaAKUKOTIAp HaTWXKalapu  KEJITHPWUITaH
3b1/bM/Inu uWHCTpyMEHTan TalIXUC YCyJulapu, ad3aluiuk Ba KaMUYMIUKIIAP
IIYHUHTICK, KACAJUIMKHU OJJIMHU OJIMII Ba JaBojalira sHru4a EHAanyB
MabJIyMOTJIapy OaéH STUIITaH.

JlucceprauustHUHT «Typau Xyayaiapaa 3ypaiind OopyBuM
Mromen/bexkep MYLIaK AUCTPOPUATIAPUHU MOJIEKYJIIP-T€HEeTHK
ACHEKTJAPHMHHM TAIIXWCJIAIl MaTepualJIapu Ba ycy/uiapuw» 1e0 HOMIIaHTaH
UKKMHYM O0o0uja TAJKMKOTHUHI acOCHMM  Marepuajylapy Ba  yCyJulapu
kentupwirad. Jlromen/bekkepHuHTr 3ypaiin® OOpyBUM MyIIAK IUCTPOPUACUHU
MICEBIOTUNEPTPOPUK IMAKIIAPUHM 3pKak >kuHcuga oynran 310 nadap Gemopna
o0 OopuiraH NPOCHEKTHB Ba PETPOCHEKTUB Ky3aTyBjapra acocjIaHTaHIIup.
PerpocniektuB TaakukoTr rypyxura Pecnybnmuka «OHa Ba 0o0Jla CKPUHHUHTH
THOOMI TeHeTuk Maciaxaru Oymummura 2006-2010 #wnap opanuruia Myposkatr
kwiradn 75 Hadap 6ona kuputwian. [Ipocnexktus TagkukoTtra 3ca 2011 iunmmgan
2017 unrava Gynran gaBpaa Myposkaat Kuirad 235 Hadap 6emopiap KUPUTHIIH.

Pecniyonuka  xXyaymmapu — Oyiimua  ymi0y =~ KacaJUIMK  FO3acHJIaH
MypoxaaTiapHuHr okopu (owmsnapu Kamkamapé (10,6%), Cypxonmapé (10,3%),
®aproHa (9,7%) Ba Xopasm BunosTinapuaa (7,7%) Ky3aTHUIIH.

Omu6 OGopmiran Tankukotiap Hatmwkacuma 3BJIMJ 288 6emopna (93%),
3bBMJ] sca 22 Hadap Oemopma (7%) tamxuciaanau P<0,05. AnamHecTHK
MaBbJIyMOTJIAp TaxXJWil KWiIMHranjga 34 xonataa KapuHIOoNIUIap YpTachaa HUKOX
Ky3aTuinb, Oy 11% xomatHu Tamkuin HTAU. XyIayajiapiaa KapuHIOIUIAp
ypTacugard HUKOXHU TapKalTaHJIMK Japakacura OOFJIMK paBHIa Ouziap
TOMOHMMM3/J]aH Iy Hapca aHMUKJIAHAMKH, Ma3Kyp XOJaTHU Yyupall Japa)kacu
Oyinua sHr rokopu ¢ous Tomxkent, Kamxkamapé, Xopasm Ba Cypxonaapé
BUIOsATIapuAa Kaa »Twan. Kamkamapé Bumostumara OemopiapHuHT 23,5%
alHaH KapUHIOLUIAP YPTACUAATH HUKOXTA TYFPH KEIaau.

bapua Oemopmap KJIMHUK aHAaMHECTHK, TEHEAJIOTHK TaxJinji, KOHHUHT
omoxumussuii  Taxymumm (KOK, AJIT, ACT, JIAI' daommk papaxkacn),
anekTpomMuorpadus, sxokapauorpaduk Tekmupysiap, PaBeH MarpuiiacuHu
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KyJiaraH Xojja (MHTEUIEKT TeCTH), MYIIaK TYKUMACUHHUHI YJbTpa TOBYIILIU
tamxucu Ba 3bJI/BMJ] GeMopiapu Ba yJIapHUHT KApUHIONILIAPUHU MOJEKYISp
TEHETUK TaXJWIM YTKa3WIAU. YOy WIIHUHT MOJEKYJSIp TEHETHK KUCMU
V36exucron Pecry6mukacu CCB KK Ba THTUHMHT Monekymsp THOOMET Ba
Xy)KalpaBuil TEeXHOJOTHsUIap Oynmumuga Oaxapwian. MOJeKyasap TIeHETHK
TekmupyB OeBocuta Ba OmnBocuta JIHK-tamxucnam ycynu €pnammima amanra
OILIMPHIIJIH.

besocuta JIHK-tamxucnam ycynu 3BJI/BMJ] Tamxucnu Oemopnapaa Ba
3b/1/bM/Ira rokopu xaB¢ Oyiran owranapaa YFuI )KAHCTU dhap3aHara XOMUIaaop
aémnapaa auctpous reHuHu 20 Ta XyCycHid NeJIeUsICUHN JEeTEKCUs KIIUI Y IH
ounan oaubd Gopuiau.

bunBocura JJHK Tamxucnam 3ca reH u4M I0KOpU NOauMopd MapkeprapHu
TEeKIIUPUII Wynu OwiaH YTKazuiaau, OyHIa KapUHAOLUIMK MNpoOaHaAM opacuia
MYTaHT T€H TallyBYd reH uHTpoHaapuaan 45 (STR-45), 49(STR-49), Ba S0(STR-
50) rennap ypraHuiau.

HMucceprauustHuHr  «3ypaiin®d  OopyBum  lomen/bekkep mymak
AUCTPO(USICMHUHT KJIMHUK BA MAPAKJIUHUK TaBcupu» 1e0 HOMJIAHTaH YUYUHYA
600uga anamHecTHK, HeBpoJjoruk, mHcTpyMeHntan (OKI, DxoKI, OMI, oék
mymakiapuad YTT) tekmupyB Mabiaymoriapu kenrupuirad. 3bJI/BMJI nm
Oemoprap maxapacu TaxJimJ KuiuHranzaa (284 owia), 11y Hapca aHUKJIAHIUKH,
75,3% (214 ouna) xonatia Kaca/UIMK owiaBui Ky3aTwiau Ba 24,7% (70 owna) de
NOVO MYTALMSICUHUHT Ky3aTUJIMIIN afaOUET MabiyMOTJIapu OMIIaH TacAUKJIAHAIH.
[lynunraek, 6emopiap opacuaa cuoc-srusakiap (Oup Tyxymiun) — 4 ownaaa Kau
stunau: 2ta owmnaga YyTtkazunraH JIHK-mmarnoctuka Hatwkacuga Oup owia
CUOCIIApUHUHT JUCTPODHUH TeHHaa Oup XWJ MyTauusiap coaup OYiraHauru
AHUKJIAH/H.

AKyIIepIuK aHaMHE3W TaxJiwiuaa aHukjIaHaukd, 32,4%  xonatda
XOMUIQAOpAuK aHeMus ¢onuga kedrad, 10,8%ma tokcukos, 10,8% onamap aca
XOMWJIAZAOPJIMK BaKTUIA VPBUuu VTKa3rawiap. XOMWIAJIOPIUK BakKTHUAA
CypyHKalli KaCaJUTUKIAPHUHT 3Yypaiiuiiu, Oemop Oosanmap oHanmapuHUHT 2,7%ma
Kavin Kwimmarad. 3BJI/BM{mun GonamapHM TYFWUIMINM — BakKTHUJA  yJApPHUHT
oHanapuHUHT €mu ypTtava 26,0+0,85 €nrHu TalIkui 3TraH.

Iy napca »>bTHOOPIMKH, KYNTHHA XoJaTiapia Oomamap 24 Ba 34m
xoMuiiagopaukaan (2,2+0,19) éxku 2-3 tyrpyknan (2,15+0,17) TyFuiaranauru Kai
ATUJITaH.

bomanapaa ncuxoMOTOp KYHHKMaJlap MIAKUIAHUIIUHUHT Taxauinu 48,6%
0oJa OOIIMHM Key TyTa Oouuaraniuruiu, 51,3% 06omna 9 oinan KeluH YTUPUITHU
Oouutaranmuruay - kypcatau. llcuxomorop puBoxianum  35,1%  xonatna
3bI/bBM/] kypuHunuiapu HamMo€H OYiAryHura Kamap €mra Teruiuid Mebepiapra
MOC KeJMaaHu.

Texmupum >xapaéauaa 310 Hadap OemMop HMKKUTa HO30JIOTHK TypyXra
axpatwima: 1 rypyxau — 3B/IMJl 6wnan orpuran 288 (93%) GeMop, MKKHHUN
rypyxau 3ca 3bBMJ] Ounan orpuran 22 6emop (7%) Talukuia KUJIiau.

[yaunraex, 3bJI/BMJl Hamoén Oynum xaBdu roKopu OYIraH rypyxiaru
Oomnanap Xxam TeKITUPHIIIH.
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bupunun rypyxaa 3b/IM/I kacammk Kaij STWIral owjaiapiaa Tyruwirad 11
Hadap OonanuHr (3,8%) Xeu KaHmail KIMHUK KYpUHHUILIApPCU3 KOH TapKuOuia
K®K MUKIOpUHUHT OPTUILIM aHUKJIAHTaH.

Wkxunuu rypyxna 3bBMJ] kaiin atunran ounanapia tyruirad 1 vadap 6oina
xaB( rypyxura KUpUIIN aHUKIaHAW, Oy 5% HU TalIKui 3T/IH.

Kacamnuk mnk anomarnapuHunr naigo oymum émm 36/IM]] Ounan orpuran
Oonanmapaa  XapakaT Oy3wiMinM KypuHuinuaa yprada 3,5+1,1 &mma, adipum
xomnapaaruHa 4,5+1,2 €émpa wamoén Oynran. 3BJIMJl  Tamxucu axcapusr
o6emoprnapaa (94,3%) 5-6,5 émpa kyvwiran, Ba ¢akatruaa 11 xomatna (3,8%)
TalIXUC OHOKUMEBHIM Ba MOJIEKYJSP-TEHETHK JMArHOCTHKA YCYJUIapUAaH
doiimananrad Xoi1a MPeKINHUK 00cKuYaa 2 €mia KyWnira.

Muonatuk xapaén orupiurura kypa 3bJIM/[ Oounan orpuran 6emopnap V
KHYUK TypyxJjiapra aXpaTuian: | KHIuK Typyx — KIuHUKarada 0yiaran 6ockud (2
¢mraya) — 11 6oma (3,9%); Il xkuuuk rypyx — KaCaJUIMKHUHT OOILIaHFUY
KYpUHUILIapK Oockuuuaaru (6ojanap cakpailiy Ba IOTYpUIITH MyMKHUH) OeMopiiap
€mm 3-5 €mHu Tamkun Kwigm — 60 xomat (20,8%); III kuumk rypyx —
KOMITeHcalus 0OCKUYuAaru (cakpaid oJMaiy Ba 1Orypa ojJMaiu, opa ojaju Ba
MYCTaKWJI €pllaH Typa ojaau) OonanapHUHT €mm 6-7 €mHu Tamkwin 3tau — 96
xonat (33,3%); IV xkuuuk rypyx —cyokommneHcaius 6ockuuuaaru ( 1opa oyaju,
aMMO epAaH y3u MyCTakui Typa oiMmaiau) Oonaimapuunr €mm 8§-10 ém — 93
o6emop (32,3%); V kuuuk rypyx — JeKOMIeHcalus 0ockuuuaaru (ropa oaManau,
MYCTaKuJI ep/iaH Typa oJIMaiu, MyCTaKWI YTupa oimaiu) oonagapHuHr €mm 11-
19 émau Tamkua kuaau — 28 6emop (9,7%).

3b/IM/IHMHT KIMHUK HaMOEH OYIMIIMHU TaBcu(amaa OEMOpPHUHT €U
OwIaH KacaJUIMK OOCKMYM ypTacuaa TYFpHUIIaH TYFpU OOFJUKIWK MaBXKYIJIUTH
aHUKJIAHIU. XapakaT Oy3WIMIUIApUHUHT HaMOEH Oymumm yprada 3,5+1,1 €mra
TYFPU KeNUIIM Kaiia stwiau. 249 nadap yrun 6onana (86,4%) o€K-KyIITapHUHT
npokcuMan  Oynumiapuaa TCeBAOTUINEPTpodUs aHWKIAHTaH, «KAaHOTCUMOH
Kypak» cumnromu 244 (84,7%) Oonanma kaiinm stunran, 224 (77,7%) Oemop
MUOTIATUK JKapaHHUHT XaTTOKW OomnuiaHFud Oockuwiapuaaék [‘oBepcHUHT
€pramun ycysuiapuaas GhoigaliaHuInTraH.

3bbM/] 6unan orpuran 22 Hadap 0o0saia KaCaJUTMKHUHT KIMHUK MaH3apacu
68,1% xomnatma (15 Ooma) yaHOK-COH MymIakyiapu runorpodwusicu Ba 3audaurmy,
OoJIIUp MylIard TCeBAOTUNIEPTPOdHUIACH, O TUNEPIOPA03H, FOTYPHUI Ba epJaH
KyTapwiIvIIgary KAWMHYWIMKIAp («MUONAT yCyJjulapu») KaOu OenrvIapHUHT
OoluIaHFUy HaMOEH OYIuI OOCKUUIapu OMIaH Xapakrepiaanau. 6 Hadap Oemopaa
KaCAJUIMKHUHT Ke4 OOCKMYM Kalj HTuiau, OyHIa IOKopuaa caHad YTuiraH
Oenrmiapra enka KamMapu MYMIATHHUHT 3au(Iurd Ba THIEPTPODUACH, FOPHII
MANTUIATH KUAMHYWIAK KY AN,

3b/IM/] Ouitan orpuran OoJranapjia KacaJUITMKHUHT KIMHHK Keuni 3bbM /I
Owran orpuran Oojamapra KaparaHga (apkid >kuxarjapra sra Oynmu, Oy
Toudanaru Gonanapaa KympoK XUCMOHUN PHUBOXIIAHUIIAA OPTAA KOJHII (espiu
7 mapra kym; P<0,01), ckener nedopmanuscu (nespau 3 O6apasap kym; P<0,01)
Kaia stwiau. XapakaTianuinHUHT Oy3wnnmu 3bJIMJl 6mnan orpuran  77,7%
Oomana kysarwimu, 0y 3bbM/lnarura kaparanga nesipiau 3 Oapasap xym (21,1%
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ra nucOaran; P<0,01), mycrakun Typa ommaciuk 3BBMJ] Ownan orpuran
Oonanapra HucOatan 3 OapaBap kyn Kaiin stungu (10,5% ra muc6artan 31,1%;
P<0,05). 96,8% 6onana 3B/IM]lna ymypTka, Kykpak Kadacu JOpJao3u Ba
CKOJIMO3M KYPUHUIIUAATU CKeJeT AedopMalusuiapy Ba TOBOH JAedopManusiapu
Kaii sy, ymoy kypcatkud 36/IM/J] na 3,1 GapaBap opTUK OYIAH.

bonaup-kapT OVrumnapuaa KoHTpakTypaHuHTr Mapxymiurd 3bJIMJI Ounan
orupran  84% Oonana kaiin stunran Oynca, 3bbM/Icuna koHTpakTypaHHHT
ky3arwui corn 15,8%mn (P<0,01) Tamkun kunau. [llyanaraek, 36/IM ] 6wnnan
ofpuraH Oojamapaa KYJUIQPHUHT TPOKCHMMAaa MyIIakjapu TUIOTPOPHICH Ba
sanduru Kaia stuan (21,1% ra aucbaran 62,7%; P<0,05).

3bIM/I naru knmuHuk Man3apanuar 3bbM/{nan dapkiu xycycusatu 6omaup,
JeNbTACUMOH Ba AymMO0a MyIIAKIapy MCEBIOTUNEPTPOPHICH MaBKyIJIUTH OYiau
(100%, 21,1% Ba 47,4% uucbdartan 97,5%, 7,3% Ba 26,3% ra MocC paBulIja;
P<0,05).

Myiiak KyduHH TEKIIUPUIT OEMOPHUHT KOPUW KIMHUK CTaTyCHHU OaxoJiall
Ba KEHUHTH NPOrHO3 yuyH, myHuHraek 3bJIM/nu 6emopnapna pusnorepaneBTHK
Ba MEIMKAMEHTO3 KOPPEKLMS CaMapaJOpJIMTUHUM MOHUTOPHMHIJIAI YYyH XaMm
MyxuMm axamusitra sra. 3bJIMJl Ownan orpuran Oonajiapia MyIIaK Ky4YHWHHHT
YMYMHM WAFUHAUCH Ce3WIapiu nact O0ynnu Ba ypraua 3,4+0,2 6anuu, 3bBM/] na
saca 4,5+0,3 6anau (P<0,05) tamkun kungu. 3bJIMJ] Ounan orpuran Oosanapnaa
CkoTt mkanacu Oyimya xapakarT (aoJUIUIM KYpCAaTKMUMHUHT  yMyMHI Oanu
32,840,3 OGanuu, 3bbM/] Ounan ofpuran Oonanapaa sca ymymud Oamn 1,2
Oapasap rokopu OYiau Ba 38,5+0,2 6amuu Tamkwi Kuiaau (P<0,05).

3b/IM/ Ba 3bbMJ] Ouman ofpuran Oonamapga  OMOKUMEBHI
KYpCaTKUWIAPHUHT acociu JucOanaHcu aHukiaHrad, ammo 3BBMJI na ymoOy
mucOoananc kaM udomananaun Ba 3BJAMJ] garm kypcarkuuinapra HucOaTaH
cesunapiu apxmanau (1-xagsan).

1-s;kaaBaJ
36IM/I Ba 3bBM/] Ousian orpurad 6emopJiapaa 3apao6 ¢pepMeHTIapH
(GaoIMrHHUHT KHECUH KYpCcATKUYJIaApHU

Kypcarkuunap 3bAM/ 3bbM/]
KOK, u/l 8325,2+337,0 4208,9+£1267,1%*
JIAT, u/l 1913,5+49,8 1445,2+£205,9*

AcT, MmE/n 210,849,9 165,8+32,7*
AnT,mME/n 298,2+22.5 228,9+33,3*

M30x: * - rypyxiap opacujaaru Mabiaymoriap umouwin (P<0,05)

234 mnadap Oonanunr OKI' kypcaTkuwiapuja Y3rapuiuiap aHUKJIaHH,
myHaad 216 wadap 6omna 3b/IM/] Ba 18 nadap 6omana 3bBM/] Tamxucnanras.
OKImarm maTtojoruk Y3rapunuiapiaH cuHyc aputvuscu 73,5% Oomama Kaiin
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KwnHKO, ynapaan 76% 3BJIM/I Ba 41% 3bbM/I. bemopaapuaunr 56,2% na I'ncc
TyTamMu 4Yan o€KYacMHUHT HOTYIMK Onokagacu (I'TYOHB) kypunummaaru
YTKa3yBUaHJIMKHUHT OY3WIMIIK aHUKJIAHTaH, OyHja ymoy y3rapunuiap 3bbM[J]
na daxkar 31,8% Oonama Ky3aTHITaH.

3bIM/I Gunan orpuran 6onaiapia KOpuHYaIap 3pTa Peroisspu3alMsIIaHUIT
xapaCHUHUHT Oy3ununuiapu 205 6eMopna, Typrra ynanumaa yirapuuwiap (V2,
V3, III, AVF ynanunuiapna T manduii Tuirga) Kaiia stuirad. byngan tamkapu 59
6omana (20,4%) PQ waTepBasMHUHAT KUCKapramimry Ba 58 6emopnaa (20,1%) QT
WHTEPBAJIMHUHT y3alUTaHJINTH aHUKJIaHTaH, Oy IOpaKHUHT HadakaT YTKa3yBYaHIHK
TU3UMHJIA Y3rapuiuiap MaBXKYyMJIWTUIAH, OaJlKd MHOKApAHUHT  KUCKApHIII
byHKIUACHIA XaM Y3rapuill MaBXyUIMTHIAH najgojaT Oepamu. 38 OeMOpHUHT
(10%) OKI'cupa yan kopuH4Ya runepTpoduscu Oenruiiapu aHUKJIAHTaH, MIyHIaH
12,5% oO6emopna 3BJIMJI nma Ba  9%0emopna - 3bbMJlma. Kacammuk
PUBOMIIAHUIIMHUHT Oy OOCKMYMa aHUKJIAHTAH dYall KOpUHYA runepTpodusicu
CKENeT MyIIaKiapyu I[cepaoruneprpodusiiapu OunaH Oupra Kedagurad
MUOKapAHUHT KOMIIEHCATOP MEXaHU3MJIapU HATHUKACU XUCOOJIaHA IH.

[ynnaii kunub, roxopuaa Kaig stuiaran OKIT y3rapunuiapu ropakHUHT
YTKa3yBUaHJIUK  TU3UMHJIATH  V3rapuiuiapiaH, IceBjorurneptpodus  Ba
MUOKapAHUHT  KUCKAapuIl  (GYHKUUSICUHMHT  TAacalMId  Xamjaa DSHJIO0Kap]
(bUOPO3MHUHT PUBOXKIIAHUIIUIAH 1aI0JIaT Oepaiu.

bemopnapna OxoKI' texkmmpyBu VyTkazunranga 67 Oonmama Muokapiaia
KapJIMOMHUOMATUK Yy3rapunuiap Oenrwjiapud KaWa dStwiad, Oy — Oenruniap
3b/IM/lnarura nucobaran 3bbM/lna cekunpok 3ypaitn6 6opau. 3bIMJ{ Ounan
ofpuran 6emopiapaa 25% xomaTaa IpakHUHT Yall KOpUHYA OVIUIMFUAA KyiuMya
xopjanap aHukiaaHau, Oy xopaamap 3bBMJI Ounan orpuran Oemopiapia
Ky3aTHJIMA/]IH.

Mymakiap JeHepBalus 1apa)kacu Ba KapOXATJIAHUII XapaKTEPUHU aHUKJIAIII
yuyH Oemoprnapnaa urHanu OMI yrkasungu. 3BJI/BM]] O6unan orpuran Oapua
Ooemopiapna  OMIma  y3rapunutap — kaing — stwiau  (2-kamBai), Oy
KAPOXATIIAHUIIIHUHT OUpJIaMUn-MyIIIaK XapakTepUHU TacAuKIanau. Xapakar
oupnuknapu noteHimanuHUHT  (XBII) TaBcudu XBII  maBoMudIUrMHUHT
KaMmaiuimm, noteHnuamuiap mnoiudazanmuruaun optumu, XbII aMmmmuTymnacuHuHT
nacaiuiy, GUOPWIANMS TOTCHIUAJUIAPU KYPUHUIITUAATA CIIOHTAH (SIIUPHH)
daomnuk maxynuruan kypcaraau. 3bJIMJIna 3bbBM/lnan dapxkiu paBuiga
Ky  MUKIOpAa (GUOPWISILMSUIADHUHT NacT AaMIUIUTYAQId  MOTeHIMaJIapH
aHUKIaHAu, Oy moTeHUuaap (GyHKIMOHANT KOOWIMATra 3ra OyimaraH MyIlIaK
TOJIAJTAPUHUHT JIEHEPBALUIACH HaTH)KAacHuaa ro3ara KejiraH. Myllak TojladapUuHUHT
HOOyA OynumM HaTWkacuaa mMycOar YTKUp ywid TYJIKUHIAp maiigo Oyiras.
Iuneptpodusira yuparan mymakiapiaa GUOpUISIUIIAp TYPYXU KYpUHHIIMIATUA
MICEBAOMMUONATUK pa3psiiiap 103ara KeJIu.

3bBMJI na  kumumk  cmoHTaH — (daowmk  Ba  GuOpWISIHSIAp
NOTEHUUAUIAPUHUHT YCTYHIIUTH KAl >Tuiaau. MbkoOuit YTKkup yuiau TYIKUHIAp
KaMJlaH KaM aHUKJIaH]IH.
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2-KaaBaJ
Texkmmpuiaran 6osanapaa 31eKTPOMUOrpaGpuK TEKIHPYB HATHAKATAPH

(n=103)
36/IM/1 36bM/]
OMI k¥pcarkudiiapu n=82 n=21

Aoc. % Aoc. %
XBII maBomuitmurunu 25% ravya kamaiuimm - 17 80
XBII maBomuitnurunau 25-50% raua kamaiumm 82 100 4 20
OuOpWISIUS MOTEHIHAIIIIAPU +++ ++
Mycb6at YyTKUp y4iau TYIKUHIIAP +++ +
[Torenumnannapauur nonudasmuru 25% raga 47 57,3 7 33,3
[Torenuumannapaunar nomaudaznuru 25-50% 35 42,6 14 66,6
XBIT ammmurynacuauaT nacaiumm 50% rada 11 13,4 9 42.8

» 0

i{;ﬂ aMIUTMTY1acuHuHT nacaiumm 50% nan 71 86.5 12 57.14
FOxopu ammmuryganu XbI1 8 9,7 14 66,6

VYabsrpaconorpadus ycynu épaamu 3bJI/bM/] 6unan orpuran 47 6emop 0O€K
MYIIAKJIApy TEKIMUPWIAU. Tekumupuiran 6emMopiap rypyxuja MUOTATHsTa XOC
oynran y3rapunuiap 8 €mman 13 €mrava 6ynran 23 6emopaa (49%) anukiiany,
Oy y3rapumuiap OOJIHp, COHHMHT MKKH OOIIUIM MyIIark Ba CEMHUMEMOpPaHO3
MyIIaKIapja SKKOJIPOK udomananay, Oy yJIapHUHT XaXMUHU OpTHUIIU, TUDPy3
Malia TOHAJAO0p dXOTCHIUKHUHT OPTHUINHM Ba CYSIK TYKHMaHWUHT KOPTHKAJd KaBaTH
Ba JMUMHU3NYMHU BU3YAIH3AlMsJIAITHUHT UMKOHU OViIMaciuKaa HaMOEH OYimu
(1-pacm). [TaTonoruk xapaénra kamMm0aJaCUMOH Ba CEMUTCHINHO3 MYIIAKIapHUHT
TOPTWIIMINN Ky3aTwigu. Tekmmumpwirad OeMopiapia axwiul Maimapuaa Xam
y3rapunuiap MaBXyIIUTH KAl STUIAW. by maiimap KOHTYpUHUHT HOAHHKJIWTH,
OXOTCHIMKHUHT  auddy3  XapakTepuja OpPTUIIM, KYHIQJIAHT  KCCHIIIHII
MalJIOHMHUHT KaMauimu Kaia atwian. 11 vadap (23%) émm 5 €mpan 7 €mrayda
Oynran OeMopiiapAa COHHUHI MKKM OOIUIM MyIIard, ceMUMeMOpaHO3 Ba
CEMUTEHIMHO3 MYIIAKJIApJaru y3rapuiuiap cuernuduk xapakrepra sra Oyamanu
(2-pacm).

VY aapHUHT TIPOEKITUSCH A IEPUMHU3USHUHT KaJUHIAINTYBU Ba SXOTE€HIUTUHUHT
OPTHILH, MYIIAK TYKMMaJa yprada OJXOICHJIMKHHMHI MauJa YYOKJIapu Ky3ra
TanulaHad. bonmaup Mymakimapu XaKMUHUHT  OPTHINMA, MYIIAaK TYKAMa
OXOTCHJMTMHUHT  1uddy3 xapakTepaa OpTUIIM Kaia ITwigd.  Mymak
apXUTEKTOHHUKACH Ky3aTuiaMmanau. KambamacuMoH MyIakiap, axwnl HaiTapuHUHT
CTPYTypacH Ba dXOTCHJIUTH Y3rapMajy.

12 émman 15 €émraya 6ynran 6emopiapaa (28%) y3rapuiiap TEKIIUPUITaH
MYIIIAKJIApHUHT Oapya TypyXJapuaa yJIapHUHT 3XOTCHJIUTHHH HOTEKUC OPTHIIH
dbonuaa y3rapunuiap Kaiga >Tuiaan. Myiak TYKMMa S1TUMU3HUSCH Ba EPUMU3HSICH
AXOrCHJIMTMHUHT OPTUIIM Ba KaJIMHIAIIYBU (OHUZA YHUHT apXUTEKTOHUKACU
Ky3aTHJIMA/]IH.
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1-pacm. 8 émnan 13 émraya /romenH 2-pacMm. 5 émgan 7 émrava /{iomenH mymak
MYWIAK AUcTpodusicu OUJIaH OFPUTraH auctpodusicu Ou1aH orpuran 6emopaa
0eMOpaa NKKHM 0OLIM MYIIAKHUHT HKKH 0OLLIA MYIHAKHUHT YJIbTPATOBYII
yJAbTPATOBYII TACBMPH. TaCBHPH.

VTKkasunran —TaxmMn  CTPYKTypaBHii Oy3mommuiap HQOJANAHWIIE  Ba
OeMOpHHHT €M YpTacuaa KOPpEeIsITUB OOFIMKIMKIAPHUHT ypTadya JapakacuHH
anukad o6epau (R=0,32; p<0,05). Kacamuk oFUpJIUruHA KJIMHUK OaxoJail OuiaH
MYIIAK TYKUMAaJard TNaTOJIOTHK Y3rapululapHUHT HUQOJATaHUIIN YpTacuia
MyTaHocuoOnuk Kaia stuan (R=-0,55; p<0,67). Koppenatus taxymi yTKa3umaa
MyMIaKJIapAard CTPYKTypaBUW  Y3rapuiuiapHUHT U(OJaNaHUIIM, KacaJlIHK
JTABOMUMINTUA Ba MYIIAK Ky4d ypTacuja Kywid y3apo OOFIMKIUK MaBXKYIJIUTH
anukmanau (moc pasumaa R=0,62; p<0,01; R=0,73; p<0,01). YOy mganwi mymiaxk
TYKMMaJa y3rapuiiap MaBXyJIUTMHA OWJIBOCUTA TaBCU(MIOBYM MyailsTH ME30H
O0ynmu6 xu3mar Kwiimu MyMkuH. Juddy3 tabuarnu romoreH, maiga ITOHAIAOP
yarapumap xoc  Oymmu. Mymak  TykuMaHuHr auddy3  xapakrtepaaru
HXOTCHJIMTUHUA OPTUILN KA1 STUIIIN.

Mynnait kunu6, 3bJI/bBMlna nuddys, maitaa noHag0p THIEPIKOTEHIUK XOC
OynraH, MymIaK TYKUMa AapXUTEKTOHUKACH WYKOJIaIUraH, CysSK TYKUMaHUHT
KOPTHKaJ KaBaTH Ba MyIIak Qacuusiapu ypracuaa (apkiaHuin OyaMaiauran
MyIIaK AUCTPO(UsIIApH yABTPATOBYII TEKIIMPYBIAPUIA, XaTTOKH KAaCAUTMKHUHT
apTa OOCKUUIapUIa XaM SIXIIM aHUKJIaHAIH.

HMucceprauussHUHr  «3ypaiim® OopyBum /lromen/bexkkep mymak
aucTpodusicn OMJIaH OFPUTaH 00J1AJTAPHUHT UHTE/UIEKTYAJ PHBOKIAHUIIN)
ne6 HomulaHTaH TYpTuHuu O000uma 60o6mna 3b/IM]] Owman orpuran 166 Hadap
6ona Ba 3BBMJI kaiing stunran 15 Oonaga WHTEIJIEKTyaldl PHUBOXJIAHULIHU
Oaxonam yuyyH PaBeH MarpuiiaciHu (MHTEJUICKT TECTH) KYJUIad SKCIIePUMEHTA-
NCUXOJIOTHK TecThnap Yyrkaswiau. Hazopar rypyxunu — Xyaad 1y €mijard
HEBPOJIOTUK MAaTOJIOTUSJIAPUCU3 COFJIOM OoJiajap TalKuil 3TAu. Tommmpukiap
Typu Oyitmda ypraua Oaxomam kypcatkuwiapu  3BJIMJl Owman orpuran
6onanapna 3bBBMJI kaiin stunran Oonamapra HucOaTaH aH4ya macT OYiaw,
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3bbM/lna kypcaTkuwiap Ha3opaT TypyXH KypCcaTKH4YJIapHIaH HWUIOHYIH
dapkiaHMaau, OJUHTaH HaTwkanap 3-pacMaa Kypcartwirad. Juarpammasnan
kypuHu6O Typranugex, 3bJAMJI 6unan orpuran 6onanapna C, D, E cepusinapna
Yypraya Gaxojam KypcaTKA4WIapyd HA30paT T'ypyxu KypcaTKU4JIapuliaH ce3usiapiu
dapkianan (Moc paBumga 8,1+0,68, 7,2+0,58, 3,3+0,78ra nucbaran 4,2+0,14,
3,3+2,3, 1,4+1,1; P<0,05).

40 35,8
M H3-Hasopart rypyxu (n=40)
30 m 364M/ (n=166)
S 22,
g m 366M/, (n=15)
B 20
10, 2
||I| [Ill H [I
o L L l =] |- .
YmMmymui E
6ann

3-pacm. PaBeH TecTu HaTH:KaIapu 0Yiinua 9 éuyian karTa 6oJiajapaa
3bM/IHMHT KIAMHUK MAKAUra 0orauK pasuiaa 1Q napaxacu (p<0,05).

Vrkazuiran TangkuKoT HaTwkacuaa 3bJIMJl Ouman orpuran Oonanapja
IOKOpU Ba YpTadajaH OKOPU HHTEIUICKT aapaxkacu Kaiia stunmMaiiau, 3bbMJ]
6uman orpuran Gonanapaa sca 31,6%pa Kaifn stwimn. Yprada aapaxa 52,6%
6omaga ky3zatwinu (P<0,01), yprawaman mact kypcarkuwiap 3bBBMJI Oumnan
orpuran 15,8% 06omnana kaiin stuau (P<0,01). PaBen Tectunu Kynnami sxkapaéuuja
OJIMHTaH HaTWXaiap Oyinya HoBepOan WHTEIUIEKTHUHT TACT Japakajna
SKAHJIMTUJIAH XYJIOCa KWIMII MYMKHH, Oy €HTWJI Japaxkaiarv akiu 3au(iukra
TVrpu kenaau Ba y 3bJIM]J] 6unan orpuran OonamapHuHr 6,6% wuaa Ky3aTWIIH,
3bBbM]] 6unan orpuran 0oJiajiapfila MHTEIUICKTHUHT Oy Japa)acu Kaij dTUIMaIU.
Typnu napaxkajgaru akjivii HOPACOJUK (MHTENJIEKTyal EeTUIIMOBYMJIMKHUHT
Oonutanumuaan akiau 3auduukraya) 3b/IM]] 6unan orpuran 71 (43%) Oemopaa
puBOJaHraH. TankukoT HaTwxkaitapu 3bMJI Ounan orpuran Oonayiapja akjaui
PUBOKJIAHUIII BA UHTEJUIEKTyall E€TUIIMOBUYMJIMKHU MEIUKAMEHTO3 Ba MEJaroruk
KOppEKIUSIAl MaKcaauaa MHTEIUIEKTyal PUBOXKIAHUII JapaskaJlapUHA aHUKJIAII
V4yH TeCTiap YTKa3WIll 3apypiiurd Xakujard anaduériap/a KeJITUPUITaH
MabJIyMOTJIAPHU TaCAUKJIANIH.

JuccepranusaHuHr «MoJ1eKkyJIsip-reHeTHK TeKIIUPYBJIAp KYPCaTKUYJIapu
Ba YyJapHuUHr 3ypaiiué OopyBum J[lromenn/bekkep mymak gucrpodus-
JJADMHMHT KJIMHUK KeYMIIura TabCcHpH» 1e0 HomIaHraH OemuHuM OoOwua
mynbTueke I13P-guarnoctuka, OunBocuta JIHK-mmarnocruka, auctpodun
Ir€HUHU CEKBEHHUpIall ycyiuiapura 6axo oepuiran, myHunaraexk 3b/1/bMJI 6unan
Oosiasiap Tyruiauiyd xaBhu IOKOpU OViaraH owsanapjaa YTKa3uwiraH IpeHaTal
MOJIEKYJISIP-TEHETUK JUArHOCTUKA HATHKaJIapy KEITHUPUIITAH.

besocura JIHK-nuarnoctuka 86 ownamgan 3BJI/BMJI Ounan tyrunran 99
oonana, Hiomenn 3bMJ] Ounan orpuran 92 (92,9%) 6emopna, bexkep 3bM/I
owran orpuran 7 (7,1%) 6emopna yrkazwinu. Taxymun auctpoduH reHUHUHT 20
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AK30HJIApH OYyinda YTKa3uiaau — MPoOMOTOp coxa, 3, 4, 6, 8, 13, 17, 19, 32, 42, 43,
44, 45,47, 48, 50, 51, 52, 53, 60 >x30H7ap.

Monekynsap auarHoctuka Hatwxkantapu OVitmya 32 ownagan (37,2%) 35
oemopaa (35,4%) nenenusiiap aHukjIaHManau, 54 ounanan (62,8%) 64 G6emopnaa
(64,6%) nucTpo@UH TEHUHUHT TYpAW Y3YHJIMKIArd OUp HK30HIAH  TYKKH3
HK30Hraya y3yHJIMKIAru aeneuusiapu anukiaanau: 70,4% ounanapaa 4y3uiiran
nenenysiap (44 6emMop) aHUKIaHaHM, OUp SK30H Jenenusicu 29,6% ownanapaa (20
O6eMop) Ky3aTWiaau. ACOCHH JeJelMOH CHEKTP IUCTPO(UH TEHHHUHT JUCTal
kucemuga — 3°-yunga (40-60 3x30HIap ACTSIUsIIapH) JKOMITAMNTaHIUTA aHUKJIAH]IH,
Oy 78,1% uu (42 owmna, 50 6emop) Tamkwi 3Tau. ['eHeanoruk cypoB HaTHwXaIapu
Oyiinuya 5 Ta owja OTa-OHAIAPW SIKWH KAapUHAONI SKAHJIWTH aHWKJIaHAH, Oy
TEKIIUPWITaH OWIAIAPHUHI YMyMUHW COHUHHHT 6,2% HU TalmKWil 3TOH,
nenenusiiap sSIKUH Kapunaouwiap ypracugaru 4rta Hukoxjaa (80%) aHuMKIaHIU.
Moc paBuimga OeroHamap ypracuaaru HukoxJjap 93,8% uu (76 ouna) Taumrkui
Kwd, aenernusiap 59,2% xonatma (45 ounna) anukiaanau (4-pacm). Kapunponuiap
ypTracuna Ty3uWiraH HUKOXJIM 4 Ta OwWlaJa aHWKJIaHTaH  JUCTPOGUH T'eHU
MyTanusuiapu  Oup 3k30HHUHT 3°-yuu ( 48, 50 Ba 53 sKk30HIAp Jenenusiapu)
JUCTa coXacujaru nenenusiiap OuilaH xapakTepiiaHau, OyHaa 3 Ta owiana
JromeHH mymiak auctpodusicu yuly aBiojaa OUpUHIN MapTa aHUKJIaH]IH.

it

KAPHHTOLLTAP HHKOXH

KAPHHTOI 6§ IMAT ARTIAD 31
HHKOXH 45

W xeeInia AHHKIAHMAT AH O memernia AHHIKIAHT AH

4-pacm. 3BJI/BM/I kaiix 3THiIran onJiajapaa KApUHAOILIHK ACOCHIArd HUKOXJ1ap COHM

de novo MyTtanusnapu TaAKUKOTIAPUMH3AA JTUCTPOPUH TEHUHUHT «KAHHOK
HyKTajlapu OViinab» owmnaaa ymolOy KacaluIMK OWlaH KacajUIaHWII XoJaTiiapu
aHUKJIAHUIIUTa HUcOaTaH Aespiu 2 OapaBap kaM Kyszatwiau ( 67,4%ra HucObaTtan
32,6%). Tacomuduii (cropaauk) XoyaTiap Ba OWJIABUH INaK/UIapia aKcapusT
xojarnapaa auctpodud reHuHuHr — 3'-yun (40-60 sk30HIAp) aUCTal KUCMHIA
nenenusiap KYmnpoK Ky3aTUiau, aespid 3,6 Mapta Kyn AUCTpopuH TeHUHUHT 5 -
yar (3-19 23K30HIap) TpPOKCHMAN JICNCIUUIapH Ky3aTHJIMII YacTOTajlapura
HucoOaraH (5-pacm).

Jenenmsutap Taxwinaa acocaH AUCTPOGUH TEHWHHWHT JHUCTAl KUCMU
JeNenysuIlapyu  aHuKJIaHau, Oy owujanapja aHWKJIaHTaH Oapya MyTalusuIapHUHT
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79,6% nuu tamkwia 3tau: 50-3k30H — 24 xoimarna, S1-5x30H — 22 xomarga, 52-
9K30H —16 xomaTna, 48- 5x30H — 17 xomaTna, 53- 3x30H — 11 xomatna; 32- 3K30H —
1; 42-5x30H — 1; mnpomoTop coxa Ba 60-3K30H Jenerusiapu aHUKJIaHMaIu.
[Tpokcuman myTanusiiapaa kynpok 19- sk3on ( 7 xonartna), 6- (7 xonataa), 4- (B 6
xoyatna) Ba 17-, 13-, 8- sk30HIap TeHT MHUKIOpJa (MOC paBHIIa 5 XojaTaa)
AHMKJIAH]IH.

3BM/IHuHr KIMHUK —[makidra  kypa 6eBocuta [I3P  maTmxamapu
takkocimadranga 3bJ/IMJ[ Ounan orpuran 92 Oomaman 32 wadapuaa (34,8%),
3bBMJ] Ounan ofpuran 7 Oonaman 3 Hadapuaa (42,9%) neneuusuiap
aHuKJIaHMaau. 86 omnanan 94,2% xonatna (81 ouna) 3BJAMI, 5,8% xomatna (5
omna) 3bbMJI anmkmanau.  3BJIMJ] kaiig osTwiaran 29 ounama aenenus
aHuKyanMaau, 0y 35,8% uu Tamkwi >tau, 3bBM/J] kaiin sTwiran 5 ounagaH —
60% (3 oma).

86 omna
99 6emop
de novo myrauusiapu iL KacaaaukHUHT
28 onna (32,6%0) I'eHeasioruk raxaun OMJIABHH
L] X0J1aT/IaDH
) s
e o
> Meneuusaap anukiaanran S
S 54 ouna (64 6emop) %

\/ 1T Vi

de novo myrauusiapn KacannukHHHT OMJIaBHIl X0J1aT/IapH

— 19 cembu (35,2%) — 35 cemeii ((64,8%)
, , S’yum — 3 yum —
S’yum - 3yun — 6 ona 29 ouaa
5 onaa (26,3%) 14 ouna (73,7%) (17 1%) (82 9%)

5-pacMm. de novo MyTanusiJIapd Ba OWJIABHIH KACAJJIMK X0JIATIAPUHUHT JUCTPOGUH
TeHMHHUHT «KaifHOK HyKTaJIapu 0yili1a0» HucdaTu

3bJI/bM]] 6unan orpuran 6emopiapaa acocuil Aesnenusi CueKTpu TucTpopuH
TEHUHUHT JUCTaJ KUCMUA KOWJIAITaHINTU aHuKIanau, 0y 71,8%nu (46 6emop;
41 ouna) mpoxcumai kucmaa — 21,8% uu (14 6emop; 11 ousna) Tarmkun KUIau.

de novo myranusmapuau anuktam xaMm 3bJ[/BM/JIHuHT KITMHUK Makiiapura
kypa ¢dapkmangu, 3bJIMJl na owmmaBmii xonatmap 32,6% Oemopma (30 nHadap
o6emop) kaiin stunran Oynca, 3bBM/lna sca Oy xomatiap 2,6 GapaBap KYNpoK
Ky3atwiau Ba 85,7% (6 6emop) tamkun 3tau. 3bJIMJ 6unan orpuran 6emopiiap
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ounanapunaa de novo MyTauusUIapuHUHT Ky3atwiuim coHu 3BBMJI Ouman
TaKKOCJIaHTaH/a fespiau 3 6apobap YCTYyHIIUK Kal STHIIN.

Knuauk cumnromiiap Ba AUCTPOGUH TeHU ACTCUUSJIAPUHUHT KOMIAIIyBU
Yypracuna OOFIMKIMK MAaBXYMJIUTKM aHUKIaHaud. [Ipokcuman nenenusiapnaa
Xapakar Oy3WIMIIJIApUHUHT, XyCycaH Tu33a Ba Oonaup-kabT OVFuHIapu
KOHTPaKTypaJapuHUHT 3pTa KYIIUIUIIN KaOu Oy3WIMIUIApHUHT M(OJaTaHUIIN
OwnaH HaMO€H OYyiuin MyJanaTiapu ypracuaa TYFpUAaH TYFPU OOFIUKIUK
MaBXYJIATH Kai dTuan. KiimHuK HaMoE€H OVIMIHUAT MyTalUsUTApUHUHT KO
gukuiy (de novo Ba ouaBUi XoJaTiap) Ba JAeNICHUsIIAp TaBOMITUIUTHATA OOFIIHK
paBuIa ypracuaa OOFTUKINK aHUKITaHMAJIH.

Huctpopun renmauHr 45-(STR-45), 49-(STR - 49), 50- (STR-50)
WHCTPOHJIApHU/Ia KOUJIAIITAaH TeH WY FOKOPU MOJUMOpP( MapKepjapHH KyjuraraH
xoJsiga ounBocuta JIHK-nuarnoctuka 3bJI/bM/] ra moitmmiuk 6ynran 21 ounanax
61 aén kapunpommapaa yrkazwian. 21 ownaman 33,3% na (7 omna) OeBocuTa
JHK-ramxucor yTkazwiranaa AUCTPOPUH TEHHIA Jelelusuiap aHUKIaHMAa[H,
14,3% na (3 owna) - 5’-yuuna neneumsuiap Kaia stuad, 52,4% na (11 omna) —
neneuusiap 3-yunaa anukianan. DMD renu sk3onnapu peneuustiapuauHr STR-
45, STR-49 Ba STR-50 nokycnapu OwiiaH OMPUKUIIMHN TaxJIMJI KUJIWHIW, KaMy
nenenusuiapcu3  xpomocomanap Ba STR remusurora aenenusicu Kaiij STUITaH
o6emopiapuuar 43 xpomocomacu Tekmupwigu. STR-45 OVitmya aénmapHUHT
TETEPO3UTOTAIMK  JApKACHHUHT  SKKOJ ~ TEHIACHIWSACH  aHUKTAHIA. X
XpoMOocoMaJlap  JCNCHMsUIApUHUHT  Ky3aTWJIMaraH aémmapra HucOataH X
xpomocoManap aeneuusiap mapxyn aémiapaa STR-45 X xpoMmocomanapaaru
reTEepPO3UrOTAIMK Japaxacu aeienusyiap Mapxyn Oynranga 23,1%HuM Tanikui
ATIM, Aenenusiaap MaBxyuruaa 41,9 Tamkuin Kuiau (X2=2,5; P=0,1; OR=24;
95% CI 0,8028- 7,175). Jenemusnun Ba aenenuscu3 X xpomocomanapaa STR-49
JOKyC OyinYa TeTepO3UTrOTANWIMK WHACKCUAaru ¢apK ce3wrapiaud Oyiau, Ba
34,9% xamma 11,5%Hu Tamkuna 3Tau, Moc paBuiga (Y °=4.6; P=0,03; OR=4,1;
95% CI 1,058- 15,9). I'erepozuroranapauar DMD renu maBxyJ 9K30HIapUHUHT
STR-49 nokyc 6Oyiinua Oupukumu 4,1 OapaBap rokopu Oynau, Oy Aenenusiap
MaBXy1 OynMaraH ymioy JIOKYC TeTepo3urotajapura HucOaTaH ce3miapiau IKOpH
oynau. X xpoMocomaiiapa aenenusiiap MaBxkya Ba Mapxyn Oymmaran STR-50
mommMopd JTOKYCHHHHT dactotack Moc pasumraa (x°=0,6; P=0,4; OR=1,7; 95%
Cl 0,464-5987) tamkun otad. byHaa TakkocinaHaérraH rypyxjapaa X
XpoMocoMaliap yactoracuaaru ¢apk acociu 0ynamanu (3-Kaasan).

3-KaaBaJl
bemopaap rypyxiaapuaa DMD renu 3x30H/1apu aenenusiiiapu Ba STR
TAKCHMJIAHUII COHU

STR oyitnua xamu

STR 45 STR 49 STR50 Kamu
HH(POPMATHB HATHKAJIAP

Heneumsinapcus X

0 0 0
XpoMmocomaiap 6(23,1%) | 3(11,5%) | 4(154%) | 26 xpom

Henenumsim X

18 (41,9%) | 15(34,9%) | 10 (23,2%) | 43 xpom
XpoMocoMaiap
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Kagsangan kypuHUO TypuOIUKH, MPOKCHUMAN MyTalusUIMiIapra HucOaTaH
JIUCTA MYTallMsUIM  XpOMOCOMaJiap/ia TeTepO3UroTa XOJIaTh J1apa)kacu OPTHUILIU
TCHJACHIUICH MaBXYIJIUTU aHUKJIaHIU (X2=1,8; p=0,2). Tekmmpuiaran 12 nadap
OpoKcHMana MyTanus TamyBun aénman 7 tacuaa (58,3%) STR 45 oOViinua
rereposurotasii Ba 5 Tacuma (41,2%) romMo3uroTali T€HOTHII aHUKJIAHJIH.
Mynetunamien STR-45 STR-49 Ba STR-50 noKyclIapHMHT TeTepO3UroTaIMIIMIU
OpOKCUMal Ba JUCTal Jelelusuid AUCTpOUH TEeHU Kalj dTWiran aémiap
rypyxjapuaa mMoc pasumiga 22,7/% Ba 77,3% uHu Tamkua xkwinu. Juctpodun
rean STR-45 nunykneotun (CA)ys TaKpOpPJIaHUIIMHUHT TETEPO3UTOTATHIUTH,
SbHU WH()OPMATUBIUK NapakKaCHHHW aHWUKIAMI y49yH 44 Ta COFJIOM KapWHJIOII
Oyamaran X-xpomocomanap TEKIIUPUIIN. Yoy MapKep
TeTEPO3UTOTATMIUTHHUHT Ky3atwmm corn — 59,1% wm (0,59, 26/44) tamkwn
ko (4-xamBan).

4-xanBaj
STR-45(CA),5 reneruxk mapkepuunr PXB 0yiinua renorumiap
TAKCHUMJIAHUITMHUHT KYyTHJIAIUTaH Ba Ky3aTWIAAUTaH TEeKINPHUILIAP COHM

['enotunap conu
I'enotunnap |  Kysatwnaguran Kyrunanuran e P
Hobs Hexp
-/- 0,41 0,5 0,34
-[+ 0,59 0,42 1,6
+/+ 0,00 0,09 1,92
Kamu 1,0 1,0 3,9 0,049
STR-45 OJIUMOPPU3MH reTepO3UroTa TE€HOTUIIN Y4yH

rerepo3urotaapHiHr (Hons) Ky3aTHiaauraH COHMHU Xapau-BaiHOepr KOHyHH
Oyinya XxucoOnad YMKAPMIAJWIaH COHM KyTWnaguraH He, coHura HucOaran
cesntapiu okopu Oyimmu anukiaanau ( 0,42% wucodaran 0,59 % Moc paBuiia,
X2=3,9; p=0,049). F pakThK reTepo3uroTaIMKHUHT Ha3apui reTepO3UTOTaTHKIaH
orumt kodpdunmentn +0.4 HU TAIIKHIIT KAJITH.

Mynaait kumnbd, STR-45 (CA)yg yuyn D xypcartkuy mwxobuit 6ynau Ba >0na
xounaman. Hgps kuiimatu 0,6 xypcatkuura skud O0ynau, Oy 3b/I/BMJI GYitnua
IOKOpU XaB() owIiajapua TeTepo3urora TallyBYaHIWKHU Ba mpenaran JIHK-
JTUATHOCTUKAHYU aHUKJIAII YYyH YIIOY MUKPOCATEIUTUT MOTUMOPPUIMHHUHT IOKOPU
napaxagarad HHGOPMATHUBIIMTHIaH JaI0JIaT Oepau.

Muxkpocatemut noaumopd takpopianumap (CA)y, Ba (AC)s nuctpodun
reHMHUHr Moc paBumga 49 Ba 50 wuwHTpoHmapuma koWnamraH. by
nosmMopu3miIap, MeHaen KOHYHJIapu Oyiinda wWpcUNNaHAUTaH  MyaulsH
mukaopaaru - CA Ttakpopianunuiapra sra (24 Ba 16 moc paBumga). STR-49
(CA)2s mnomumopduszmu  STR-50 (AC);g ra Oupukumn Oyiinua  Kydiau
HOMYTAHOCUOJNMKAA OYIWIIM aHUKIAHIHU, JAEMAK MHUKPOCATEIUTUT MOIUMOpdu3m
STR-45 (CA),g Ounan XxaMm XyAau Iy XoJiar Ky3aTuiaau, Oy ymoy MapKepiapHH
doimanuaurual - Kypcaraad, BaxoJlaHKM Oy MapkepiapiaH Xap Kalcucu
uH(popMaTUB XUCOOJIaHAIN.
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By momumopdusMiIapHUHT TeTepO3UTOTaINK AapakKacuHU aHuWKjamaa 44 ta
KapuHaom OynMaraH X- XpoMmocoMa Tekmupwian. HWkkama xonaraa xam
reTepO3UTrOTAIAPHUHT XMCOO-KUTOO KuIMHraH (aktuk yactotacu 45,5% (0,45;
10/22) wm rtamkua Kwigd. OnMHraH — HaTIOKajgap — acocHaa  HaszapHii
TeTEPO3UTOTAINK, SIBPHU MYJbTHAIICT TH3UMIIAp MHOOPMATUBIMIU JapakaCuHU
aHUKIam Oyinya YTKa3wiraH XucoO0-KUTOO OW3HUHI TaHJOBHMM3/A, Xapau-
BaitnGepr tenrnamacu Oyiimda - 0,35 tara tyrpu kenau. KypuHu® Typubauku,
WKKajga monuMopdumMiIap yYyH TETPO3UTOTAJIAPHUHT Ha3apuil  MHKIOPHU
CTATUCTUK JKMXATHaH  JaIWIMA  HATWKajlapra HUCOAaTaH Ce3WIMalIuraH
napaxana macavrad (0,35 Ba 0,45, mMoc paBumiza, x2=1,9; p=0,2). Hanwmii
TeTEPO3UTOTATUKHUHT Ha3apuil TETEPO3UTOTAIMKAAH HHUCOWN OFWIU FHKOOWI
oynau Ba D=+0,3HM Tamku1 KAIIH.

STR-49(CA)s, Ba STR-50 (AC);g  MyJIbTHAIEH JIOKyCIap
reTePO3UTOTATMIINTUHUAT ~ HUCOATaH IOKOPHM OSMaciWIura KapamaciaaH, Oy
MapkepJiap rokopu xaB(d omnamapuna JromeH/bekkep MUOTIATUSITAPUHY TIPEHATAIT
JAHK-TtamxucotuHn  yTKa3uill  Ba  TallyBYAHJIMKHM  aHUKJIAIAA  KyJau
xucoOyanaau. Yoy JOKYCIapHUHT JKaMH Ha3apvil TeTepPO3UTOTATMIUTHHUHT
xucobsanran uaaekcu 0,71 HM Tamkui STAU. by TekmmpuiraH TaHJIaHMagaru
aémmapauar  71%m  OmnBocuta JIHK-muarHoctuka ydyH yurta noauaMopd
MapKepJjiapAaH Outracu OyiMYa MabJIyMOTra STaJIMTMHM aHTJIaTaau. AMMO ydTa
MYJBTHAIIET TONMMMOpPd Mapkepiap Ouprajvkaa TeKIHUpWiITaHaa, aéiiap
ypTacuaa TreTepo3WroTa TAllyBYAHJIWTMHUA aHUKIAm camapagopiurua 83,3%Hu
TAllKWJ ~ KWIad, OyHJAa TEeTepO3UTOTAIADHUHT yMYMHHA KyTWiIaéTraH Ba
Ky3aTWJIaéTraH COHJIapu YypTacuaa (apK  CTaTHCTHK JKHXATOaH Ce3WJIapiiv
oynmanu.

Mynmat kw6, STR-45, STR-49 Ba STR-50 mommmopd moxyciapu
TeTEepPO3UroTa XOJIATH Ba TYpPJIM ACICIIMOH MYTalusaap TallyBYaHJIWTH YpTacuja
WKOOUN KOppeNaTHB anoka MaBxkynnuru aHukiangu. STR-45 (CA),g  HMHT
reTepo3uroTa reHoTunn Y3oekucronaa 35J/BMJI Guiian oFpuran GeMOpIapHHHT
aén  KapuHIONUIApUJA  INMMKACTIIAHTaH  JUCTPOHMH TEHH  TIeTepO3UroTa
TalTyBYaHJIUTHHN aHUKJIAIIIa FOKOPH MabIyMOTIMIIMKTA 3Ta.

besocuta Ba OwnBocura [JIHK-tamxucoru nHatmwkamapum Oyiinua Te3-Te3
Ky3aTHJIaJUTaH JeJenusiap MaBxya OyiIMaraHga MyTaluusulapHUu —KUTUPHII
TUCTPO(HUH TeHUHU CEKBEHUPJIAI YCYJIH/Ia aMalira OITUPYIIAIITNA MyMKHH.

TagkukoT xapaéHuaa nuctpodud rennHu cexkBeHupiam 3b/I/BM]] ounan
ofpurat 2 6emopaa yrkaswiau. 3bJ1/bBMJI kinHuK cuMnTomiiapu Ba OMOKUMEBUN
4yeTra OFWIUIAp MAaBXYyIJIUTH, IIyHHHTAeKk OMI TekmmpyBiaap HaTHXalmapu
Oyiinua OWpIaMYM-MyIIaK I[MAKACTIAHWUIJIAPH MAaBXYIJIUTH CEKBEHUPJIAITHU
YTKa3uauImra Kypcatma OYJiau.

JluctpobH T€HWHHM CEKBEHHUpJIAII HATIKAacuaa OMPHHYM XOJIaTAa HIIrapu
0acH ATWITaH MyTalus- TUCTPOPUH TeHUJa TEMU3UTOoTa XoJjaTuaa 3-7 SK30HIap
OYTUTAKAIMSICH  aHuKjaHran, Oy wmytamus 3BbJ/IMJ] kacannmuruHWHT  KIMHUK
IaKJIura X0oC OYNraH «caHall paMKAacHHI» CHJDKHUIIHATA oiu0 Kenmaaw. VKkuHUM
XoJlaTAa AUCTPO(OUH TEHHHUHT TeMU3UTOTA XOJaTAaru wirapu 0a€H STUIMara Ba
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JOHOpJIAp ydacTKajdapuja CIUIAUCHHT CaWTIIApUHU AIMAIIHUAIIUTA  OJUO
kenaaurad C.4518+2T>A myranusicu aHUKJIaHTaH.

Mynaait Kuand, TUCTpOGUH TEHUHU CEKBEHUpJIANl KACAJUIMKHUHT KIMHHK-
nabopatop Oenrmiapu Ba OeBocuta Xamjaa OwmiBocuta JIHK-muarHocTUKacUMHUHT
xamMmaoon ycyiiapuaaH (odganaHuil skapa€Huia OJMHTAaH canOuil HaTHXalap
3b/I/BMIa1 TacIMKIOBYM JUArHOCTUK yCyJ xucoOmaHaau. Pecny6smka «OHa Ba
0oJla CKpUHHMHTH» MapKasuja YOy Kaca/ulMK Oyiuda roKopu XaBd OYiaraH
oujlaNapAa JpKaK KUHCIM XOMHJanapra xommwiagop Oynran 7 Hadap aénnma
3bJI/BMJ] HuUHT TpeHaTan HWHBa3WB JuarHocTukacu Yyrkazwinu. Llynman 2
xonatna xomuna 6umomarepuanu kevinnru JJHK TexmmpyBu ydyH aMHUOLIEHTE3
yCyJIMJa OJIMHAM Ba 5 X0JlaTAa KOPJIOLEHTE3 YTKa3HIIIH.

JHK-muarsoctuka HaTwkamapu Oyiimua 3 Ta Xonatma (42,8%) xomunana
aucTpouH reHuaa 0oJjia TYFWITaHJAaH KEWWH KacajUIMK KIMHUK pean3alusicu
IOKOpY  XaB(ra sra Jeieuusuiap aHUKJIaHrad, Oy oujanapra THOOMH-TEHETHK
KypcatMaiap Oyiinya XOMWIAIOPJAMKHU TYXTaTWIl TaBcus dTwiradH. Kousran
oujanapAa  XOMWiaja JAMCTPOPUH TEeHM  MyTauusjapu  aHUKJIaHMaJH,
XOMUJIAIOPJIUK JaBOM OSTTUPWIAM Ba KeWMHYQIUK JUCTpOoUH TeHUIa
MyTalusaap MaBXyJ 5MACIUTMHU TacAMKJIAll Makcaauja Oonanapja MOCTHaTal
TEKLIUPYBIAP YTKAZUIIN.

Mynnait k6, 3BJI/BM]] Oyitnua rokopu XaBd TypyxXura KHPYBYHU
owjajapja IepuHaTal JMarHoCTHKa YTKa3WaumM Oy KacaluluK Owuiad
OoJaapHUHT TYFWJIMILIMHM OJIIMHU OJIMII Ba YOy Kacauuk Oyiimya Oonanap
ypTacuaa HOTMPOHIMKHNA KaMAaWTHPHII MMKOHMHH Oepajy. Y30eKHCTOH aXOIHcH
Vpracuna 3bJI/bBM]] Ounan ofpuran GeMOpJIapHUHT KIMHUK-MOJEKYJISP-TEHETUK
XYCYCUSTIAPUHUHT TaxXJWJ HaTWKajlapu acocuaa ymly KacalsIMKHH — 3pTa
OockuwiIapaa Tamxuciam UMKOHMHU OepyBun JI/BM/IHu Tamxucnam aaropuTMu
un1ad duKuiIan (6-pacm).

bonmanapga [romen 3BM/IHu Tamxucnam — anrOpUTMUHUHT — KYJUIAII
camMapaJopJMrd  Me30HJapura MyBOQHUK  acocHMil  TypyxJa  TalIXHciall
mynaaatiapuHuHr 2,8 6apaBap kuckapuiu Ky3atwinu (P<0,05), acocwii rypyxna
TalIXUCIANl Y4yH KeTraH KyHjapHUHT yprtadya coHu 10,6+0,39 kynHuM Tamkuin
Kuiran Oyica, Takkocjall Trypyxuja Tamxuciam myaaata ypraya 29,3+0,88
KyHHH TalKui 3TAu. Maskyp Tamxuciam anroputmu Pecnydnuka «Ona Ba 60ma
CKpUHUHTU» Mapkasu, Kamkanapé Ba CamapkaHa BUJIOST CKPUHUHT MapKasjiapu
daonugaTura TaTOUK STUIIIN.

«V36ekucTonna 3ypaitn6 Gopysun Jlromen/Bekkep MymIak AMCTpOdHSIApH
OwsiaH ofpurad OeMopJiapHu pylxaTiaaH yTKazuil Oyindya MabIyMOTIap 3JIEKTPOH
0azacu» HOMJIM MabiaymoTiap kommbelorep Oazacu MS ACCESS wmyxutnaa
spatiin. Y6y anektpon 6aza Y36exucron PecnyGmukacuna 35JI/BMJ] 6uan
ofpuran Oemopiap XakuJa MabIyMOTIap KUPUTHUII, CaKIall, MOHHTOPHUHT
HaTWXKaJTapuHu Oaxojamr Ba perectp GaonMATHHU —KYJIa0-KyBBaTiaIira
myokamnadarad. 3bJI/BMJl Owman ofpuran OemopiapHH pyHXaTmaH YTKa3WII
Oyiinua MabaymoTiap Oa3aCMHM TaTOMK OSTWIHMIIKM KaTop ad3auMkiapra Ba
KYJUIalll caMapaJopJIurura ara.
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bunsocura [IHK nuarnoctuka: mpobana Ba KapuHAOILIAPAa MyTaHT TE€HHUHT OUp XHJT
mapkepnapunu (STR-45, STR-49, STR-50) ramryBuniapHu aHHKIALI
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de novo myranusicu [IpenaTan muarmoctuka

6-pacm. 3ypaiiun6 6opysuu Jiomen Ba bekkep mymak quctpodusijiapuHu
TAIIXHCJIAL AJTTOPUTMH

HMucceprauussHuar  «/{iomen/bexkkep  3ypaiim0  OopyBuM  MyLIaK
puctpodusiapu OuwyiaH ofpuradH OoJsiajlapa XapakaT Ba HHTe/LIEKTYyall
Oy3WiIMIIIapP KOoppeKuusicH » 1e0 HomiaHTaH oituHuK 6o0una 3bJI/bM/I Ounan
orpuran 231  Oomaga  xapakaT Ba  HMHTE/UIEKTyal  Oy3WJIMIUIApHU
KOPPEKLUMSUTAITHUHAT TaKIU(] 3TUITaH yCyJjlapy caMapagopiIuriu KeITHPUITaH.

bapua xonmatmapma 3B/I/BM/] 6yitnua tekmupmiran Oonanapna xapakar
Oy3ununuiapu Kailn stwnau. TaaKukoTaapuMu3aa KOMIUIEKC AaBO TapKuOHUra
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JIEBOKAPHUTUH TIpenapaTd KUPUTWIAUW. Muomatnk xkapa€H KEYUIIUHUHT 2-5
OocKuwiIapuaa KapHUTUH XJAOpUAMHUHT 10% 1 spuTMacuHM NapeHTepai Kysuiaml
Makcaara MyBo(puK, Oy mpemnapaT MeTaOoIuK, HEUpOoTpoduK, KapauoTpopuk Ba
AHTUOKCUIAHT Tabcupra sra, 10 kyH mobaiiHuIa Kymuiad kenH4anuk amOynaTrop
mapoutnaa 20 kyH Mobariauaa (kabyn kypceu 30 KyH mMoOaifHuIa) nepopai Kadyi
KWINIITa YTUII Ba 2 ok TaHaddyc Kuuin (Hunura 4 Kypc) TaBCUs STUIIAIH.

Akl pUBOXIIAHMIIZAH OpKajJa KojdraH Oojanapra MeTabOJIMK Ba
HEHPONPOTEKTOP MaKcaaua KOpTeKCHH (SMr/5€mr) Ba MEMaHTUH THAPOXJIOPHIN
TalWHIaHIU, YOy mpenapar J03acu Xap KyHH 3pTanad oBKATIaH KeHuH Oup o
Mobarinuaa SOOMKI/Kr/cyT Xxucobna Ba J03aHU TUTpJAl ( TUTpJalm Kajgamu 2,5
MKr/cyT, 1 xadTanan cyHr) Ounan Oupra TaMMHIAHIH.

36/I/bBMJImm 231 Hadap Oonaza KOMIUIEKC MEIMKAMEHTO3 JaBOJaIl
YCYJIMHUHT caMmapajopiuru 6axonanau, OyHaa tacoauduid TaHmam ycyiau OuiiaH
OemMopiap MKKHTA JaBOJIAll TYpyXura axpaTwiau: acocuil rypyxuu 135 nHadap
6oma Tamkua 3o, (1 Typyx), ylapra onTuMaUIallITUPUITaH KOMIUIEKC Teparus
Oyropuiau (KapHUTHH MperapaTHHU KOPTEKCUH Ba MEMAHTHH THAPOXJIOPHU OuiIaH
6upra), 96 Hadap Oosa TaKKoCIall TYPYXUHHU TaIIKWI 3TOU (2 TYpyx), yjiapra
aHbaHABUM JaBOJIAll KypCH TaWWHJIAHIU (§73P CCBuuar 2009 iniamaru niioBacura
MOC XOJI1a).

['ypyxjiap Ku4uK rypyxjapra OyauHIu:

1A rypyxra- 3bJIMJInu 50 nadap 6ona kuputuiau, Oy O6onanapaa y €ku Oy
Japa)kajiard akiau 3auQInK Kaia STUiATaH (JaBoJiall KOMIUIEKCUTa JIGBOKAPHUTHH,
KOPTEKCHUH Ba MEMAHTHH TUAPOXJIOPHUI KUPUTHIITAH);

1b rypyx- aknuil KoOmnusaTu y3rapumicu3 Oynran 3bJI/BMJI nu 85 wnadap
Oona (maBojaml KOMIUIEKCHM TapKUOWra JIEBOKAPHUTUH JOPU  BOCHTAacH
KUPUTHUJITAH. ).

2b rypyx- akyuii 3auIuKHUHT y €ku Oy napaxacu Kaia stwirad 3bJIM /] mu
21 nadap 6omna TamkuiI 3TaU (aHbaHABUH JTaBOJIAL).

2b rypyx- aknui kKoOwmstuaa Oyswnunuiap Oynamaran 3BI/BMJlmu 75
Hadap 601a KUpUTWIIK (aHbAaHABUN JTABOJIAIII).

Xapakar Oy3WIMIUIApUHU JaBOJIAlll camMapajopiurd 2 Ta rypyxia
O0axomaHaM:  TAaKKOCHAll  TypyXHaarda  Oemopjapra  aHTHUXOJWHAICTEpas3a
npenapariaapu, B rypyxu Butamunnapu, ¢uszunorepanus, JJKTHu ¥3 nuura onraxn
aHbaHAaBUW Tepanus TaWMHIAHAU. Acocwil Typyx Oemopiapura aHbaHaBHM
Tepanus (QOHMIA JIGBOKAPHUTHH Tpemapatd TawwHimaHau. [Ipemapat mo3acu
OeMopJIapHUHT €Iura Kapad TaHIaHIU.

Muonartuk kapaéH OFUpJIMTHUra kypa OemMopiap Kylujaarunda TaKCUMIIAHIH:
KAaCAJUTMKHUHT OouutanFuy Kypunuimapuaudr [I 6ockuuu (Oonanap cakpait onaau
Ba rorypa onagu) — 49 xomar (30,6%); Il —komneHcamust Gockuum (cakpai
OJIMaiiin Ba IOTYPOJIMAMIM, IOpa OJIali Ba MYCTAKWJ €pAaH Typa onaau) — 44
xonat (27,5%); IV —cybkomnencaius O0ocku4u ( ropa oJiaid, aMMO €paaH y3u
MyCTakui Typa onmaiian) — 40 6emop (25%), V —nekommencamnusi 00cKu4u (ropa
OJIMaiIM, MyCTaKuJI epJaH Typa OJIMaiiii, MyCTaKui yTupa onmaian) — 27 6emop
(16,9%).
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VTKasuiran naBO HATIKACHAA HKKana TypyXga XaM KIHHHK KyPHK
HaTWKajapu Oyinda MWXOOWUH AWHAMMKA KailJ STWIAW: MHUOIATHK XapaéHHUHT
Oapua Oockuuiapuaa Mymiak KyduHUHr optuinm, II Ba Il 6ockuunapnaa ropuiin
(GaoUATUHUHT SXIIWIAHUIINA. JIEBOKAPHUTUH TalMHIAHTaH Oojanap rypyxuiaa
MyIIaKk KyduHHHT optuiim Yyprada 1,01 Oammam (3,2+0,07) Tamkuia STAM.
Takkocnam rypyxujga xaM WKOOMM AMHAMUKA KAl STUIIA, aMMO OOIUIaHFUY
MabJIyMOTJIApJaH ce3uiapiiv hpapKiaHMau.

MRS mkamacu Oyiinua MymaKk Kydd KYpPCAaTKHUUIAPUHUHT MOKOOHIA
TUHAMUKACHHHU HM(ogamaHuImm acocuil rypyx Oemopiapuma Kaia stmigu. MRS
mKajgacu Oyinya MyHmak Kydd KYpPCATKUWIAPUHUHT MKOOM JTMHAMHUKACUHU
SKKOJ M(OJAIAHUIIN ACOCUH TYpyXJard MUOTIATHK XapaHHUHT [I Gockuum Kaiin
STUATaH Oonayiapja Ky3atwiau, OyHaa kypcatkuuiap 3,8+0,06 Gamnra nucOaran
4,1+0,05 Oammuu Tamkua 31au (P<0,05). MuonaTtuk >kapa€HHUHT KoJIraH Oapua
Oockuwiapuaa acocud Typyx Oemopriapuia cesunapiv (dapkiaHMaiurad
WOKOOMI JMHAMUKAa TEHACHIMSACH Kaha HSTwiau. Takkociam rypyxuga MRS
mKajgacu Oyinuya MyImak Ky4d KYpCaTKUWIapu JUHAMUKACH MHOIATHUK
*KapaCHHUHT KOJraH Oapuya OOCKMYJIapuia YHYAIUK CE3WIapiid y3rapuiiapra sra
Oymamu.

3bJIMJI Ounan orpuran Oonamapga CKOTT IIKamdacu Oyiimda xapakaT
baouru KypcaTKMWIapuHUHT YMyMHUN OaJid TEKIIUPYB AUHAMHUKACHUA ACOCHM
rypyxjaa nasoJsianrynra kagap 30,440,2 Oamnu, naBojaHuiigaH keiiun 37,9+0,2
6anau tamkun kwind (P<0,05), 0y aca 7,9 6amn rwokopu. Takkocnam rypyxuaa
Ckorr mkamacu Oyinya Xapakar (aoumMra  KypcaTKMwiapd  OpPTHII
TEeHJICHIIMsIcUra sra OYyiau, aMMmo ce3wiapid HaTwxkanap onuHmanu (34,1+0,3
6auira nucbaran 31,2+0,2 6amn).

3bI/BM]] Owian ofpurad OojajdapHUHT 2 WK MOOAWHUIArM KaTaMHECTHUK
MaBbIYMOTJIADUHU YpraHuIla aHUKIAHIUKHA, acocuil Typyx Oemopmapu 2-3
Huiraya MyCTakuil XapakaTIaHUII KOOWIMATUHU cakjad KoJiaau, KOHTpaKTypaiap
KEUPOK IIAKJJIAHAIH.

Acocuii Typyx OeMopiapuga JaBOJIalll KOMIUIEKCHTa KOPTEKCHMH Ba
MEMaHTHH TUIPOXJIOPUIHN KUPUTUIIUIIH, yIapaard aKianuil KOOMIUSATHU UITOHYIIN
JTUHAMHK SXIIAJIAHUIINA KAl KWIMHUO, akiauid KoOmmmsT kodddunuenta 3,9 nax
6,8 Oamiraga omau. Takkocmam rypyxyaa ymoOy KypcaTKuwiap HWXKOOHi
TEeHJICHIIUATa 3ra Oyyiau, OMpOK JaBojamirada OViraH KypcaTkhujaapaaH Aesipiiv
dapk kunmaau (5-xaasan).

S-)KanBalgaH KYpUHUO TypuOIMKH, JaBOJAIl KOMIUIEKCHJa KOPTEKCHUH Ba
MEMAaHTHH TUAPOXJIOPUIHUA KYIUIAI aKJIui KOOWIHUIT QYHKITUIACUHU CTUMYJUIalIu
Ba 3b/IM/Jl nu Gonanap akjiuii Uil KOOMIUSTUHM OIIUPHUII XaMJia cakjad KOJIHUII
Y4yH TaBCHS dTUJIA/IH.

Monekynsip TeHETUK TEKIIMPUILl HATHXalapura Kypa rypyxjap 3 Ta KHYHUK
rypyxra Oymuanu: 1 kuuuk rypyx-31 vadap 6emop (62%) - auctan genenusig; 2
KHYUK TYpyx-7 Hadap 6emop (14%) — npokcuman aeneuusiayg; 3 KAUYUK Typyx-12
Hadap 6emop (24%)- nenenusiap aHUKJIaHMAaraH.
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5 - skaaBaJ
Tect HaTHRATIAPH OVHHUYA AKJIUN KOOWIHAT JAPAKACMHUHT TPAXALMSICH
3bIM/] Onsian orpuran 0oJiasiapaa gaBoJiam JuHaMmukacugaru Pasen
NMPOrpeccuB MATPULACH

AKIU 3au(DIUKHAHT

SU/pTaz[aH acT , [TacT mapaxa, eHIH TapaKacy
81-90 Gamn 71-80 6ayut 51-70 6asw
HaBonam- | JlaBomam- | [aBonmam- | JaBonam- | JlaBomam- | JlaBosami-
raua JIlaH CYHT ravya JIaH CYHT raya JlaH CYHT
Acocuit | e 5101 | 874501% | 724402 | 792+02* | 598+03 | 60802
rypyx
Taxocnant | g3 9,61 | 841401 73,540,1 | 74,1202 | 60,1402 | 60,3+0,3
pr}IXI/I
M30x: * - pjaBojamradya Oyiaran KypcaTKMwiapra HuUcOaTaH MabIyMOTIAPHUHT

nmoHwinaura (P<0,05).

Xap 3 KMYMK JaBoJjall rypyxuaard 0emopiap y4yH JaBoJialll KOMIUIEKCHUTa
KOPTEKCMH Ba MEMaHTUH THUIAPOXJOPUJIHM KUPUTWIMIIN HaTHUXKacuja ylapja
aKJIMM KOOWJIMSITHU SIXIIWJIAHUIIUHUHT WIIOHWIM JUHAMHUKACH Kalj KUJIUHIY,
Oupok OupuHuM Kn4uukK rypyxnaa (13 6emop (42%) — anamuesuma ATII3, 3 (9,7%) -
TyTKaHOK1ap, 11(35,4%)-IIMPT) ymoOy kypcaTkuuiap WKOOMA TEHACHIUATA dTa
Oynau, aMMO JaBojialirada OyiaraH KypcaTKAwiapjaH AesIpiud (GapK KAIMaIau
(6-xamBan).

6 KaaBaj
Tect HaTHRATIAPHU OVIHHMYA AKJIUI KOOWIHAT JaAPAKACUHUHT T'PAXalMsICH
3BIM/I Omsan orpuran 0oJiajiapaa aaBoJiam JuHaMukacugaru Pasen
NMPOrpeccuB MATPUIIACH

Axm 3auIUKHUHT YpTa

S"pTaz[aH TacT, [Tact mapaxa, fapaxacu
81-90 Gamn 71-80 Gamn ’
51-70 Gamnn
JaBonam- | JlaBomari- JaBonari- JlaBonari- JlaBonari- JaBonari-
raya JIaH CYHT raya JIaH CYHT raqa JIaH CYHT

bupunun
TYypyX 83,9+0,1 84,1+0,1 73,5+0,1 74,1+0,2 60,1+0,2 60,3+0,3
N=31

Nxxunun
TypyX 84,9+0,1 86,1+0,1 76,7+0,1 79,440,2 0 0
N=7

Yyunun
TypyX 83,5+0,1 87,4+0,1* 72,440,2 79,2+0,2* 0 0
N=12

M3ox: * - paBomamraya OYnraH KypcaTKuujgapra HUCOAaTaH MabJIyMOTJIAPHUHT

nmoHwnura (P<0,05).

Yrkazunran taakukotriaap 3b/IM/] 6unan orpuran 6onanap/ia MHTEIUIEKTyal
TaHKUCJIMKHU KOPPEKLMsUIAll Y4YyH KOPTEKCHMH Ba MEMAHTUH THAPOXJIOPUIWUHU
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KYJUTaIlJia 2HT XA TEPANeBTUK caMapa IUCTPOPUH TeHUHUHT MYTAaIlHsl TUITATA
OeBocHTa OOFJIUMKJIMIMHM KypcaTAW:  MOPOKCHMall  JACNCHUSIN Ba JeieIus
aHUKJIaHMaraH rypyxJjap/ia MHTEJUICKTyal PUBOXKIJIAHMII JapakKacuaaru MXoOui
JMHAMHKa JTUCTANl JICJICHUSIN TypyXJjapra HucOaTaH sKkoJ udonpananmu, 0y y3
HaBOatuaa auctan aenenusim rypyxaa 40-53 sk3onmapnaa anoauctpoduHiIap
CHUHTE3H OYy3WJIuIIY OniaH 6eBOCUTa OOFIIUK OVIIIu.

[ynnaii Kuanb, KOMIUIEKC J1aBoJla KOPTEKCHH Ba MEMaHTUH THIPOX-
JOPUIUHUHT KYJUTAHWIAIY WHTEIUICKTyasl QYyHKIUSJIADHU parOaTiaHTUpaad Ba
3b/IM/I Ounan ofpurad OoJlaJJapHUHI MHTEJUIEKTyaJl KOOWIMATHHHM CakJIall Ba
OIIIUPUII YIYH TABCHsI STUITUIITN MyMKHH.

Mysgait kuaumb, Ma3Kyp TaIKHUKOT HATIDKAJAPUHUHT aMalira ONTUPHIINAIIN
Hadakar wiMHii-amanui, OaJlku TUOOMN-MKTUMOUM axamusTra Xam osra. by
MabIyMOTJIap 53pTa MNPEKIMHUK, camMapaid au@depeHnran Talxuciail,
mynuHraek, J/b3bMJl OGonanmapHu TyFunumdHA - oiauHU  oymml, 3BJI/BMJ]
Oyiinya rOKOpH XaB( TypyxXura KUPYBUHM oOWJIajapaa 3aMOHABUH MOJIEKYJISIP
TCHETHK YCYJUTApHM KYJUIalll UMKOHUHU Oepaiu.

XVYJIOCA

«V30eKkuCTOH XyAyauapaa 3ypain0d OopyBunm Jliommen/bekkep MyIak
IUCTPOQUSUIApDHU  KJIIMHUK, MOJIEKYJSIp-TEHETUK  acleKTiIapu Ba  yJapHHU
TAlIXUCIIAIIAA SHIUYa EHJAIIyBjap» MaB3yCHIAru IOKTOPIMK JHCCEPTaLMsACH
Oyiinya onud OOpWiraH TaAKUKOTIAp HaTHKacuaa KyHuIaru Xysaocajap TakKIuM
STHIITH.

1. bemopnapuunr PecnyOmnka «Ona Ba 0o0ja CKPUHUHTH» MapKasura
MypoxaaTiapu O0yiinua 3b/I/BM/IHUHT Ky3aTUnuin COHM peciyOiuKa Xyayuiapu
KecuMuZa KyWujgaruya TakKCUMIIAHIU, MYpOXaaTJIApHUHT 3HI IOKOpPH (ousu
Tomkent Bumostu (17,1%), Tomkent maxpu (14,2%), Kamkamapé (10,6%),
Cypxanmapé (10,3%), Paprona (9,7%) Ba Xopasm (7,7%) BumosTiapuaa
Ky3atuiau. ['eneanoruk cypoB HaTwkaimapu Oyiinua 11% owunamga KapuHIOILIIAP
ypTacua HUKOX KauJ 3TUJITaH.

2. 3bJI/BM]/lnmu  GonajmapHUHT KOH 3apaobOuyma kpeatuHbochoKruHA3a
daomMk napakacd Ba KaCaUIMKHUHI HaMO€H Oynuin Emmaaru, KIMHUK
KYPUHUIUIAPUHUHT 3YpalluInaa CTAaTUCTUK KUXATIAaH ce3unapid (dapkiap
aHuKJIaHau, Oy (dapkiapHUHT UGOAAIAHUINN KACAJUIMKHUHT ajuied Makjuiapura
Ooornmuk Oynnu. batadcun HEBpOJOTHMK TEKIIMPYBIAP YTKA3WITaHJa MHOIMATHUK
CUMITOMaKOMIUIEKC Ba OEKJIap MPOKCHMAal MYIIAKIAPUHUHT >Kald STHIHIIHA
Ba/€ku kapauomuonatus Oenrwnapu 3Bb/IM]] Ounan orpuran 25,5% Oonana
anukynanau, 3bbM/Icuna Oy kypcatkuy 8,9%ra kam.

3. Dmnekrpomuorpadus HaTWKAJIAPU XapakaT OMPIUKIAPU TOTEHITUATNIArH
¥y3ura Xoc y3rapuiuiapHu Ba CIOHTaH (PAOJUTMKHUHT UDOMAIAHUIIMHU AHUKJ1a0
Oepau, Oy Oenrwmap xapa€H XapakTepu Ba KaJAUTUK JapaKaCUHU aHWKJIAII,
xamaa 3b/I/bBM/] vHuHTr makiaura OOFIUK paBUIIIa MUOTIATHK Kapa€H OFUPIUTUHU
OaxoJanl Ba KacaJUTMK KEUUIIWHU OamopaTian UIMKOHUHU Oepaji.
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4. Conorpaduss Mymak TYKAMajgapaaru y3rapuuuiapHa — Oaxosari,
NaTOJIOTUK J>Kapa€Hra >kajad KWIMHraH MyLIakjiap TypyXUHH Ba yiapJaru
3apapiiaHMIll 30HAJapUHU aHuKIam UMKOHWMHU Oepau. 3BJI/BMJI G6emopnapuna
YTT yrkasunranga, ynapaa MYLIAKIAPHUHI IOKOPU DSXOTEHJIUIH, MEbEpAaru
MYIIaK TYKMMAacHUHU OMPHUKTUPYBUM Ba EF TYKMMacu OWJIaH ajiMalluil XxucoOura
Maiila JOHaJIM KalWTa Ty3WwIMaJlapHW o3ara KeJquiid Ba Oy KacaJUIMKHU
JABOMUNIUTUTA OOFIUK OYIUIIN Ky3aTHIIH.

5. PaBeH TecTM KYJUIaHWIMIIKA HATWXKAacula  TAJAKUKOTAAH OJIMHTaH
MabaymoTiap Oyiwmua 3B/IMJl nu Oomanmapma OupwHUM VpwHIA HOBepOA
VHTEJJIEKTHUHT MMACAMUII Japa)kacy, KypUIl aHAJIN3M Ba CUHTE3UHUHT [TaCaNWIIN,
WHTEIJIEKTYall TOJUKHI, UXTHUEPUN HA30pPATHUHT TACT Japa)Kalurd, AUKKATHU
Kamlalgard KUAMHYWIMKIAp Ba YMYMHM MH(QaHTWUIMK Kailag STWiraH Oyica,
3bBM/] nu Gonanap/ia UHTEIUIEKT €11 MebEPIIapUra MOC KeJIJIu.

6. Mouekynsip-TeHeTUK TaJAKUKOTIAp HATIKajJapu IIyHU KYpcaTaJuKH,
V36eKHCTOH axoIMCH TaHIaHMACH Vpracuna 3b/I/bBM/JI HUHT ounaBui MIaKLIapu
de novo wmyranmsiapura, IIYHHHTACK JUCTPOGUH TEHUHHHT 3 -ydHJard
neenysiapura HucbaraH yCTYHJIMK KuJIumuHu kypcatau. STR-45, STR-49 Ba
STR-50 monumopd JOKyCIapHUHT TETEPO3UTrOTa XOJaTH Ba TYPJIH JEJeIus
MyTallMSUTAPUHUA  TallyBUAHJIUK VpTacuia WXKOOUNW KOPPEUISITUB OOFIMKIHK
MaBXyJIauru anukiangu. bunBocuta JIHK nuarHoctmka Hatwkaniapura Kypa
STR-45(CA),s reteposurotanu renotun 3bJI/BM/] Ounan orpuran 6emMopiapHHHT
KapUHAOILJIApU YpTacujia 3apapjaHraH AUCTPOPUH TEHUHU TETEPO3UTOTa
TallyBUMJIAPHU aHUKJIAIIa FOKOPU MabIyMOTIWIMKIa 3ra XUCOOIaHA IH.

7. HuctpoduH TE€HWHU CEKBEHHpJalga X XPOMACOMACHUHUHI T€MU3UTOTa
xonatuga DMD renmpa sHru wmytanus C4518+2T>A  anukmanau, Ba Oy
auctpouH reHuga 32 5K30H HYKTaIM MYyTaUMsSCHMHM aHuKmam yuyH DMD
T€HUHUHT YerapaJlaHraH COXaCHUHU CEKBEHUPJIAIIHYU 3apypaTUHU KypcaTau.

8. Kimmnuk cumnrommap Ba AUCTPOOUH TEHUHHUHT SKOWJIAIIYBHJIard
KOPPETNSATUB OOFIUKJIMKIAP acOCHJa AHUKJIAHIUKH, MPOKCUMAI JeJerusiapaa
KacaJUTMK OENTUIApUHUHT HAMOEH OVIMIN BaKTH Ba XapakaT Oy3WJIUIIUIAPUHUHT
udonananuiy  ypracugaa OeBocuTa OOFIUKIMK MaBxXys Oyica, mucran
Jenenusuiapaa akJinidi HoOpacoJMK MaBxkyn Oymumu Ounan Oofnuk. 3bJI/BM/J] nu
Oonamapia OSK30HJAp JCNCNMsUIapd MUKJAOPH OWIaH KIMHUK CHMITOMIIAPH
ypTacuaa y3apo OOFIMKIUK aHUKJIaHMAJIH.

9. 3BJI/BM]] OGemopnapuma TalIXuC aJIrOPUTMUHU TaTOWK OTHUII Ba
MOJICKYJISIp T€HETUK TEKIIUPUIUIAPHU YTKA3UIl JUCTPOPUH T€HU MYTalUsIapUHU
aHUKJIall Ba ymly KacaJuluK OYinya 0KOpU XaB(d T'ypyXHura KMpyBYM OWjIayiapja
ApTa MpeHaTan TAUIXMCHU YTKa3uIl UMKOHUHM Oepaau, Oy ¥3 HaBOaTuaa sitHa Oup
O6eMop OOJlaHU TYFUJIUIIMHUA OJAuHU ojiamiu. STR-45(CA)y, STR-49(CA),4 Ba
STR-50 (AC);s MynbTHAIIIEN JIOKYCIAPUHUHT TE€TEPO3UTOTAIUTH IOKOPU XaB(d
rypyxugara owranapaa Jlromen/bekkep Muonatusicuan npenaran JIHK-
JUAarHOCTUKACUHU  YTKa3WIl Ba  TallyBUWIAPHM  aHUKJIAIl  MapKepiapu
XucoOaHaIu.

10. 35/I/bBM/] Gemopmapuuu Kaiinm oStum  Oyiinua 3JeKTpoH  Oaza
MabIyMOTIAPUHHA KOPUW ATHUII TU3UMHTa MabIyMOTIApHUA OWp MapTa KUPUTHUII
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Ba YHJIaH YHJIaH Kyn MapTa (oligasaHuin UMKOHUHUA Oepaju, XOIuMiiap WITUHU
TAKpOPJIAHUIIUHU OJIIMHU oJiau; (olganaHyBuUMiap Y4YyH MablyMOTIApHU
WUFIIINIIY, KaliTa MIUTAIIMHA Ba TaKJAUM 3TUJIMIINHU OPTUIIN aHUKIIAHIH.

11. 3bJI/BMImn 6onanapaa xapakaT ¢daoiusaTiaapy Ba aKJIHi KOOWIUSATHU
ypraHumi acocuja TEparneBTUK apajallyB CXeMacd ONTUMAaJUIAIITHPHIIIN.
3bI/bM/Inn  Gonanapaa WHTEIJIEKTyal TAHKUCIMKHUA KOpPPEeKUUsIall Y4YyH
KOPTEKCHUH Ba MEMAHTUH TUJIPOXJIOPUIN KYJJIAHUITAHJIATH SHT SIXIIU TEPareBTHK
camapa 6eBocuTa AUCTPO(PUH TEHUHUHT MYTAIUsl TUIIUTA OOFITUK.
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HAYYHBINA COBET DSc.27.06.2017.Tib.31.01 IO MPUCYXKJIEHUIO
YUYEHBIX CTENEHEN IIPU TAINKEHTCKOM MHCTUTYTE
YCOBEPIHIEHCTBOBAHUS BPAUEM

TAIIKEHTCKWM MEIUATPUYECKWI MEIALMHCKA MHCTUTYT

OMOHOBA YMUJA TYJIKNHOBHA

KJIWHAYECKUE, MOJEKYJIIPHO-TEHETUYECKHUE ACIEKTBI
MMPOTPECCUPYIOIIMNX MBIIIEYHBIX IUCTPO®UIA
JTIOIIEHHA/BEKKEPA B PETHOHAX V3EEKHCTAHA Y HOBBIE
MOJAXOJBI K NX IMATHOCTHUKE

14.00.13-HeBpoJorus

ABTOPE®EPAT
poktropckoi (DSC) nuccepranuu Mo MeTUIMHCKHM HayKam

TAIIKEHT - 2018



Tema pokropckoii mauccepramum (DSC) 3aperucrpupoBana B Beicumiei arrecTanHOHHOIM
xomuccuu npu Kaounere Munuctpos Pecnyonuku Y3oexkuctan 3a Ne B2017.2.DSc/Tib159.

I[I/ICCCpTaHI/IH BBIIIOJTHEHA B TaIIKEeHTCKOM NEANATPUICCKOM MEIUITMHCKOM UHCTUTYTE.

ABtopedepar nuccepranmu Ha TpEX s3bIKax (y30€KCKOM, PYCCKOM, aHTIHICKOM (pe3iome))
pa3meleH Ha BeO-ctpanuie Haydnoro coBera (Www.tipme.uz) u MHdpopmannoHHO-00pa3oBaTeIbHOM

noprasie «ZiyoNety» (Www.ziyonet.uz).

Hay4yHbIii KOHCYJIBTAHT:

MapxunoBa SAAkyrxon HadueBna

JOKTOP MEIUIMHCKHUX HaYK, Ipodeccop

O¢unuanbHble ONMOHEHTHI:

I'agypos baxtusp I'apypoBuyu

JOKTOP MEIUIMHCKHUX HaYK, Ipodeccop

Kunnue Ubagynna AoaynnaeBuy
JIOKTOP MEIUIIMHCKHUX HayK, Ipodeccop

Typaukynosa lllaxioxon YTkypoBHa
JOKTOp OMOJIOTMYECKUX HAYK

Benymasi opranusanus:

DenepalibHOE TOCYIAPCTBEHHOE OI0I2KETHOE yUpesKIeHue
HHCTHUTYT MO3ra 4YejJoBeKa HM.

H.II. BexrepeBoii

(Poccuiickas ®enepanus)

3ammTa AUCCepTAIlU COCTOUTCS «__ »

2018 . B 4JacoB Ha 3acefgaHuu HaydHoro

Cosera DSc.27.06.2017.Tib.31.01 npu TaIKeHTCKOM MHCTHTYTE YCOBEPIIIEHCTBOBAHUS Bpadeh (Ampec:
100007, TowkenT, Mup3o Yiyroekckuii paiion, yi. [Mapkentckast, 51. Ten./dakc: (+99871) 268-17-44,

e-mail: info@tipme.uz).

C nmoxropckoit mucceprammein (DSC) MoxHO 03HakOMHUTBCS B MH(MOPMAIMOHHO-PECYPCHOM

neHTpe TalmKeHTCKOro MHCTUTYTa yCOBEPIIEHCTBOBaHMS Bpauel (3aperucTpupoBal 3a Ne

). Anpec:

100007, Tamkent, Mup3o Yiayroekckuii paiios, yi. [Tapkentckast, 51. Ten./dakc: (+99871) 268-17-44.
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2018 romga).

X.A. AKHJ10B
IIpencenarens HAY4YHOTO COBETA MO MPUCYKIACHUIO
YYEHBIX CTETIeHEH, J1.M H, Ipodeccop

H.H.Y6ajiiny1naeBa
VYueHslil ceKpeTapb Hay4YHOTO COBETA 110
MPUCYKJICHUIO YUEHBIX CTENEHEN, K.M.H., IOLIEHT

B.I'. T'a¢gypoB

IIpencenarens Hay4HOTO CEMUHApa IpH
Hay4HOM COBETE IO MPUCYKIACHUIO YUEHBIX
CTeNeHeH, A.M.H., mpodeccop
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BBEJEHMUME (annotamusi noxkropckoii (DSC) auccepranun)

AKTYaJIbHOCTh " BOCTPEOOBAHHOCTD TeMbI AMCCEPTALMH.
[Iporpeccupyromue meuimeunsie auctpodun Jromenna u bekkepa (IIMJJ1/B) —
HauOoJiee paclpoCTpaHEHHbIE HACIEACTBEHHbIE 3a00J1€BaHUsI HEPBHO-MBIIICYHON
cuctembl y gereil. Ilo pmaHHbIM »kcneptoB  Bceemupnoit OpranHuszanuu
3npaooxpanenus (BO3) gacrora [IMJIJI cocraBnser 1:3500 u IIM/Ib 1:20000
KUBOPOXKICHHBIX MalbuukoB . Hapsigy ¢ pasButueM B PecriyOnuke Y30ekucran
COBPEMEHHOM MEIUKO-TEHETUYECKOW CIYy>)KObI ¥  TOBBIIICHHUEM  KadecTBa
OKa3bIBAEMBIX YCIYr B 00JacTd NPOGUIAKTHKA W pPAHHEH JUATHOCTUKH
BPOXKJIEHHBIX M HACJICJACTBEHHBIX 3a00JIEBaHUIA UMEETCS P 3a/1ad, 0KHIAFOIINX
CBOETO PEIIEHHUS, B TOM YHUCIIE MO MEAUKO-TEHETUYECKOMY KOHCYJIHTUPOBAHUIO
HACJIEJICTBEHHBIX 3a00J€BaHWIl HEPBHO-MBIIIEYHONM cUCTeMbl y jaereil. s
CHIDKEHMS YPOBHSI HMHBAJIUJIHOCTA CpEIU JETCKOTO HACEJIEHUS AaKTyaJlbHbIM
ABJISIETCA  CO3/IaHME €IMHOr0 aIropuTMa JJisi pPaHHEW [UarHOCTUKU H
npoUIaKTUKKA POXKIEHUA JeTe ¢ JaHHOW marosioruedr B PecmyOnuke
V36ekucraH.

B mupe npoBoasTCS psAa HayYHBIX UCCIIEIOBAHUM, MOCBAIICHHBIX H3YYEHUIO
KIIMHUYECKUX, MOJIEKYJSPHO-TEHETUYECKUX AaCIEKTOB MU JOCTHXKCHHUIO BBICOKOMU
3¢ (PEKTUBHOCTH HOBBIX MOJIXOI0B K JUATHOCTUKU MPOTPECCUPYIONTUX MBIIIEYHBIX
muctpoduii Jromenna/bekkepa, B 4aCTHOCTH, 3TU UCCIIEIOBAHUS HAIIPABJICHBI HA
n3ydyeHue yactorbl Bcrpewaemoctu IIMJIJI/b B permonax mo oOpaimiaeMocTu
MalMEeHTOB B CKPUHUHTOBBIE IIEHTPHI; ONpe/eieHne KIMHUKO-HEBPOJIOTUUECKON U
Helporcuxonoruyecko xapakrepuctuku 0oibHbIX ¢ [IM/I/I/B. Oco0o BaxkHOE
3HaYeHUE MpHoOpeTaeT U3YyYEHHE CIEeKTpa MyTallMii B TeHe JucTpoduHa,
XapaKTEPHBIX [JI1 PETMOHOB; IPOBEACHUE KOPPEIALMOHHOIO aHAIN3a MEXIY
KJIIMHUYECKOU (opMoil 3a00jieBaHMSI U MOJIEKYJSIPHO-TEHETUYECKUM JI€(PEKTOM;
oTpe/eleHNe YaCTOThl HOCUTENbCTBA MYTAHTHOTO T€HA Y POACTBEHHUI] OOJIHLHOTO
0 MaTEepPUHCKON JMHUU; pa3pabOTKa M BHEAPEHHWE B MPAKTUKY ONTUMAJILHOM
CXEMbl TIPOBEAEHUA MEAUKO-TEHETUYECKOT0 KOHCYJIbTUPOBAHUSI U METOJIOB
npodunaktuku [IMIJI/b; co3ganue 3meKTpoOHHON 0a3bl TaHHBIX CeMEel BBICOKOTO
pHUCKa pa3BHUTHs MPOTPECCUpPYIONIe MbleuHor auctpodun JlromenHa/bekkepa;
ONITUMU3AITMS TePAIeBTHUCCKON cxeMbl JeueHus nerei ¢ [IMJI/1/b.

B crpareruto nercTBHil MO MATH NPUOPUTETHBIM HAINPABJICHUSM Pa3BUTHS
Pecnyonuku Y36ekucrtan Ha 2017 - 2021 rojapl mocTaBieHbI 3aa4M 110 Pa3BUTHIO
U YCOBEPIICHCTBOBAHUID CHCTEMBI MEIMKO-COLIMAIBLHOW TIOMOIIM JIETCKOMY
HAaceJIeHUIO i1 olOecnedyeHus UX IIOJHOLEHHOM )KI/IBHGJIGSITGJIBHOCTI/IZ. B
COOTBETCTBUM C OTUM H3YYEHUE KIMHUYECKUX M MOJCKYISIPHO-TEHETHYECKUX
0COOCHHOCTEM MPOTrpeCcCUPYIONIUX MbIlIeuHbIX nuctpoduit romenna/bekkepa y
JneTed W ONTUMHU3AIUS MEAUKO-TEHETUYECKOM TOMOIIM SIBJISIETCS OJHUM U3
aKTyaJlbHbIX HampaBieHUW sl uccienoBaHus. C ydeToM OrpaHUYEHHBIX Ha

! World Health Statistics 2016: monitoring health for the SDGs, sustainable development goals. — World Health
Organization (WHO) Reports, Geneva, Switzerland.-2016/-121p.www.who.int

22017-2021 itmnmapaa Y36exucTon Pecry6MkacHHy PUBOKIAHTHPUILIHEAT GelTa yCTyBOp iyHamuiy 6yitida
Xapaxataap cTpaTerusacu
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CETOIHAIIHUN JIeHb MATOTCHETUYECKUX METOJOB JICUCHUS OOJBIMMHCTBA (hopm
HACJIeICTBEHHBIX O0Je3HEel HEpPBHOU cucTeMbl Haubosee 3PGHEeKTUBHBIM METOOM
O00ppOBl  C  JAaHHBIMM  3a00J€BaHUSMH  SIBIISIETCA  MEAMKO-TEHETHYECKOe
KOHCYJIbTUPOBAaHUE M MPOQPUIAKTUKA TOBTOPHBIX CIIy4aeB POXKIECHUS OOJBHBIX C
IIMJI/I/b B otsromenubix cembsix. McciaegoBanus [IMJIJI/b B paszmuuHbIX
peroHax  npuoOperaeT  0coOyl0  aKTyaJllbHOCTb  JJii  MPAaKTHYECKOU
HEBPOJIOTMUECKON U MEJUKO-TEHETHUECKOU CITYKO.

Hacrosimmast nuccepranmonHas pa0oTa HampaBieHa Ha pelIeHue 3anaad,
npenxycMoTpeHHbix [locranoBnenusimu Ilpesunenta PecnyOmuku Y30ekucran
«O cTpareruu AEUCTBUH MO JajpHEWIeMy pa3BUTHIO PecnyOnuku Y30ekuctan»
ot 7 despans 2017r., 3a Ne VII-4947; «O mepax mo AalbHEHIIEMY Pa3BUTHIO
CIICHMAIM3UPOBAHHON  MEAMIIMHCKOM  momomM  HaceleHutro  PecnyOnuku
V30exkuctan Ha 2017-2021 rome» ot 20 wurons 2017r., 3a Ne IIII- 3071;
«O rocymapCTBEHHOW IIpOorpaMMe€ MO OXpaHE 3J0pPOBbs MaTepeil, NeTrer u
noapocTkoB B PecriyOnuke Y36ekuctan Ha 2014-2018 roae» ot 1 aBrycra 2014 T,
3a Ne [II1-2221, a Takke Ipyrux HOPMATUBHO-TIPABOBBIX JOKYMEHTOB, TPUHSTHIX
B JJaHHOU cepe.

CooTBercTBHE HCCIEA0BAHUS NMPUOPUTETHBIM HANPABJCHUAM PA3BUTHS
HAYKH #  TexHosoruii PecnyOaukm  Y30ekmcran. [{uccepraniiOHHOE
UCCIICOBAHUE BBIMOJHEHO B COOTBETCTBUE C NPHOPUTETHBIM HAMPABICHUEM
Pa3BUTHS HAYKU M TEXHOJIOTHI pecriyosnuku V. «Meaununa u papMakoiaorusy.

O030p MeKTYHAPOAHBIX HAYYHBIX HCCJICIOBAHUI 110 TeMe nnccepTamm3.
B Mupe mnpoBoauTcs psii HaydHBIX HUCCIAEAOBAHUM, MOCBAIIEHHBIX H3YYCHUIO
KIMHUYECKUX,  MOJICKYJISIPHO-TEHETUYECKUX  aCIEKTOB  MPOTPECCUPYIOIIUX
MBIIIEYHBIX aucTpoduii Jlromenna/bekkepa 1 HOBBIX MOAXOA0B K UX JHArHOCTUKE
BEIYIIIUMUA MEIUIMHCKUMHU HAy4YHBIMU HEHTPAMH U MEIMIIMHCKUMU BBICHIUMU
yueOHBIMH 3aBeieHUsIME Mupa, B ToM uncie University of Colorado, University of
Illinois at Chicago, Univesity of Alabama at Birmingham (CILA), University of
Tabriz (Mpan), University of Melbourne (ABctpanust), University of Kent
(Anrmms), University of Barcelona (Mcnanus), University of Milan (Mramus),
University of Newcastle (Aunrmust), University of San Paulo (Bbpasunus),
University of Santa Catarina (bpaswmus), University of Tokyo (Slmonus),
Dalhousie of University (Kanana), 8 HayunoMm nentpe HeBpojoruu Poccuiickuit
akajeMud MeauiuHCKuX Hayk, Caskt-IlerepOyprckoM  rocyaapCTBEHHOM
MeIUIMHCKOM yHuBepcuteTe uM. akaia. M.I1. I1aBnoBa (Poccuiickas deneparius),
®denepaibHOM TOCYJIapCTBEHHOM OIOJDKETHOM  yUPEXKJIEHHWE HMHCTUTYT MO3Tra
yenoseka uM. H.I1. bextepeBoii (Poccuiickas denepanus) a Takke TalnkeHTCKON
NeUaTPUIECKON MEAUITMHCKON MHCTUTYTE ( Y30eKuCTaH).

B nensx wusydeHus KIMHUYECKUX, MOJIEKYJSIPHO-TEHETUUYECKUX aCIEeKTOB
MBIIIEUHbIX AucTpodui JlromenHa/bekkepa W WX JHATHOCTUKH, JTOCTUKCHUS
BBICOKOW 3(()EKTUBHOCTH MPOPMIAKTUICCKAX MEp MPOBEACHBI PSJl HAYYHBIX

s 0030p 3apyOeKHBIX HAYYHBIX HCCICIOBAHUN MO TEME TUCCEPTALUHU MPOBOIMICS Ha ocHoBe: oxford.university-
guides.com,  www.washington.edu  www.universityofcalifornia.edu,, www. publichealth.med.miami.edu,
https://www.mrc.ac.uk, http://www.ssmu.ru,  http://www.ksma.ru, http://www.rudn.ru, http://patient.ncagp.ru,
www.neurology.ru; www.rsmu.ru; ww.tashpmi.uz u Ipyrux HCTOYHHKOB.

36


http://www.universityofcalifornia.edu/
https://www.mrc.ac.uk/

MCCJIEIOBAaHUM M TOJIyYEHBI CIEAYIONIMEe pe3ybTaThl: 000CHOBaHA OCOOEHHOCTH
MEXaHU3MOB HANpPABJICHHBIX Ha MNPO(PHIAKTUKY HEIOCTATOYHOCTH Oeika
nuctpoduHa B ledeHUU MbiedyHou nuctpodun dromenna (University of Illinois
at Chicago CIIIA); moka3aHa aKTHBHOCTb M JICTCHEPAIMs MBI y OOJBHBIX C
mblmeyHoi auctpodueii bekkepa (University of Tabriz, Hpan); mokasano
pPa3BUTHE MBIIICUYHON JUCTPODUM M MBIINIEUHON aTpoPuu B pe3ysibTaTe MyTalui
reHa, HejocraroyHoctu Oenka guctpodpuna (University of Melbourne,
ABcTpainus); 000CHOBaHBI MOJIOKUTEIBHBIE PE3YNIbTAaThl CUCTEMBI MAJTHATUBHON
MTOMOIIA TPY HEPBHO-MbIMIeUHbIX 3a0oneBanusx (University of Kent, Anrmus);
J0Ka3aHO 3HAYEHHWE TEHETUYECKOr0 MOJU(PHUKATOpa MBIIMIEYHOH IJUCTPOPUU B
KIIMHAUYECKNX uccaenoBanmsix W Ha KuBOTHBIX (Univesity of Alabama at
Birmingham, CIIIA); o6ocHoBaH ¢akTop pocta B TpOMOOIIUTOB MpH MBIIEYHOM
muctpoun romenna (University of Barcelona, Mcnanus); ycraHoBieHa pojib
auctpoduu  psiia MBI OpraHu3Ma B pa3BuTuM uHBAIMAHOCTH (University of
Colorado (CIIIA); o6ocHOBaHBI KIIMHUYECKUE W MATOMOP(HOJOTHICCKUE ACTICKThI
muotonndeckor guctpoduu (University of Milan, Mrtanust); M3710XKEHBI MyTH
penieHus MOJIEKYJIIPHO-T€HETUYECKHUX u KIIMHAYECKUX aCIIEKTOB
pacnpocTpaHEHHBIX MBbIIIEYHBIX AucTpoduii JromenHa/bekkepa (TamkeHTCKHi
HeIUATPUICCKUNA MEIUITUHCKUI HHCTUTYT (Y30EeKHCTaH)).

B Mupe 1o uzydeHuro KIMHUYECKUX, MOJICKYJISPHO-TEHETUUECKUX aCMEKTOB
Y ONTHUMU3AINHA HOBBIX TIOJX0I0B K THATHOCTUKHU MPOTPECCUPYIONTUX MBIIETHBIX
muctpoduit  romenHa/bekkepa  MpOBOASATCS ~ HMCCIENOBAaHUSA O PSAY
MPUOPHUTETHBIX HANpaBICHUH, B YaCTHOCTH, MEAUKO-TEHETUYECKOe 0OOCHOBAHHE
BIUSHUSA (DAKTOPOB OKPYKAMOIIEH Cpeabl Ha Pa3BUTHE HEPBHO-TICHXUYECKUX H
TeHeTUYECKUX 3a00JIeBaHMl; BO3HWKHOBEHUE HACIEACTBEHHBIX 3a00JIeBaHUU B
Pa3TUYHBIX YKOJOTUYECKUX PETMOHAX, BBISABICHHE MYyTAllMi B TeHE TUCTPOPUHA U
MEXaHU3MOB, IPUBOJAIINX K MYyTalHsaM; 000CHOBAaHWE BIUSHUS HACIEICTBEHHBIX
3a001€BaHUN HAa MHTEIUICKTyaJIbHBbIC W JBUTATeNbHbIE (YHKIMH, MPOQPUIAKTHKA
3a0oneBaHusl JE€Tel C MPOTPECCHUPYIONIMMH  MBIIMICYHBIMH  TUCTPOPUIMU
HMiomenna/bexkepa, ontumuzaiusi  TOBBIMICHUS 3(G(OEKTUBHOCTH JICYCHHS Ha
paHHUX dTarax pa3BUTHUS MATOJIOTHH.

CreneHb W3Y4YEeHHOCTH TMPoOJeMbl. MeauKo-colMalibHasl 3HAYUMOCTh
MHOTHX HAcJIeJICTBEHHBIX 3a0oneBanuii HepBHOU cuctembl (H3HC) oOycrnoBnena
BBICOKOH  pacHpOCTPaHEHHOCTHIO, TSDKECTHIO TEUEHHUS, BBICOKUM YpPOBHEM
WHBAIHMIM3AIMN, CYIIECTBEHHBIM COKpAIlEHHEM TPOJIOJDKUTEIBHOCTH IKU3HH,
dbeptunbHOoCcTH; A(h(PEKTUBHOE JIeUeHHWE pa3paboTaHO JUIb JJI1 EIUHUYHBIX
3aboneBanuii. [lpoBeneH  ps  HAaydHBIX  KCCJIENOBaHUMN,  TOCBSIIICHHBIX
OTIPEICTICHUIO0 MOJIEKYJIIPHO-TEHETHUECKUX OCOOEHHOCTEH, XapaKTepHBIX MIJis
Pa3IUYHBIX TOMYJISAINN (CEBEpOAMEPHKAHCKHUX, €BPONEHCKHUX, a3HMAaTCKUX, B TOM
YHUCJIE POCCUMCKOM, Ka3aXCKOM, TaKUKCKOW ), POBEICHbI KIIMHUKO-TEHETUYECKHE
KOPpPEJISIIIK B 3aBUCUMOCTH OT M3ydaeMbix nomynsuuii (Paxmonos P.A., 2004;
HNamamun E.JI., 2015; Tlomsxos A.B., Illarmna O.A., 2016; Birnkrant DJ et al.,
2018).

JlokazaHo, YTO C Y4YeTOM OTCYTCTBUS Ha  CETOAHAIIHUN  JCHb
MAaTOTCHETUYECKNX METOJOB JIeUeHHs] OOJBIMMHCTBA (HOPM HACIECICTBECHHBIX
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Oose3Heil HepBHOW cucTeMbl HambOojee H(G(EKTUBHBIM METOAOM OOpbOBI C
JAHHBIMU 3a00JICBaHUSMU SBIISIETCS MEIUKO-TEHETUYECKOE KOHCYJIbTUPOBAHUE U
NpopHIAKTHKA MTOBTOPHBIX CIIydaeB OOJIC3HH B OTATOLICHHBIX ceMbsix (ILlapkoBa
U.B. u ap, 2015; ®enpaman E. U ap., 2016; Politano L., Nigro G., 2012). B
HACTOSIILIEE BpEMsS NPOBEACHUE MEIUKO-TEHETUYECKOTO0 KOHCYJIbTUPOBAHUS
MO3BOJIIET MPOBOJUTH BBICOKOTOYHYIO NPEHATAJBHYIO, MPEKIMHUYECKYIO U
muddepeHnanbHyl0 TUAarHOCTUKY TaKOW paclpOCTPAaHEHHOW HAaCIeACTBEHHOM
MATOJIOTUU KaK MpoTrpeccHpyromue Mbimeunsie quctpoduun (I'opoynosa B.H. u
ap., 2009; Mimnapuomkua C.H. u ap., 2010).

Nudopmarusa, momydeHHas B  XOJ€ TEHETHUKO-IIUIEMHUOJIOTHICCKUX
UCCIICIOBAaHUM,  CIy>XKUT  0a30i AN CO3JaHUSl  CIEHUAIM3UPOBAHHBIX
PETHOHAIBHBIX PETUCTPOB. PerucTprl HACIEACTBEHHOW NATOJIOTHU IO3BOJISIOT
OCYILIECTBIISITh AKTUBHYIO JIMCHAHCEPHU3AIMIO OTATOLICHHBIX CEeMEH, a TaKxke
IUTAHUPOBATh 00BEM MEIMKO-TEHETUYECKOTO KOHCYJIBTHPOBAHUS B OTIEIBHBIX
peruonax (bapeimaukoBa H.B., 2002; Amenuna C.C., 2006; Kosymuna E.A.,
2006; KupunnoB A.I'., 2008; Xuaustoa .M., 2008; Makcumona H.P., 2009;
Catherine L. Bladen., 2013; David Sagado., 2015). [IM/1JI/b — nanGoinee yacTas
U Tsokenas ¢Gopma HEpPBHO-MBIIEYHOW TaTojioruu. B HacTosimee Bpems
yCTaHOBJIEHA 3aBUCHUMOCTh KJIMHHYecKor peanusaruu [IMJIJI/b ¢ myranusmu B
reHe auctpodunHa, u omucanbl okojgo 1000 myranuii B TeHe AUCTpoduHA
(Alessandra Ferlini., 2012; Barzagar M., 2015).

HecmoTtpst Ha U3ydeHHOCTh MpOOJIEMbI AaTOT€HE3a, JUArHOCTUKU, JICUCHUS U
npodunaktuku [IM/I/I/b B Mmupe B HacTosiiee BpeMsi UMEETCs psii HEPEUIEHHBIX
aCIleKTOB ATOM MpoOsiemMbl, TpeOyrolmux AanbHelero ndydenus. B PecryOnuke
V30ekucTan uccie0BaHusl, MOCBSIIEHHBIE U3YUYEHHUIO KJIMHUKO-HEBPOJIOTUYECKUX
U MOJEKyJsipHO-TeHeTndeckux ocooennocrer [IMJIJI/b no HacTosiiero BpeMeHu
He ObUIM MPOBEJIEHBI, YTO SBUJIOCH 0OOCHOBAHUEM M3YUYEHUS JAaHHOU MPOOIEMBI.

CBs3b IMCCEPTANNOHHOIO MCCJIEIOBAHNS C IUIAHAMHU HAYYHO-MCCJIEI0BA-
TeJBLCKUX PadoT BbICHIEr0 00pPa30BATEIBLHOI0 YYpe:KIeHHs, I/ie BbINOJHEHA
auccepranus. /{uccepTallMOHHOE KCCIIEIOBAaHUE BBIMOJHEHO B paMKax HAay4YHO-
UCCJIeIOBATENLCKOW paboThl B TaIlIKEHTCKOM NEAMATPUUECKOM MEIUITMHCKOM
uHcTUTYyTe - mpukiagHoro rpanta AJICC 15.26.7 «Pa3pabotka anroputma
KOMILJIEKCHOW TUArHOCTUKH MbIledHou nquctpodun Jromenna/bekkepa Ha OCHOBE
aHajM3a KJIWHUKO-MOJICKYJISIPHO-TEHETUUECKUX KOPPEISIIU, XapaKTepHbIX s
peruoHoB PecniyOnuke Y306ekucran» (2014-2017 rr.).

Heanb wucciaenoBaHusi: OIECHUTh MOJIEKYJSIPHO-TEHETUUYECKUE ACTIEKThl U
KJIIMHUKO-HEBPOJIOTHYECKUE  OCOOEHHOCTH MPOTPECCUPYIONINX  MBIIICUHBIX
muctpoduii romenna/bekkepa u pazpaboTaTh CTpaTeruu MEAUKO-TEHETUYECKOTO
KOHCYJIbTUPOBAHUSA sl paHHed nauarHocTuku W mnpodunaktuku [IMJ//b B
V30ekucrane.

3agaum nccjie0BaHuA:

m3yuuth dactotry Bcrpedaemoctu [IMJIJI/b B permonax PecmyGnuku
VY36ekucrana mo oOpamaeMoCcTd MAlMEHTOB B PeCyOIMKaHCKUNW CKPUHUHTOBBIN
IIEHTP B CPABHUTEIHHOM aCIIEKTE C YIETOM POJICTBEHHBIX OPaKOB;
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ONPENEIUTD KJIMHUKO-HEBPOJOTUYECKUE 151 MMAPAKIMHUYECKUE
xapaktepuctuku aeret ¢ [IMJIJ1/b;

OIICHUTbH YPOBEHb MHTEIIEKTYalIbHOTO pa3ButHs y nereut ¢ IIMJ11/b;

U3YYUTh CIEKTp MyTalMid B TeHe JUCTpodUHA, XapaKTepHBIX IS
VY30ekucrana, onpeIeIuTh YaCTOTY HOCUTEIHCTBA MYTAHTHOTO T'€Ha POJACTBEHHUI]
OO0JILHOTO IO MATEPUHCKOW JIMHUY;

IPOBECTH  KOPPEISIMOHHBIA  aHAIW3 MEXAY KIMHUYECKOW ¢opMoit
3a00J1€BaHUS U MOJICKYJISIPHO-TEHETUYECKUM JIe(HEKTOM;

pa3paboTath W BHEIPUTHh B NPAKTUKy ONTHUMAJbHYIO CXEMY MpPOBEACHUS
MEINKO-TEHETHYECKOTO KOHCYIBTHPOBAaHUS U MeToA0B npodunaktuku [IM/I/1/b B
PecryOnmke Y30ekucran;

CO3/IaTh DJEKTPOHHYIO 0a3y JaHHBIX CEMEH BBICOKOTO PHUCKa pPa3BUTHUS
nporpeccupyomeil MoimeyHod auctpodun Jlromenna/bekkepa B PecmyOnrke
V30ekucraH;

ONTUMH3UPOBATH TEPANEBTHUECKYIO cxeMy jieuenus nereit [IMIJ1/b.

O0bexkTOM wuccaenoBanus sSBWINCh, 310 MAlMEHTOB MY>KCKOrO IOJa C
IIMJ1/1/B, 00paTUBIINXCS B OTJICJICHUE MEIUKO-TEHETUUECKOTO
KOHCYJIbTUpOBaHusa PecniyOnukanckoro neHTpa « CKpUHUHT MaTepu U peOEHKa» U3
pPa3HBIX PETrHOHOB Y30ekucraHa. B rpynmy peTpocneKTHBHOIO 0O0CIeNOBaHUS
Bonwikd 75 pgereit, oOparuBmmxca 3a mnepuon 2006-2010 rr. IIpocnextuBHOE
HCCJIEI0BaHKE IPOBENICHO cpean 235 manueHToB, oOpaTuBmMXcs B nepuoa ¢ 2011
o 2017 rr.

IIpeaxmMer  wmccjieoOBaHMsT  JAHHBIE  KJIMHUKO-aHAMHECTHYECKUX U
1a00paTOPHO-UHCTPYMEHTATBHBIX HccienoBanuii, 160 oopasmnor JIHK, u3z Hux 99
oopasnoB JJHK 6onpubix IIM/b u 61 o6pazen JTHK poactBeHHuUIlr 00IBHBIX O
MAaTEPUHCKOM JIMHUH.

Metoabl uccjiexoBanus. /(i1 JOCTHKEHUS LIEIU UCCIIENOBAHUS U PELICHUS
IIOCTABJIEHHBIX  3aJa4  MCIOJb30BAHBI  CIEAYIOIIUE  METOAbl:  KJIMHHUKO-
HEBPOJIOTMUECKUH, T'eHEaJOTUYeCKuil, OMOXUMUYECKUM, HWHCTPYMEHTAIbHbBIE
METOAbl MCCJIEAOBaHUSA, TECTUPOBAHUE C TMPUMEHEHWEM MaTpulpl PaBeHa,
MOJICKYJISIpHO-TeHeTHUeCKU aHanu3 00apHbIX ¢ [IMJIJI/b m ux poacTBeHHHII, a
TaK K€ CTATUCTUUYECKUE METOJIbI.

HayuyHast HOBM3HA MCCIIEIOBAHUS 3AKITIOYAETCA B CIEAYIOLIEM:

000CHOBaHa KOMIUIEKCHAsI JMArHOCTHKA C HCMOJIb30BAaHUEM KIMHUYECKUX,
OMOXUMHUYECKHX, MAPAKIMHUYECKUX U MOJICKYJIIPHO-TEHETUUECKUX UCCIEIOBAHUN
6osbHbIX ¢ [IMJI/1/B;

JIOKa3aHbl MyTallMM B Te€HE JucTpoduHA JUIsi PErHOHOB Y30eKkucTaHa u
YCTaHOBJIEHO T€TEPO3UTOTHOE HOCUTEIILCTBO 3a00JICBAHUS;

ompeiesieHa CIIeUU(PUIHOCTh TUCTAIBHBIX U MPOTSHKEHHBIX MYyTalliii B T€HE
mucTpodHa W KIMHHUKO-TeHeTwdeckas koppemsmus [IMJIJI/B nns permoHoB
V306ekucrana;

paspabotan  3(h(EKTUBHBII  MEXaHW3M  NPOPUIAKTUKHA,  MEIUKO-
FEHETUYECKOTO0 KOHCYJIIbTUPOBAHUS H METOJOB IPEHATAIbHOW JUArHOCTUKH
[IMJIJ1/b B PeciyOnuke Y30ekucTan;

nokaszana 3(pPEeKTUBHOCTH MPUMEHEHHUS B KOMIUIEKCHOM JICYCHUH TIPEmapaToB
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JICBOKAPHUTHHA, KOPTEKCMHA U MEMAaHTHHA TUAPOXJIOPUAA C LENbI0 YIYUYIICHHS

JBUTATEIIbHOW (PYHKIIUM M MHTEJUICKTyalbHbIX criocoOHocTel nereii ¢ [IMJIJ1/b.
IIpakTHYecKHe pPe3yJabTAThI HCCIAEA0BAHUSA 3AKITIOYAIOTCS B CICAYIOLIEM:
U3y4YeHHUE MyTalluid B TeHe NUCTpOo(dHUHA MO3BOJMIO ONTUMHU3UPOBATH METOJ

npsmoit [IHK-nmuarnoctuku [IM/JI/1/b B BBIOOpKE OOJIBHBIX HaIlICH CTPAHBI;
JaHHbIE, TIOJIydCHHBIE B pe3yJbTaTe palOOThl, IO3BOJWIA IPOBOAUTH

MpEeHATaIbHYIO JHK-nuarsoctuky u muddepeHanbHbie,
npecuMnToMaTraeckue MeTo bl BeisiBieHus: [IMJ[/1/b B OTATOMIEHHBIX CeMbSIX;
YCTaHOBJICHBI KJIMHUKO-HEBPOJOTUYECKUE, MHTEJUICKTYAJIbHBIE 151

MOJIEKYJISIpHO-TeHeTHUecKkne ocodeHHocTr OonbHBIX ¢ [IMIJI/b B Y30ekucrane c
L[EJIbI0 ONTUMU3AIUU aJITOPUTMA IMATHOCTUKHU U aICKBaTHOM Tepanuu.

JlocTOBEPHOCTH Pe3yJIbTATOB MCCJIE0BAHUS 000OCHOBAHA TPUMEHEHHEM B
paboTe TEOPETHUYECKOIro MOJAX0/Ja M METOJ0B, METOAUYECKOU MPABUIBLHOCTHIO
BEJICHUS HAYYHBIX KCCIIECIOBAaHUN, JOCTATOYHOCTHIO KOJMYECTBA OOJBHBIX,
IPOBEJCHUEM  COBPEMEHHBIX,  JONOJHSAIIMX Pyl  JIpyra,  KIWHUKO-
HEBPOJIOTUYECKUX, T'€HEAJTOTHYECKUX, OUOXHUMHYECKUX, HMHCTPYMEHTAIbHBIX
METOJOB HCCJENOBaHUs, TECTUPOBAHUS C NPUMEHEHHEM MaTpullel PaBeHa,
U3YYEHHUEM MOJIEKYJISIPHO-TEHETHUECKUX acCIIeKTOB MPOTPECCUPYIOIINX
MBIIIeYHBIX nuctpoduil romenHna/bekkepa u cnenu@pUIHOCTHIO HOBBIX MOJAXO0/0B
K UX JUArHOCTHKE, 3aKJIOUCHHUE, MOTYyYEHHBIE PEe3yJIbTaThl ObUIN MOITBEPKICHbI
MMOJTHOMOYHBIMH CTPYKTYPaMHU.

Hay4ynasi u npakTu4eckasi 3HAYUMOCTh Pe3yJibTATOB UCCJIEI0BAHMS.

Hayunas 3HauuMOCTh pPe3yibTaTOB MCCIIEAOBAHUS 3aKJIIOYAETCS B MU3YYCHUU
KJIIMHUKO-HEBpojoruueckux ocobennocreir I[IMJIJI/b, a Taxxe mnpoBeaeHUH
MOJIEKYJISIPHO-TEHETUYECKOTO UCCIICIOBAHUS TeHa AUCTpOoPuHA y OOJIBHBIX, YTO B
CBOIO  Ouepelb  TMO3BOJIMJIO  ONTUMHU3UPOBATH  AJNTOPUTM  JIMATHOCTHUKH,
muddepennmansHoit nuarnocTuky u npodunakruku [IM/I1/b.

[IpakTuueckass 3HAYUMOCTH PaOOTHI 3aKIIOYACTCS B HM3YYCHHH KIWHHUKO-
TCHETUYECKON KOPPEJSAIUHU, TTO3BOJIUBIIEH yIYyUIIUTh TAKTUKY BEIEHUSI OOJIHHBIX
¢ IIMIJI/b. Tlo nmaHHBIM HCCAEAOBAHUS HWHTEIUICKTYaJbHOW M JBUTATEIHLHOMN
bynakmuit  y gereir ¢ IIMIJJI/b wamMu Oblla ONTUMHU3UPOBAHA CXema
TE€paneBTUYECKOro BMemarenbcTBa. C LENbl0 YIYyYIIEHUS MBIIIEYHON CHJIBL,
JBUTATENBHOW (YHKIIMM B KOMIUICKC TPAAUIIMOHHOTO JICUCHHs OB Ha3Ha4YeH
npenapar JEBOKApHUTHH, a JUIs yJIY4IICHUS UHTEIUICKTYaIbHBIX CIIOCOOHOCTEN —
KOPTEKCUH, MEMAaHTHHA THUAPOXJIOPHUI.

BHeapenue pe3yabTaToB HcciaenoBaHusa. Ha 0CHOBE MOy4e€HHBIX HAYYHBIX
pe3yJabTAaTOB  KCCIIEAOBaHUS  KIMHUYECKMX H  MOJICKYJISIPHO-TEHETUUYECKUX
aCIIeKTOB TMPOTPECCUPYIOMIMX MbIIeYHbIX auctpoduit [romenna/bekkepa u
HOBBIX MOJIXO/IOB K UX JUArHOCTHKE ObUIN YTBEPKICHBI:

-METOINYECKHUE pPEKOMEHAAIUU: «AnroputM JIMarHOCTUKH
MPOTPECCUPYIOMUX ~ MBIMIEYHBIX AucTpoduii romenna/bexkepa» (cmpaBka
Munuctepctsa 3apaBooxpaneHus Ne8u-m/165 ot 01 nosi6pst 2016 roxa). lanusie
METOAMYECKUE PEKOMEHIAIIMN TO3BOJIMIN pa3padoTaTh JAJbHEUINIAE JTarbl
JTUATHOCTUYECKUX WCCIICIOBAHUN TPOTPECCUPYIOMINX MBIIMICYHBIX JAUCTPOGUit
Hromenna/bekkepa;

40



-MeTOoANYeCKUe pekomMeHaanuu «Mcnonp3oBanue MeToia ynbTpacoHorpaduu
B OLICHKE CTEIEHU MOPaKCHHsI MBIIIEYHON TKaHHW Yy JETEW C MPOrpeCCUPYIOINIUMU
MbIlIeyHbIMU  qucTpodusimu  romenna u bekkepa» (crpaBka MuHucTepcTBa
3napaBooxpaHeHus Ne8H-p/75 ot 06 amnpens 2018 roma). Pa3zpaboranHbie
METOAUYECKHE PEKOMEHAAUMN TO3BOJWIM MPOBECTH C IOMOIIBI0 METOA
yJIbTpacoHorpaduu paHHIOK AUArHOCTUKY U CPABHUTENBHYIO TUDPEpEeHIIUPOBKY
Pa3BUTHS TPOTPECCUPYIONIMX MbIIeUHbIX aucTpoduit [lromenna/bekkepa y
JETEH.

-METOAMYECKHE peKOMeHIaunu «Meraboamyeckas KOPPEKIHs JBUTATEIbHBIX
Y WHTEJJIEKTYaJIbHBIX HApYLICHUN y JAETed C MPOrpecCHUPYIOUIMMH MbIIICYHBIMU
auctpodusimu Jromenna u bexkepay (cmpaBka MuHHCTEPCTBA 3ApaBOOXPAHEHUS
Ne8u-p/76 ot 06 ampenst 2018 roma). JlaHHBIE METOIMYECKHE PEKOMEHIAIIUU
MO3BOJWJIM  TPOBECTH  META0OJMYECKYH0  KOPPEKLMIO  JBUTATENbHBIX U
WHTEIUIEKTYaJbHbIX HAPYUIEHUWA y JETEed C MNPOrpeCCUPYIOIIMMH MBIIICYHBIMU
muctpodusimu Jlromenna u bexkepa;

[TonydyeHHble Hay4yHbIE pE3yJbTaThl MCCIEAOBAHUSA MOJIEKYJISIPHO-
FeHETUYECKUX  aClEeKTOB W KIMHUKO-HEBPOJIOTMYECKUX  OCOOCHHOCTEU
IPOrPECCUPYIONIUX MBIIIEUHBIX nuctpoduii Hromenna/bekkepa, mpopuinakTuku u
YIIYYIIEHUS UX JUArHOCTUKHA BHEAPEHBI B KIMHUYECKYIO IIPAKTHKY, B YACTHOCTH B
KIIMHUYECKYIO TpakThKy PecmyOmukanckoro neHtpa «CKpUHUHT MaTepu H
pebenkay, Kamxkanapeunckoro, Camapkanjckoro, HamaHraHckoro o0JacTHBIX
HEeHTpOB «CKpUHUHT Marepu U pebeHka»; TalmKeHTCKOro 00JacTHOrO
MHOTOIPO(PUIBHOTO  JE€TCKOI0  MEIUUMHCKOro leHTpa; KaikazapbuHCcKon
00JaCTHOM MHOTONPOPUIBHOW JeTCKOM OonbHUIBI (cnpaBka MuHucTEpCcTBa
3apaBooxpaHenus Ne8u-p/75 ot 06 anpens 2018 rona).

Anpobauusi pe3yJbTaToB padoTbl. Pe3ynbTarsl auccepTallmOHHON paboThI
oOcyxnenbl Ha 10 HayuyHBIX KOH(MEPEHIUAX, B TOM YUCJE HA 5 MEKTyHAPOIHBIX U
5 pecnyOIMKaHCKUX HAayYHO-TIPAKTUYECKUX KOH(DEPEHIIUIX.

Ony0/MKOBaAaHHOCTH pe3yabTaTOB HMccenoBanus. [lo teme nuccepranuu
omyOnrKoBaHO Bcero 42 wayuyHas pabora, U3 HUX 17 cTratheil — B KypHaiax,
PEKOMEHJIOBAaHHBIX  BpIcmieid  aTTecTalmoHHOW  Komuccuedn  PecnyOnuku
VY30ekuctan s MyONMKallMM OCHOBHBIX HAYYHBIX PE3yJbTaTOB JOKTOPCKHUX
JUccepTanuii, B ToM unciie 13 - B pecyOInMKaHCKuX U 4 — B 3apyOS)KHBIX U3IaHUA,
NOJIyYEHBI 3 CBUAETENBCTBA I porpamm DBM.

Crpykrypa u 00beM auccepraumu. Jluccepramusi COCTOUT U3 BBEICHMS,
o030pa JuTepaTypbl, MATH TJIaB PE3yJbTaTOB HCCIEAOBAHUS, 3aKIIOYEHUS,
NPAKTUYECKUX PEKOMEHJallUi, CIUCKAa HCIOIb30BaHHOM JuTepaTypbl. OO0BEM
nucceprannu cocrasisieT 200 cTpaHuL.
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OCHOBHOE COIEP KAHUE IUCCEPTALINU

Bo BBegeHum  00OCHOBaHBI  AKTyaJIbHOCTh W BOCTPEOOBAHHOCTD
IPOBEJICHHOT'O MCCIIEOBAHUS, 1IeTb U 3374l MCCIIEIOBAHUsI, ONTUCAaHbl OOBEKT U
peIMeT UCCIeOBaHus, TOKa3aHO COOTBETCTBUE HAYYHOUM pabOThl MPUOPUTETHBIM
HaIpaBJICHUSAM Pa3BUTHUS HayKU M TeXHoOJOTui PecnyOnuku, M3M0KeHbl Hay4dHas
HOBHU3HA U NMPAKTUYECKHUE PE3YJIbTAThI UCCIEA0OBAHUSA, NX HAYYHAs U PAKTUYECKas
3HAYUMOCTh, BHEJIPEHUE B IMPAKTHKY pE3yJIbTATOB HCCIENOBAHUS, CBEICHHUS IO
OMyOJIMKOBAaHHBIM pab0TaM M CTPYKTYpPE TUCCEPTAIIHH.

B nepgoii rnaBe nuccepramnuu «CoBpeMeHHbIe MOAX0AbI K JUATHOCTHKE U
H3YYEHHUI0 TMP00JieMbl KJIMHMYECKOr0 MNOJAMMOpP(HU3Ma NPOrpeccUupyouux
MblIlIeYHbIX JucTpoduii Jromenna/bekkepa» nan 0630p nurepatypsl. B 0030pe
MPUBEICHBl HAYYHO-TIPAKTUYECKUE CBEJACHUS 00 HSTHUOJOTHUM, TaTOreHEe3e U
kinHnYeckux nposisnenusix [IMJIJI/b, a Takke U37105KEHBI JJaHHBIE TEHETUYECKUX
UCCJICIOBAHUM, OMHUCAHbl METOAbl WMHCTpYMEHTaNbHOW auarHoctuku [IM/IJ1/bB,
IPEUMYIIECTBA U HEJIOCTATKH, a TAKKE MOJXOJIbI K Tepaluu U MPO(HUIIaKTHKE.

Bo Bropo#i rnaBe mucceprauun «MaTepHaJbl U METOAbI HCCJICI0BAHUS
MOJIEKYJISIPHO-TEHETHYECKUX AaCHEeKTOB MPOrpecCHPYKINMX MbIIIEYHBIX
aucrpopuii  [romenna/bekkepa B Ppa3siMYHBIX PEruOHAX) IPUBEACHBI
OCHOBHBIC MaTepualibl W METOJbl HuccienoBanus. McciemoBarenbckas pabora
OCHOBaHa Ha MPOCMEKTUBHOM U PETPOCHEKTUBHOM HaOmoaeHuu 310 marueHToB
MYKCKOTO TI0Jla C TICeBAOTUINEPTpOPUUYECKUMU (PopMaMu MPOTPECCUPYIOMINX
MbIlIeuHbIX auctpodpuit [lromenna/bekkepa. B peTpocnekTuBHOE HCCle0BaHUE
BOIUIM 75 Jnerei, oOpamaBIIUXCd B OTACJICHHE MEIUKO-TEHETHYECKOIO
KOHCYJbTUpOBaHus PecniyOnukanckoro neHTpa « CKpUHUHT MaTepu U peOEHKay (T.
TamkenT) 3a nepuoa 2006-2010 rr. IIpocnekTBHOE HCCaEAOBaHUE MPOBOANIOCH
cpeau 235 nanuenToB, oopatuBmuxcs B nepuos ¢ 2011 mo 2017 rr.

[To peruonam pecnyOJUKH BBICOKHI TPOLEHT OOpallaeMOCTH IO JaHHOMY
3aboneBanuto HaOmogancs B Kamkamapsunckoi (10,6%), CypxanmapbuHCKON
(10,3%), depranckoti (9,7%), Xopesmckoii (7,7%) odnacTsx.

B pesynbrare mpoBeaeHHBIX oOcienoBanuii [IMJIJ] AuarHoctTupoBaHa y 288
nanpenta (93%), IIMJIIb y 22 Oombubix (7%) P<0,05. Ilpu anamusze
aHAMHECTUYECKUX JTAaHHBIX B 34 ciydasix Opak ObLT pOJACTBEHHBIM, YTO COCTABHIIO
11%. B 3aBUCHMOCTH OT pacmpoCTpaHEHHUs POJCTBEHHBIX OpaKOB MO PETHOHAM
HaM yJaJIoCh YCTAHOBUTbH, UTO HAMOOJBIINI MPOLEHT BeTpevalicd B TallkeHTCKOH,
Kamkanapeunckoit, Xopesmckas u CypxaHgapbuHCKOM oOmactax. 23,5%
oonbHbIXx M3 KamkamappuHckodt oOnactu ObUIM W3 CeMed C POJCTBEHHBIMHU
Opakamu.

BceM 060JIbHBIM TPOBOIUIICS KIMHUKO-aHAMHECTUYECKUH, TeHeaToTuueCKui
aHanu3, Omoxumuueckuit ananu3 kpoBu (ypoBenb KOK, AJIT, ACT, JIAD),
AIEKTPOMHOTpAPUIECCKUE, aXOoKapauorpaduuecKue VCCIIEIOBAHUS,
AKCIIEPUMEHTAIBHO-TICUXOJIOTHYECKOE TECTUPOBAHUE C IMPUMEHCHUEM MATPHUILIbI
PaBena (Tect MHTEIUIEKTa), YJAbTPA3BYKOBas AMArHOCTHKA MBIIIEYHOW TKaHU U
MOJIEKYJISIpHO-TeHeTHUeckuii ananu3 OonpHbix ¢ [IMIAJI/b u ux poacTBeHHHLI.
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MosnekynsapHO-TeHeTUYEeCKass YacTh JaHHOW pPaOOThI BBIMOJTHEHA B OTHACIHE
MOJIEKYJISIPHOM MEIUIMHBI U KIeTOYHbIX TexHonoruii HUUWI u IIK M3 PV3.

MosnekynsapHO-TeHETUYECKOe  OOCJIEIOBaHME  MPOBOJAMIIOCH  METOJIaMHU
npsmMoii u  kocBeHHoW JIHK-mmarnoctuku. Ilpamas JIHK-nuarnoctuka
IPOBOJMIACH MTyTeM JieTeKIKU 20 4acThIX JeJenuil reHa TucTpopuHa OOJbHBIM U
O0epemMeHHBIM H3 oTaromieHHbIXx 1o [IMJIJI/b cemeii, BbIHAIIMBABIIMX IO
myxckoro noisia. Kocsennas JIHK-muarHoctuka mpoBOAWIIaCh C MCCIEIOBAaHUEM
BHYTPUTCHHBIX BBICOKOMOIUMOP(GHBIX MapKepoOB, pacnojokeHHbIX B 45-m (STR-
45), 49-m (STR-49), 50-m (STR-50) wHTpoHaxX TeHa I ONPEICIICHUS
HOCHUTEJIbCTBA MYTAaHTHOTO T€HE CPEIU POJCTBEHHUII TPOOaHIa.

B tpervent rmaBe nmccepramuu «KilMHH4Yeckash M Napak/JMHUYecKasi
XapPaKTepUCTUKA MPOrpeccCupyromx MBbIIIEYHBIX aucTpoguii
Jromenna/bekkepa» MPEACTABJICHBI JTAHHBIE AHAMHECTUYECKOTO,
HeBpoJiornueckoro, uHcTpyMeHtansHoro (OKI, DxoKI, OMI, VY3 wmblmn
HUKHUX KOHEYHOCTEW) uccienoBanue. [lpu aHanuze pomoCiIOBHBIX MAIIMEHTOB C
IIMJI/1/b (284 cembu) ObLTO BBISIBIEHO, 4TO B 75,3% (214 cemeil) mpeBaaupyroT
ceMmelinble ciaydan 3aboneBanus u B 24,7% (70 cemeii) myrarnuu de NOVO, 4rto
COTJIACOBBIBAIOCH C JIUTEPAaTypHbIMM JaHHbIMH. Cpelu MNaluMeHTOB TaKkKe
BCTpPEYAIUCh CHUOCHI-ONu3HENbl (OMHOsNIEBbIE) — 4 ceMbH: B 2-X CEMbSX
npoBeneHHas JIHK-muarHocTuka BBISIBHIIA OJMHAKOBBIE MYyTallUM B T€HE
IucTpo(drHa y CHOCOB U3 OJTHOM CEMBbH.

[Ipn ananu3e akymepckoro aHaMHe3a ObLIO yCTaHOBJIEHO, 4uTo B 32,4%
ciiyyaeB O€peMEHHOCTh MpoTeKasna Ha ¢pone anemuu, B 10,8% - Toxcukosa, 10,8%
Marepeit Bo Bpemsi 6epemennoctu nepenecin OPBU. O6GocTpeHne XpoHUYECKUX
3a001eBaHUN BO BpeMsi OEpEMEHHOCTH 3aperucTpupoBaHbl y 2,7% wMarepei
O0onbHBIX AeTeil. Bo3pacT matepu Ha MOMEHT poxaeHHs peOeHka ¢ I[IMJIJI/B B
cpeanem coctaBuia 26,04+0,85 ner.

brbis10 0T™MEUEHO, UTO B OOJIBIIMHCTBE CIIYy4aeB JI€TU ObUIH POXKICHBI OT 2 U 3
6epemennoctu (2,2+0,19) unu 2-3 pogos (2,15+0,17).

AHaJIN3 CTAaHOBJICHHS y JIETEl ICUXOMOTOPHBIX HABBIKOB IMOKa3al, uto 48,6%
JeTell MO3JHO HAaYMHAIM YAEP>KUBaTh royioBy, 51,3% HaumHanu cuaeTts nocie 9
MecsueB. I[lcuxomoropHoe pazutue B 35,1% ciaydaeB HE COOTBETCTBOBAJIO
BO3pacTHOU HopMe emié 1o nebrora nposisineruit [IMJIJ1/b.

B xonme o6GcnegoBanuss 310 manueHTOB OBbUIM MOJpa3/eiieHbl Ha JIBE
Ho30JIorMueckue rpynmsl: 1 rpynny coctaBuiu — 288 (93%) nanuent ¢ [IMJI/],
BTOPYIO IpyIiy coctaBuiin 22 6osbHbIX (7%) ¢ [IM/Ib.

Taxxe ObUTH OOCHEIOBAaHbI JE€TU M3 TPYMIbI BHICOKOTO PUCKA pean3aluu
I[IM/I/I/b. Tak B nepBoii rpynne u3 cemeil, otsaromenusix mo [IMJ/], y 11 nereit
(3,8%) 0e3 BUAUMBIX KIIMHMYECKHX MPOSBICHUNA OTMEYaJIOCh MOBBIIIEHUE YPOBHS
K®K B kpoBu. Bo 2 rpymnmne u3 cembu, otsiromenHo no IIM/Ib, BwisiBnen 1
peOEHOK U3 TPYNIIBI PUCKA, YTO COCTaBUIIO 5%.

Bo3pact mposiBieHus TEpBBIX CHMIITOMOB  3a00leBaHUS B BUIE
JBUTATENbHBIX HapymeHuil y nerei ¢ [IMJIJ1 coctaBun B cpeanem 3,5+1,1 rona,
JUIIb B €OUHUYHBIX HaOmoaenusix — 4,5+1,2 roma. [uarnoz IIMJJI y
OonpmHCTBA 00BHBIX (94,3%) OBLT MOCTaBIEH B BO3pacTe 5-6,5 JeT, U TOJBKO B
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11 cnyqasx (3,8%) nuarHo3 ObLT MOCTaBJICH B BO3pAcTe 2 JIET HA MPEKIUHUIECKON
CTaAMM C HUCIOJb30BAHUEM METOJIOB OHUOXMMHYECKOM U  MOJEKYJSPHO-
TeHETUYECKON IMarHOCTHUKHU.

B 3aBucuMoCTH OT TSKECTH MUONATHYECKOro mporecca nanueHTsl ¢ [IM/1/]
pasnenensl Ha V noarpynm: | moarpynna — AoKJIMHUYECKAst cTaaust (Bo3pact A0 2
ner) — 11 perert (3,9%); 1l moarpynma — cTaaus HayajdbHBIX MPOSBIICHUN
3a00JieBaHus (MOTYT MphITaTh U OEraTh), BO3pPAcT KOTOPBIX cocTaBui 3-5 net — 60
cinyyaeB (20,8%); III moarpynna — craaus KOMIIeHcAuu (HE MOTYT MpbITaTh U
oeraTtb, MOTYT XOJUTh M CAMOCTOSITEIbHO BCTaTh C II0JIa), BO3PAcCT KOTOPBIX
cocraBun 6-7 ner — 96 wnaomoxpenuii (33,3%); IV noarpynma — cragus
cyOKoMmmeHcalu (MOTyT XOJOUTh, HE MOTYT CaMOCTOATEIbHO BCTAaTh C I10JIA),
BO3pacT KOTOphIX coctaBwi 8-10 ner — 93 GompHBIX (32,3%); V — moarpymma
CTaaus JAeKOMIEeHcauuu (He XOASAT, HE MOTYT CaMOCTOSITEbHO BCTaTh C MOJa, HE
MOTYT CaMOCTOSITEJIBHO CHJIETh), BO3pacT KOTOphIX coctaBuil 11-19 jer — 28
00bHBIX (9,7%).

Xapakrepusys xinHuuyeckue tposiBieHus I[IMJIJI, ompeneneHa mpsmas
KOppETsLKS MEXKIY BO3pAacTOM MaIlMeHTa U cTajuel 3a00s1eBaHus. Y CTAaHOBJICHO,
4yTO MaHU(ecTalus ABUTAaTeIbHBIX HAPYIICHUHN MPUXOIUIach HA CPEIHUN BO3paCT
B 3,5+1,1 roma. YV 249 manbuukoB (86,4%) BBISIBICHBI NCEBIOTHNEPTPOPUU B
IPOKCUMAJIBHBIX OTJEJIaX KOHEYHOCTEH, CHUMITOM «KPBUIOBUIHBIX JIONATOK»
ormeueH y 244 (84,7%) mnauMeHTOB, BCHOMOraTelbHble NpHEeMbl ['oBepca
ucnons3oBamu 224 (77,7%) manueHTa Jaxe Ha HAYalbHBIX  CTaJUAX
MHONATUYECKOTO IpolLecca.

VY 21 ob6cnenoBannwix neret ¢ IIMJIb knuHuyeckas kaptuHa B 71,4%
cinyudaeB (15 nereil) xapakTepu3zoBajach HayaJlbHBIMU CTAIAUSIMHU TPOSIBIICHUS B
BUJE CiabOCTM M TUHOTpodued MBI Ta3oBOro mosca u  Oenep,
NICEBIOTUNIEPTPOPHUEH HKPOHOXKHBIX MBI, TOSCHUYHBIM THUIEPIIOPIO30M,
3aTpyIHEHUSIMU TIpu Oere W TmoabeMe C moja («rmpueMbl muomara»). Y 6
MaIMEeHTOB OTMeYanach TMO3AHSS CTaaus 3a00jeBaHus, TI€ K HWMEIOIIUMCS
MPOSIBJICHUSIM TPUCOSANHSUIMCH CNA00CTh W THUMOTPO(US TUIEUEBOTO TOsCa,
3aTpyAHEHHE MPU XOh0€.

Y nmerern ¢ IIMIJ knuHWYeckas KapTHUHA HWMENA OTJIMYUTEIIbHBIC
ocobennoctu ot aere ¢ [IMJIb, Tak y HUX DOCTOBEpHO dalle BCTPEUATOCH
oTcraBaHue B (usmueckoM paszBuTuu (moutu B 7 pa3z; P<0,01), nedopmanms
ckenera (moutu B 3 pasa yvaiie; P<0,01). Hapymenue nepensuxeHus oTMedanoch
y 77,7% nerteit ¢ I[IM/I/], uro nmoutu B 3 pasza yvame yem npu [IMJIb (mportus
21,1%; P<0,01); moutu B 3 pa3a yaimie 1o cpaBHeHuto ¢ aetbmu ¢ [IMJIb
oTMeYanach HEBO3MOXXHOCTh camocTosITeNibHO BcTaBath (31,1% mportus 10,5%;
P<0,05). V 96,8% nereit npu [IMJIJ] otmeuanace aedopmaiusi ckeaeTra B BHUJIC
JI0pJ03a U CKOJIN03a, TPYAHON KJIETKH U JAeOpMaIllK CTOII, TOT MoKa3arens B 3,1
pasa mpeBblllial 3Ha4eHUEe 3Toro nokasarenu npu [IM/Ib.

Hanuume KOHTpakTypbl B TOJIGHOCTOIHBIX CycTaBax oOTMedasiochk y 84%
nerer npu I[IMJIJI, Torma kak y nerer npu IIMJ/Ib wacrora BcTpewaemoctn
KOHTpakTypbl coctaBuia 15,8% (P<0,01). Takxe 3HaAUUTENBHO 4Yallle y JETEH ¢
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[IMZIJ] otmewanack runotpodusi U ciabOCTh MPOKCUMATIBHONW MYCKYJIaTyphl
BEPXHHUX KOHeuHocTel (62,7% npotus 21,1%; P<0,05).

OTauyuTenpHON 0COOEHHOCTRIO KiIMHMYecKor kapTunbl [IMJIJ] ot TIM/Ib
OBLJIO HAIMYKE TCEBAOTUNEPTPODOUN UKPOHONKHBIX, NEIbTOBUAHBIX U STOJIUYHBIX
mbiy (100%, 21,1% u 47,4% npotus 97,5%, 7,3% u 26,3% COOTBETCTBEHHO;
P<0,05).

WccnegoBanue MBIIMIEYHON CHUJIBI HEOOXOIHMMO [UJISi OUEHKH TEKYIIETo
KJIMHAYECKOr0 CTaryca NalUeHTa W JaJbHEHIIEr0 IPOrHO3a, a TaKkKe
MOHHUTOpHUHTa 3()PEKTUBHOCTH (PUZNOTEPANECBTUUECKOH M METUKaMEHTO3HOU
koppekiuu y 6oibHbIX ¢ [IMJI]. ¥V nereit ¢ [IMJIJ] cymmapHBbIil 6an MbIllIeUHON
CUJIBI OBLI JOCTOBEPHO HUXE M cocTaBuiI B cpeaHeM 3,4+0,2 Gamna, a npu [IMJ[b
—4,5+0,3 6amn (P<0,05). O6muit 6amt mokazaTess ABUTaTeIbHONM aKTUBHOCTH 10
mkane Ckorra y nereit ¢ [IM/IJ] cocraBun 32,8+0,3 Oana, a o0muii 6ayu gerei ¢
IIMJIb 6b11 Boimie B 1,2 pa3za u coctaBui 38,5+0,2 6amna (P<0,05).

Y nmereit ¢ IIMJJ u IIMJIb ycraHoBieH HOCTOBEpHBIA aucOaIaHC
OMoXMMHUYECKUX TOKa3zaTenel, oaHako npu [IMJIb »tor nucbamanc Obul MeHee
BBIPAKEH U JOCTOBEPHO OTJIMUalics OT nmokazareneit mpu [IMIJ] (tabm. 1).

Taoauma 1
CpaBHUTeJIbHBIE IOKA3AaTEJIH AKTUBHOCTH CHLIBOPOTOYHBIX ()ePMEHTOB Y
o0oabHbIX ¢ [IMIA u IIM/Ib

[Toxazarenu IIMIL IIM/1b

K®K, u/l 8325,24+337,0 4208,9+1267,1%*

JIAL, u/l 1913,5+49,8 1445,2+205,9%*

AcT, mE/n 210,8+9,9 165,8+32,7*

AnT ME/n 298,2+22,5 228,9+33,3*

[Tpumeuanue: * - TOCTOBEPHOCTH JaHHBIX MexAy rpynnamu (P<0,05)

VY 234 nereni BoisBieHbl n3MeHenns Ha DKI, u3 Hux y 216 gereit ¢ IIMJI/] n
y 18 nmerenr ¢ [IM/Ib. Tak u3 maronormyeckux uzmeHeHurd Ha OKI' cunycoBas
aputMusi otmevanach y 73,5% nereit, uz Hux y 76% c¢ IIMJIJ u y 41% npu
IIMJIb. ¥V 56,2% mnanueHTOB BBISBICHBI HApyLWIEHHUsS ITPOBOJAMMOCTH B BHJIE
HEMOoJIHOW Osiokajbl paBoi HokH mydka ['mca (HBITHIIL), npuuem mpu TIM/JIb
9TU U3MEHEHHs ObUTH 3apEeTUCTPUPOBAHBI TOJBKO ¥ 31,8% nmerei.

Y gpereun c¢ I[IMIJ] HapyluieHuWe MNpPOLECCOB PaHHEW peNnosIpU3aluu
KEITyT0YKOB OTMedasoch y 205 OOJbHBIX, U3MEHEHHsS] B UYETHIPEX OTBEACHUAX
(orpunatensHbiii 3yoern T B orBenenusix V2, V3, III, AVF). Kpome toro, y 59
nereit (20,4%) BoigBIeHO ykopodeHue uHTepBasia PQ u y 58 mammentos (20,1%)
ymivaenne uHTepBasia QT, uTO MOXET CBUACTENHCTBOBaTH 00 M3MEHEHWU HE
TOJIBKO MPOBOASAIICH CUCTEMBI Cepla, HO U COKPATUTENbHON (YHKIUHA MHUOKap/Ia.
VY 38 nereit (10%) na OKI" BbIsIBIEHBI PU3HAKK TUIEPTPOPUU JIEBOTO JKETYI0UKA,
u3 Hux y 12,5% npu IIMIJ u y 9% - npu [IM/b. T'uneptpodus nesoro
KEJITyJouKa Ha JAHHOM OJTarne pa3BUTHUs 3a00JIEBaHUS SBISETCS PE3yJIbTaTOM
KOMITEHCATOPHBIX MEXaHHW3MOB MHOKap/a, MPOTEKAIONIMX B COYETAHUU C
NICEBOTUNEPTPOPUIMU CKENETHBIX MBIIIIL.
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Takum oOpaszoMm, mepeuncienabie Boime u3MeHeHus JDKI' cBUIETENhCTBYIOT
00 M3MEHEHUSIX TPOBOJSIIEH CUCTEMBI Cepia, NICEBIOTUNEPTPOPUN U CHUKECHHUH
COKpaTUTeNIbHON (hYHKIIMK MHOKap/ia ¢ pa3BuTueM (Gpudpo3a 3Ha0Kap/a.

[Ipu npoenenuun OxoKI y 67 mnanueHTOB ObUIM BBISBJICHBI MPU3HAKU
KapAMOMHUOIIATUYECKUX  M3MEHEHWM  MUOKapaa, koropeie 1pu [IMJIb
nporpeccupoBaiii MeaieHnee, yeM npu [IM/JI/]. V mamuentoB ¢ [IMJI/I B 25%
ObLTM OOHAPYXKEHBI JTOTOJHUTEIbHBIE XOPAbl B TMOJIOCTH JIEBOIO KEIYyJ0uKa
cepala, KOTopble OTCYTCTBOBaNU y 001bHbIX ¢ [IM]IB.

JInst onipeniesieHust CTENEHN JICHEPBALIMM M XapaKTepa MOBPEXKACHUS MBI
ObL1a mpoBeneHa uronpyatas OMI y 6ompHBIX. M3MeHeHus Ha uroiapuatoir OMI
BBISIBIICHBI y Bcex OompHBIX ¢ [IMJIJI/b (Ta6m.2), 9T0 mOATBEP A0 MEePBUYHO-
MBIIICYHBIN XapaKTEP MOPAKECHUSA. XapaKTEPUCTUKA IMOTEHIMANa JIBUTATEIIbHBIX
equnun (ITHE) ykaspiBama Ha ymensblnenue amutenbHoctd [IJIE, yBenuuenue
noyi(azHOCTH MOTEHUUANIOB, CHUXeHue amrmutyasl [IJIE, cnoHTanHyio
AKTUBHOCTbH B BUJIC MOTEHIIMATIOB (GUOPUIISIIUU.

Taoauna 2
Pe3yabTaThl 31eKTPOMHOTrpa@UIECKOro MccJiel0BaHUuA 00C/IeI0BAHHBIX
nereii (N=103)

M I[IM1b
OMI" nokazarenu n=82 n=21

Aoc. % Aoc. %
VYwmenbiienue anurenbHocty [TJIE 1o 25% - 17 80
Ywmensienue aouteasnocta [TIE 25-50% 82 100 4 20
[ToTenmmansl GpuOpUIALIMIA +++ ++
[1onoHTENBHBIE OCTPBIE BOJIHBI +++
[TonudazHocTs MOTEHIIUAIOB 110 25% 47 57,3 7 33,3
[TomudaznocTs moTeHuanos 25-50% 35 42,6 14 66,6
Caumxenne ammuntyasl [TIJIE no 50% 11 13,4 9 42,8
Cuamxenue amratysl [IJIE 6ombine 50% 71 86,5 12 57,14
[TIE c moBbITIIEHHON aMITTUTYHOM 8 9,7 14 66,6

ITpu IIMIIJI B otnuuue ot IIMJIb Oblio omnpeneseHo O0JbIIoe KOJUYECTBO
HU3KOAMIUTUTYAHBIX ~MOTCHIHUAIOB (PUOPWILISIMA, KOTOpble BO3HHMKAIA B
pe3ynbTaTe JAeHepBaluu (PYHKIIMOHAJIHLHO HECHOCOOHBIX MBIIICUYHBIX BOJIOKOH.
[TosIBASIIACH TIOJIOKUTETIFHBIE OCTpPhIE BOJHBI B PE3yabTaTe TMOETH MBIIICYHBIX
BOJIOKOH. B rumepTpopupoBaHHBIX MBIIIIAX BO3HUKAIH NCEBAOMUONATHYECKUE
paspsaasl B Bune Tpynn ¢ubpwmsiuid. [lpu [IMJIb ormewamach wMainas
CIIOHTaHHAas AaKTUBHOCTh C TMpeoOsialaHieM TOTEHIIMAIOB  (UOPWILISAIIUH.
[TonoxxutenbHbIE OCTPBIE BOJHBI ONPEIEISUTUCH PEIKO.

Metogom  ynpTpacoHOTrpauu MBI  HIKHAX ~ KOHEYHOCTEH  ObLIO
oocnenoBano 47 mamuentoB c¢ [IMJI/I/b. B uccnemyemoii rpyrmme nanueHTOB
U3MEHEHUS, XapakTepHble Uil MUonatui, Obum omnpeneneHbl y 23 (49%)
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MaIMeHToB B Bo3pacte oT 8 jmer 10 13 mer, koTopbie Oosee BhIPAXKEHBI ObLIN B
MKPOHOXHBIX, JBYXTJIABBIX MBIIIIAX Oefep U CEeMHUMEMOPaHO3HBIX MBIIIIAX, YTO
NPOSIBIISIOCH  YBEJIMYEHHEM UX B o0beMe, Iup(dy3HOM METKO3epPHUCTOM
MOBBIIIEHUH 5JXOT€HHOCTH W HEBO3MOXKHOCTH BH3yalM3allMd BIHMU3UyMa WU
KOPTUKAJIBHOTO €0l KOCTHOM TKaHu (puc. 1). OrTmedanoch BKIIOYEHHE B
[aTOJOTMYECKUM MpoLecC KaMOAJOBUAHBIX U CEMHUTEHIUHO3HBIX MBI Y
UCCIENYeMbIX OOJBHBIX TAaKKE MPOCIEKHUBAIUCH H3MEHEHHS B aXWIIOBBIX
cyxoxkmiusx. OTmedanach HEUETKOCTb HMX KOHTYPOB, AU((y3HOrOo XapakTepa
MOBBILICHUE 3XOT€HHOCTH, YMEHbBIICHHE IUIOLIAAN MomnepeyHoro ceueHus. 11
(23%) marmeHTOB OBLIM B BO3pACTe OT 5 JIeT U A0 7 JieT. I3MeHEeHUs B ABYXTJIaBBIX
MBIIIAX Oeapa, B CeMUMEMOPAHO3HBIX M CEMUTEHIWHO3HBIX MBIIIIAX HE UMEIU
cnenupuIeckoro xapakrepa (puc. 2).

M.SEMIMEMBRANOS.

MED..CAPUTL

Puc.1. YabTpa3ByKkoBbie H300pakeHHUs Puc.2. YabTpasBykoBblie H300pakeHus1
ABYXIJIABOM MbILILBI y MAIIMEHTA C JABYXIJIABOM MbILILBI y MALIMEHTA €
MBbIIIEeYHOM AucTpoduei dromenna B MBIIIEYHOH aucTpopuei dromenna B
Bo3pacte ot 8 jer g0 13 jer. Bo3pacre ot S Jier 10 7 JeT.

B ux npoekiuu BU3yanu3upoBaInCh YTOIIIEHUE U MTOBBIIIEHNE 3XOT€HHOCTH
NEPUMHU3US, MEJIKUE OYard yYMEPEHHOTO MOBBIMICHUS 3XOT€HHOCTH MBIIICYHON
TKaHU. B HKPOHOXXHBIX MBIIIIAX OTMEYAIOCh VYBEIMYCHHE UX 00BheMa,
muddy3HOro  xapakTepa  TOBBIIIEHHE DXOTCHHOCTH  MBIIMICYHOW  TKaHU.
ApXUTEKTOHMKA €€ He mpociexuBanack. CTpyKTypa W 3XOT€HHOCTH
KaMOaJIOBUAHBIX MBIIIIII, aXWJUIOBBIX CYXOKUIUN HE ObLTU U3MEHEHBI.

VY naruentoB ot 12 getr 1o 15 ner (28%) u3amMeHeHusi oTMEYaINCh BO BCEX
IpyImnax HCCIEAyeMbIX MBI, Ha ()OHE HEPaBHOMEPHOTO TOBBIIICHUS HX
sXoreHHocT. Ho mpociexuBaiach apXUTEKTOHMKA MBIIICUHOW TKaHU Ha (oHe
YTOJIIIEHUS ¥ TIOBBIIICHUSI YXOT€HHOCTH €€ SIIUMHU3NEMa U TIepUMU31UeMa.

[IpoBeneHHbIN aHANIU3 BBISIBUI CPEIHIOID CTENECHb KOPPEJSILIUOHHBIX CBSI3EH
MEXy BBIPOKEHHOCTHIO CTPYKTYPHBIX HApYIIEHUH U BO3PACTOM OOJIBHBIX
(R=0,32; p<0,05). Ormedasiocb COOTBETCTBHE MEXAY KIMHUYECKON OLIEHKOMN
TSOKECTH 3a00JIeBaHUSI M BBIPAKEHHOCTHIO MATOJIOTUYECKHX U3MEHEHUW B
MbiieyHoit Tkanu (R=-0,55; p<0,67). Ilpu mnpoBeneHUn KOPPEISIUOHHOTO
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aHalu3a MEXIy BBIPAKEHHOCTHIO CTPYKTYPHBIX HApYUIEHUH B  MBIIIIAX,
JUTUTEILHOCTRIO 3a00JI€BaHMS W MBIIMIEYHOM CHJIBI YCTAHOBJIGHBI CHUJIbHBIC
B3auMOCBs3H (cooTrBeTcTBeHHO R=0,62; p<0,01; R=0,73; p<0,01). Jlanusiii daxt
MOYET CIIYKUTh ONPEACICHHBIM KPUTEPUEM, OMOCPEIOBAHHO XAPAKTEPUIYIOIIUM
HaJU4Yue U3MEHEHUM B MBIIICYHOM TKaHU. XapakTepHbl NU(Gy3HOTO XapakTepa
FOMOT€HHbIC,  MEJIKO3EPHUCTbIE  M3MEHEHHs.  OTMmedaeTcs  MOBBIIICHUE
9XOT€HHOCTH MBIIICUYHON TKaHU, TUdPy3HOTO XapaKTepa.

Takum oOpazom, npu IIMJ1/b MBIIIIEYHBIE aucTpodu,
xapaktepu3yromuecs AuGQGy3HOH, MEIKO3EPHUCTOW THIEPIXOTEHHOCTHIO, C
MOTEPE ApPXUTEKTOHWKH MBIIICYHON TKAaHHW, C OTCYTCTBUEM AH(GHEpPESHIIMPOBKU
MEXIy KOPTHUKAIBHBIM CJIOEM KOCTHOW TKAaHW W MBIMICYHBIX (HaCIHid, XOPOIIO
pacro3HaroTCsl NpU YITPA3BYKOBOM HCCIIECIOBAHHMM, AK€ HA PAHHUX CTaJUIX
3a00JIeBaHUM.

B  derBeproii rnmaBe «MHTe/UIEKTyaJbHOEe  pa3BUTHEe JeTedl ¢
NPOrpeccupyrouuMu MbllleYHbIMH aucTpodusavu omenna/bexkkepa» niis
OIICHKH HMHTEJUIEKTyalbHOrO ypoBHA 166 GonbHbiM ¢ [IMJIJ] u 15 GonbHBIM C
[IM/Ib  BBINOJIHEHO 3KCIEPUMEHTAIBHO-TICUXOJIOTUYECKOE TECTUPOBAHUE C
npuMeHeHueM Matpurbl PaBena (tect wuHTemIekTa). KOHTponbHYHO TpyImy
COCTAaBWJIM 3JI0POBBIC JIETH 0O€3 HEBPOJOTHYECKOM TATOJIOTHH aHAJIOTHYHOTO
BO3pacTa. Y CTaHOBJICHO, YTO CPEIHUE OLICHOYHBIE MOKA3aTeNIM 10 TUMaM 3aIaHui
y nereit ¢ [IMJ1J] Obutn 3HaunTeNnbHO HUKE, yeM nipu [IM]Ib, nokazatenu [IM/1b
HE JOCTOBEPHO OTJIMYAIWUCh OT KOHTPOJBHOW TPYIIIbI, MOJYy4YCHHBIE JTaHHBIC
npencrasieHsl Ha pucyHke 3. Kak BugHo 3 nuarpammel B cepusix C, D, E y nereii
¢ IIMIJI cpegHue OLIEHOYHBIE TOKA3aTENM JAOCTOBEPHO OTIMYAIUCH OT
moKazaTened KOHTposbHOU rpymmbl (4,2+0,14, 3,3+2,3, 1,4+1,1 Gamna mpoTus
8,1+0,68, 7,2+0,58, 3,3+0,78 Oamma cooTtBercTBeHHO; P<0,05). IIpoBemennoe
HCCEeI0BaHNEe MNoKa3ano, yTto y gered ¢ [IMJIJl BbICOKMI W BBIIIE CPEIHETO
YPOBEHb UHTEIJIEKTA HE perUcTpUpyeTcs, Toraa kak y aereii ¢ [IMJIb —y 31,6%.

40 38 358
M KI- KOHTpoAbHaA rpynna (n=40)
_ 30 H NMMAOwowenHa (n=166)
g 22, B NMJBekKkepa (n=15)
B 20
102 9,7 93
10 7,2 1] 6,3 8,8 8,1 42 7,6 7,2 6,8
inll D=l N=E BiE 2-2
o UM ST S S S
Obwwminbann A B C il E

Puc. 3. Yposens IQ no pesyabraram tecra PaBena y nereii crapue 9 jet B
3aBMCHMOCTH OT KJuHu4eckoi ¢gopmul IIM/I (p<0,05).

Cpennuit  ypoBeHb HaOmonmancs y 52,6% nereit (P<0,01), Torma kak
NOKA3aTEIM HWHTEIUIEKTa HIXKE CPENHET0 perucTtpupoBaiuce y 15,8% nerei
(P<0,01) ¢ IIMJIb. Tlo naHHBIM, TTOJTy4EHHBIM B X0Ji¢ IpUMEHEHUs TecTa PaBeHa,
MO>KHO CYJIUTh O HU3KOM YpOBHE HEBEpOATbHOIO MHTEIJIEKTA, YTO COOTBETCTBYET
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NErKOM cTereHu ciaboymusi, KOTopas BcTpedanach y 6,6% nereit ¢ IIMIJL, y
nerer ¢ IIMJIb sta cTeneHb HMHTEIUIEKTa HE PETUCTPUPOBAIACH. Y MCTBCHHAs
OTCTAJIOCTh ~ PA3MYHOW  CTeneHH (OT TMOTPAHUYHOM  WHTEJUIEKTYaJbHON
HEJ0CTaTOYHOCTH 70 cnaboymusi) pazsuBaiach y 71 (43%) 6onpubix ¢ [IMI.

JlaHHble  UCCIENOBaHMS  TMOATBEPXKIAIOT  JIMTEPATypHbIE  JIaHHBIE O
HEO0OXOIUMOCTHU IPOBE/ICHUS TECTOB JUTSI ornpeeIeHus YpOBHS
UHTEJUIEKTYaJbHOTO pa3BUTUSL C LENbI0 JalbHEWIIed MeIUKaMEeHTO3HOU U
MEIarOTMYeCKON KOPPEKIIMM YMCTBEHHOTO Pa3BUTHUSI W HHTEIUIEKTYaJlbHOU
HenocratouHocTu y aeren ¢ [IIM/JI/I.

B msroii rnaBe nuccepranuu «llokazaresin MoJIeKYyJISAPHO-TEeHETHYECKHUX
HCCJIe0BAHMIA M UX BJIMSIHHE HA KJIHHHUYECKOEe TeYeHHe MPOrpeccUpyonux
MBbIIIEYHBIX AucTpoduii /romenna/bekkepa» naHa ONEHKa MYJbTUILUIEKCHOU
[TI[P-mnarnoctuku, kocBeHHouW JIHK-mmarHocTMku, CEKBEHMpOBAHHS TE€HaA
nuctpouHa, a TakKe pe3yibTaThl MPOBEACHHUS MPEHATAILHON MOJIEKYJISPHO-
T€HETUYECKON JUArHOCTUKH B CEMBSIX BBICOKOIO PHUCKA MO POXKICHHUIO JIETEH C
IIMJ/b.

[Ipssmas JIHK-numarnoctuka mposenena 99 mamuentam ¢ [IMJI /b u3 86
ceMeit, 92 (92,9%) nanuentam ¢ [IMJ] Hromenna, 7 (7,1%) mamuentam — ¢ IIM/]
bekkepa. Ananuz mpoBojuics 1o 20 3K30HaM TeHa AUCTpoduHa - TPOMOTOpHAS
obnacte, 3,4, 6,8, 13,17, 19, 32,42, 43, 44, 45, 47,48, 50, 51, 52, 53, 60 5K30HEI.

Ilo pe3ynbrataM MOJEKYJISIPHOM TUArHOCTUKH Y 35 manueHToB (35,4%) u3 32
cemeit (37,2%) neneunn He oOHapyXeHbI, a y 64 marueHToB (64,6%) U3 54 cemeit
(62,8%) ObLIM BBISBIEHBI JEJE€UU T'eHa AUCTPO(UHA pPa3IMYHON UIMHBI — OT
OJIHOTO /10 JEBSTH 3K30HOB: B 70,4% cembsix BepUPUIMPOBAIUCH NPOTIKEHHBIE
nenenuu (44 manueHTta), JAelelMyd OJHOTO 9K30HAa BCTpeudanuch B 29,6% cembix
(20 maruentoB). OCHOBHOM JENEUOHHBIA CHEKTP pacrojarajics B JUCTaIbHON
gacTu reHa auctpoduna — 3’-koune (geneunu 40-60 5K30HOB), UTO COCTABUIIO
78,1% (42 cembu, 50 manuentoB). [lo pesynbTaTam reHeaJorHyecKOro ornpoca
BBISIBJICHO 5 CeMeil, B KOTOPBIX POJUTEIHN COCTOSIIM B POJCTBEHHBIX Opakax, 4To
COCTaBWJIO OKOJIO 6,2% oOT 0O0IIero KoJW4YecTBa OOCIeNyeMbIX CeMeH, IeNeiuu
BBISIBJICHBI B 4 ciydasx OJu3KopojacTBEeHHBIX OpakoB (80%). CooTBETCTBEHHO
HEpoJICTBeHHBIE Opaku coctaBmin 93,8% (76 cemeit), nenernuu BeIsBIEHB B 59,2%
ciydaeB (45 cemeit) (puc.4).

I 1
POACTBEHHBIE BpaKn

HEePOACTBEHHbIE 31
6paku a5

0 10 20 30 40 50

‘ B aeneunn He BeIABNeHBl O geneunn BblFlBJ"IEHbI‘
Puc. 4. Yactrora poacreeHHbIX OpakoB B cembsix ¢ [IMb /I/b
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Mytamuu rena guctpoduHa, oOHapyKEHHBIE B 4 CEMbSIX C POJICTBEHHBIMU
Opakamu, XapakTepU30BaJIUCH JIETIEHUSIMU OJIHOTO PK30HA B JIUCTAJIHLHOM pailoHe
3’-konna (menenuu 48, 50 m 53 5K30HOB), MpUYEM B 3 CEMbSIX MBIIICUHAS
auctpodus JlromeHHa onpeaensuiach B JaHHOM ITOKOJICHUH BIiepBble. MyTarmii de
NOVO B HAIIMX UCCIIEIOBAHUSAX BCTPEUAIUCH MTOYTH B 2 pasza pexe M0 CPaBHEHHIO C
BBISIBJIIEMOCTBIO CEMEWHBIX CllydaeB 3a00JieBaHUs 3a00JE€BaHUNA MO «TOPSIYUM
Toukam» rena auctpoduna (32,6% npotus 67,4%).

[Ipu copaandeckux ciaydasx U CEMEUHBIX (hopmMax B OOJBITUHCTBE CIIydacB
Yainie BBIABSUINCH ACNCIUA B JUCTAIBHOW YacTH TeHa AucTpoduHa — 3'-KOHIIE
(neneuust 40-60 »>k30HOB), mouTd B 3,6 pa3 yalle MO CPAaBHEHUIO C YaCTOTOMN
BCTPEYAECMOCTH MIPOKCHUMATBHBIX JIEJICINH TeHa TUCTpOodrHA B 5’-KOHIIE (JIenerun
3-19 sk30H0B) (puc. 5).

[Ipu ananuze aenennii HauOoOJIee YACTO BBIABISUIUCH JI€JIEUUU B JUCTATbHOU
4acTH reHa quctpoduna, 4to cocTaBisiio 79,6% OT BCeX BBISIBJICHHBIX MyTallui B
ceMbsix: 50 3k30H — B 24 cnyyasax, 51 sk30H- B 22 ciydasix, 52 3k30H — B 16
ciydae, 48 sk30H — B 17 ciydasix, 53 3k30H — B 11 cuyyasx; 32 sk3on — 1; 42
AK30H — 1; genenuii mMpoMoTOpHON 30HBI U 60 3K30Ha HE ObUTIO BbIsIBIEHO. [lpu
IPOKCUMAJIBHBIX MYTAIMSIX Yalle BCTpeuyaauch aeneuuu 19 (B 7 ciydasx), 6 (B 7
ciyvasix), 4 (B 6 ciaywasix) u 17, 13, 8 B paBHbIX KoiudecTtBax (B 5 ciydasix
COOTBETCTBEHHO) 3K30HOB.

IIpn comocraBnennn aaHHbIX npsamout [P nuarnoctvkyn B 3aBUCMMOCTH OT
kinHnyeckux ¢popm [IM/] Hamu Obu1o ycTaHOBJIEHO, uTo U3 92 nereit ¢ [IM] y
32 nenenuu (34,8%) He oOHapyxeHnbl, cpeau 7 neret ¢ IIMb y 3-x nereit
(42,9%). 13 86 cemeit B 94,2% cnydasx (81 cembs) ormeuanacs [IMJI/], a B 5,8%
(5 cemeit) IIMJIB. B 29 cembsax ¢ IIMJIJ] nenemus He BBISBICHA, YTO COCTABHIIO
35,8%, a cpeau 5 cemeit ¢ [IMJIb — 60% (3 cembu). OCHOBHOM JeICIMOHHBIN
ciektp y mnanueHToB ¢ IIMJIIJI/b pacmonarancs B JucTalbHOM 4YacTH TeHa
nuctpoduna, uro coctaBuio 71,8% (46 mauuentos; 41 cembsi), B MPOKCUMAIbHON
gact — 21,8% (14 namuenTos; 11 cemeit).

YcraHOBIeHHE MyTalnuud (€ novo Takke HMENO CBOK OTIHYUTEIbHYIO
XapaKTEPUCTUKY B 3aBUCUMOCTH OT kiuHuueckux ¢opm [IMJIJI/b, Tak npu
I[IMJIJ1 cemetinbie ciaydan ObutH 3apeructpupoBanbl y 32,6% mamuentoB (30
6onbpHBIX), Toraa Kak npu [IMJIb orn otMeuanuces B 2,6 pa3 yarie U COCTaBUIH
85,7% (6 GonbHBIX). [Ipu comocTaBlIeHHH YAacCTOTHl BCTPEUAEMOCTH MyTanuu de
Novo B cembsax 0osibHBIX [IMJI/] ycTraHoBieHO mouTu 3-X KpaTHas Mpeodsiaianue
nipu cpaBHeHuu ¢ [IM/Ib.

BoisiBnena — KoppeisiiiuOHHas — CBSI3b  KJIMHUYECKUX  CHUMIITOMOB U
pacrojoxkeHus aenenuii reHa quctpoduna. Tak, mpu IPOKCUMANIBHBIX JETIeIUsIX
oTMeyYanach mpsiMasi B3aUMOCBSI3b CO CPOKOM MaHHU(]ecTaluu U BBIPAKEHHOCTHIO
JBUTAaTEJIbHBIX HApPYIIEHUM, B YaCTHOCTHM TaKUX KAaK paHee NPUCOECANHEHUE
KOHTPAKTYp KOJIEHHBIX W TOJIEHOCTOMHBIX CYCTaBOB. KoppensuuoHHON CBS3H
KJIMHAYECKUX TPOSIBIICHUI B 3aBUCHMOCTH OT MPOUCX0XIeHUs MyTanuu (de novo
Y CEMEWHBIE CIIy4an) U MPOTSHKEHHOCTHIO IETICIUN yCTAHOBIICHBI HE ObLITH.
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Myrtauuu de novo CemMeiinble ciiyyau 3a00/1eBaHUsA

—19 cembn (35,2%) — 35 cemeii (64,8%)
5’konern — 3’komnern — 5’koner — 3’konerr —
5 cemeii 14 cemeit 6 cemeii 29 cemeii
(26,3%0) (73,7%) (17,1%) (82,9%0)

Puc. 5. CoorHomenue mytanuii de novo u ceMeifHbIX cJiy4aeB 3a00J1eBaHUH 110
«TOpPSIMMM TOYKAM» IeHa AucTpoduHa.

Kocsennas  JIHK-mmarHoctmka ¢ NPUMEHEHHEM  BHYTPHUI€HHBIX
BBICOKOTIOJIMMOP(HBIX MapKepoB, pacoyiokeHHbIX B 45-M (STR-45), 49-m (STR-
49), 50-m (STR-50) unHTpOHAX TeHa, ObuTa mpoBeneHa 61 poacrBeHHmIe U3 21
ceMmbt, oTsaroménHon mno I[IMJJ/B. U3 21 cembu B 33,3% (7 cemeit) npu
nposeaeHun npsmor JIHK-nuarHoctuku neneunuu B reHe aucTtpoduHa He OblLn
BbIsIBJICHBI, B 14,3% (3 cembu) — ObUIH BBISBIICHBI JieJelud B 5°-KoHIIE, B 52,4%
(11 cemeit) — ObLTH BBISIBIICHBI JICTCINHU B 3 -KOHIIE.

[IpoBenen ananu3 crermieHHoctn STR-45 STR-49 u STR-50 mokycoB ¢
nenernyen 3k30H0B reHa DMD: Bcero ucciaegoBaHo 26 310pOBBIX XpOMOCOM 0Oe€3
neneruii (13 HEPOACTBEHHBIX KCHIMMH) M 43 XpOMOCOM OOJIBHBIX C JeJeIuei
remuzurora no STR. BeisiBiieHa sIBHas TEHACHLHMS K YBEJIWYEHUIO YPOBHSA
TeTePO3UTrOTHOCTU KeHIHMH 1o STR45, ¢ Hamuumem neneruu X-XpoMocoM TIO
CPaBHEHHUIO C KEHIIMHAMU C OTCYTCTBHEM JelelMH X-XpPOMOCOM. YPOBEHb
rerepo3urotHoctd STR45 B X xpomocoMax ¢ OTCYTCTBHUEM [I€JICIIUM COCTaBUII
23.1%, a B rpynrme ¢ HanuuueM aeneunu 41,9% (X2=2,5; P=0,1; OR=2,4; 95% ClI
0,8028- 7,175). Paznuune B MHIEKCE reTepo3uroTHocTd mo jokycy STR49 B X
XpPOMOCOMax ¢ U 0e3 AeNeIuu 0Ka3aaoch 3HAUUMBbIM, U cocTaBuiio 34,9% u 11,5%,
COOTBETCTBEHHO (X2=4,6; P=0,03; OR=4,1; 95% CI 1,058-15,9). VYposens
CUEIUJIEHHOCTHU rerepo3uroT no Jokycy STR49 ¢ neneuwmeit s3x3oHoB rena DMD
okaszasica B 4,1 pa3 3HaUMMO BBILIE€ [0 CPABHEHHUIO C IE€TEPO3UTOTaMU JTAHHOTO
Jokyca ¢ oTcyrcTBUeM nenenmu. Yactora moiumopdHoro jokyca STR50 B X
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XpOMOCOMax C HAJIMYMEM M OTCYTCTBHEM nenernuu coctaBuina 23,2% u 15,4%,
COOTBETCTBEHHO (x2=0,6; P=0,4; OR=1,7; 95% CI 0,464-5,987). Ilpu sTom
pasIMyue B 4YAcTOTE B CpaBHUBAaeMBIX TIpymmax X XpOMOCOM OKa3alocCh
HEI0CTOBEPHBIM (Tad1.3).

Tabauma 3
Yacrora pacnpenejenus aejenuu 3k30H0B rena DMD u STR B rpynnax
NanueHTOB
Beero nugopmatuBubIX | orp 45 STR49 | STR50 | Beero

pe3yibTaToB nmo STR

X XpOMOCOMBI €

6(23,1%) | 3(11,5%) | 4 (154%) | 26 xpom
OTCYTCTBUCM ACICHIUU

X XpOMOCOMBI €
HaJIMYUEM JETIEeHUN

18 (41,9%) | 15(34,9%) | 10 (23,2%) | 43 xpom

Kak BuaHO u3 TaOinuibl, BBIABICHA TEHACHIUS K YBEIWYEHUIO YpPOBHS
TeTEPO3UTOTHOTO COCTOSHUS B XPOMOCOMAaX C HAJIMYMEM JUCTAIBHBIX MYTallUU 110
CPaBHEHHUIO C MPOKCUMAIbHBIMA (X2=1,8; p=0,2). 13 obcnenoBaHHbIX 12 *KEHIIUH
HOCHUTEJIBHUI] MPOKCUMaNIbHON MyTauuu y 7 (58,3%) BBISIBIEH reT€pO3UTOTHBIN U
y 5 (41,2%) romosurotHbii reHotun 1o STR 45. I'eTepo3urorHoctsb
mynbTUaienHbpix STR-45 STR-49 u STR-50 n0KycoB B MOATpyMIax KEHIIUH C
OPOKCUMAaJbHBIMU M JAMCTAJIBHBIMU JEJCHUsIMH TIeHa AUCTpOoPHUHA COCTaBUIIA
22,7% n 77,3%, COOTBETCTBEHHO.

Jnsa  omnpeneneHuss YpoBHS HUH(POPMATUBHOCTH T.€., TE€TEPO3UTOTHOCTH
munykineotuqaoro (CA),g moBropa STR-45 rtena muctpoduna nHamu Obun
uccliieoBaHbl 44 HEPOJICTBEHHBIX 3/10pOBbIX X-xpoMocoM. Habmonaemast yactora
reTEePO3UTOTHOCTH JJaHHOTO Mapkepa coctaBuia — 59,1% (0,59; 26/44) (Tab:1.4).

Jlist rerepo3urotHoro redorumna nonumopdusma STR-45 BeIsIBIEHO, YTO
HaOmroaemasi yactora retepo3uror (Hgps) CTAaTUCTHUECKHM 3HAYMMO BBIIIE IO
CPaBHEHHMIO C 0XKMIAaeMbIM Hey, paccunTanHOM 10 3akoHy Xapau-Baiin6epra (0,59
npotuB 0,42%, COOTBETCTBEHHO, x2=3,9; p=0,049). Koadpduruent orknonenus F
(bakTHYECKON reTepo3uroTHOCTH OT TeopeTudeckoit coctarui +0,4.

Tabauna 4
Oxupaemble U Ha0JII0JaeMble YaCTOThI pacnpeaeeHus renorunos no PXB
reHeruyeckoro mapkepa STR-45(CA),g

YacTtoTa r€eHOTHUIIOB
r 2 P
CHOTHIIBI HaOmronaemas Owcrtnaemast Hexp X
I"Iobs

-/- 0,41 0,5 0,34

-+ 0,59 0,42 1,6
0,049

+/+ 0,00 0,09 1,92

Bcero 1,0 1,0 3,9
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Takum  obpazom, mns STR-45 (CA),s mokazarens D okazancs
MOJIOKUTEIBHBIM, M HaxonuTcst >0. 3Hauenue Hops HaxoauTest 6JIM3KO K IMOKa3aTesto
0,6 4TO CBUIETEILCTBYET O BHICOKOM YPOBHE MH(POPMATUBHOCTH JAHHOT'O MUKpOCa-
TEJUTUTHOTO TMOJMMOp(U3Ma NIl BBISBICHUS T€TEPO3UTOTHOIO HOCHUTEILCTBA U
npeHaTanbHOU JIHK-nuarsoctrku B ceMbsx Bbicokoro pucka [IMIJ1/b.

MukpocartemmTabie  nomumopdusMuble  mOBTOpel  (CA)yy u (AC)g
PacIoJIOKEHBICOOTBETCTBEHHO B HWHTpoHax 49 u 50 rena muctpoduna. ITu
MOJIMMOP(GU3MBI, TaKKe 00IaNar0T ONPEACIICHHBIM KOoau4ecTBOM-CA IOBTOPOB
(24 m 16 COOTBETCTBEHHO) HACJICAYIOIHUXCS IO 3aKkoHaM MeHnens. bburo
oOHapyxeno, urto mnomumoppmsm STR-49(CA),; HaXomuTcsi B CHIBHOM
HepaBHoBecun 1o cremwieHnto ¢ STR-50 (AC),s crmemoBaTenpHO, W C
MUKpOcaTeUNIUTHBIM TToauMoppu3mMom STR-45 (CA)yg, 4TO J€raeT 3T MapKephl
MOJIE3HBIMU, KOTJIa KAaKOW TO U3 3TUX MAapKEPOB HE OKAXKETCI UHPOPMATUBHBIM.

B onpeneneHun ypoBHSI T€TEPO3UTOTHOCTH STUX TMOJUMOP(PHU3MOB TaKkKe
UCCIeN0BAUCH 44 HEPOACTBEHHBIX X-XpoMocoM. B o0oux citydasix paccunuTaHHas
(pakTHUECKas YacToTa reTepo3urot cocraBuia 45,5% (0,45; 10/22). IIpoBeaeHHbIN
HAa OCHOBAaHMM IIOJYYEHHBIX JAHHBIX TMOJICYET YPOBHA TEOPETHUYECKOMN
reTePO3UTOTHOCTH, T.€., UHOOPMATUBHOCTh JAHHBIX MYJIbTHAICTBHBIX CUCTEM, B
HAIIMX MCCIEIOBAaHHBIX BBHIOOpKaX, MO ypaBHeHHIO Xapau-BaiitnOepra cocraBui
no — 0,35. Kak BuHO, /UIsi 000UX MOTUMOP(PU3MOB TEOPETUUYECKOE KOJIMUYECTBO
reTEPO3UrOT CTATUCTUYECKU HE 3HAYMMO CHIDKEHO MO CPaBHEHMIO C (DAKTUUECKUM
(0,35 u 0,45, COOTBETCTBEHHO, X2=1,9; p=0,2). OTHOCHTEIbHOE OTKIOHCHHE
dbakTuyecKon eemepo3ucomuocmu OT TEOPETUUECKON 0Ka3aJ0Ch MOJIOKUTEIbHBIM
u coctasuio D=+0,3.

['eTepo3UroTHOCTS MyJbTHALIENBHBIX JOKycoB STR-45 (CA),s  STR-49
(CA) 24 m STR-50 (CA)y¢ sBHmseTCS MapKepoM BBIABICHHUS HOCHUTEICH U
npenatanpHort JIHK guarnoctuxkm wmumonatuii  [{romenna/bekkepa B cembsx
BBICOKOI'O  PHCKA. PaccuntanHbpll HMHAEKC CYMMapHOW TEOPETUYECKOU
reTepO3UTOTHOCTH 3TUX JOKYcOB cocTaBuia 0,71. 1o o3Havaet, uto 71% KeHIUH
UCCIIeyeMOM BBHIOOPKH TEOPETUYECKHU SIBISIETCS MH(POPMATUBHBIM IO OJHOMY W3
Tpex nmosmMopdHBIX MapkepoB s kocBeHHOU JIHK-muarnoctuku. OmgHako, nmpu
COBMECTHOM HCCJICIOBAHUM TPEX MYJIbTUAJUICIBHBIX TMOJIUMOPPHBIX MapKEpOB,
3¢ (PEKTUBHOCTH BBHISBJICHUS T€TEPO3UTOTHOTO HOCUTEIHCTBA TEHA CPEAM JKEHITUH
coctawia 83,3% mnpu STOM, pa3nuyue MEXAYy CYMMAapHOW OXUIAEMOW U
Ha0I10/1aeMOM YaCTOTAMH IeTEPO3UTOT 0KA3aJI0Ch CTATUCTUYECKH HE3HAYMMBIM.

Takum 00pa3om, BBHISIBIICHA MOJIOKUTEIbHASI KOPPEISATUBHASI CBS3b MEXKIY
HOCUTEIHLCTBOM  PA3jUYHBIX JICJICIIMOHHBIX MYTallMii W  TeTEPO3UTOTHHIM
coctosstHueM  noiumopdueix  JokycoB  STR-45, STR-49 wu  STR-50.
I'ereposurotnsiii reHoTHT STR-45 (CA)2g siBNsIETCS BBICOKO MHGOPMATUBHBIM MPU
BBISIBJICHUW TETEPO3UTOTHBIX HOCHTEIBHUII MOBPEKICHHOTO TeHa AUCTpoduHa y
poacteennu] 6oasHoro [IMJIJI/b B Y30ekucrane.

IIpr oTCyTCTBMM 4YacThIX IEJIEUUH IO pe3ysbTaTaM IIPSMOW M KOCBEHHOU
JIHK-nmuarHOCTMKM  NOMCK  MyTallMii  MOXET  OCYLIECTBISATHCS  METOJIOM
CEKBEHUPOBAHMSI TeHa JUCTpO(dUHA.

B xoxe uccrnenoBanus CeKBEHUPOBaHUE TeHA TUCTPOPrHA OBLIO MPOBEIEHO 2
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o6omeabiM  [IMJIJI/Bb. TlokazanusiMu Jisi TIPOBEACHHSI CEKBEHUPOBAHUS OBLIO
HaJIMUWe KIMHUYCCKUX CHMITOMOB M Omoxmmuueckux oTkiaoHeHu IIMJIJI/b, a
TaKX€ EPBUYHO-MBIIICYHBIX TOPAKEHUH O pe3ysibTaraM DMI' ncciienoBanuii.

B pesynbTaTe cekBEeHHMpOBAaHMS T'eéHa TUCTpo(dHrHA B MEpPBOM ciiydyae Oblia
oOHapykeHa paHee ONUCaHHAas MyTalus - JIyIUIMKalus 5K30HOB 3-7 B TreHe
aucTporHa B TEMH3UTOTHOM COCTOSIHMM, TPUBOJAIIAS K CIBHUTY «PaMKH
CUMTBHIBAHUS», YTO XapaKTEPHO IJis KIMHUYEcKor ¢opmbl 3aboneBanus [TMJI/I.
Bo BTOpOM ciyuae BbIsiBieHa paHee He onucaHHas myTanus C.4518+2T>A B rene
TUuCcTporHA B TEMHU3UTOTHOM COCTOSIHMH, MPHUBOJMSINAS K 3aMEHaM B ydacTKax
JIOHOPOB CAWTOB CIUIAWCUHTA.

Takum 00pa3oM, CEKBEHUPOBHUE TIE€HA AUCTPO(PUHA SIBISETCS METOJIOM
noareepxkaaromel nuarnoctuku [IMIJ1/b npu Hanuumm KIMHUKO-1a00paTOPHBIX
MPU3HAKOB 3a00JI€BaHMS W OTPHUIATEIbHBIX PE3yJbTaTax, MOJIYYECHHBIX B XOJI€
UCIIOIb30BaHUs JOCTYIHBIX METOJIOB MpsiMoi U kocBeHHoU JIHK-auarnoctuku.

Ha 6aze PecnyGnukanckoro mnentpa «CKpUHMHT Matepu U peOEHka» Obuia
IpoBe/ieHa TpeHaTalibHasi uWHBa3uBHas nuarHoctuka [IMJIJI/b 7 GepemenHbiM
YKEHILMHAM, BBIHAIIIMBABIIUM ILIOJ MY»CKOTO I0J1a, U3 CEMEW BBICOKOT'O PHUCKa MO
naHHoM matosioruu. M3 HUX B 2 ciiydasix Ouomartepuall miojaa JJis JajlbHEHIIero
JHK-uccnenoBanusi ObLI MOJYyYe€H METOJOM aMHHOIIEHTE3a M B 5 cliydasX ObLI
IIPOBEJIEH KOPAOLIEHTES.

[To pesynbratam JIHK-muarHoctuku B 3 cimywasx (48,2%) y mionoB ObLam
WICHTUPUIMPOBAHbl JIeJIEIUM B TEHE JUCTpOoPUHA ¢ BBICOKUM PHUCKOM
KIMHUYECKOW peanu3aiu  3a00JeBaHUs TIOCJIE POXKIACHUSA, CEMbSM OBLIO
PEKOMEHJOBAaHO  TpepblBaHUE  OEPEMEHHOCTH IO  MEIUKO-TEHETUYECKUM
MoKa3aHusM. B OCTalbHBIX CEeMbSIX Yy IUIOJIOB MyTallUM TeHa JUCTpoduHa
oOHapyXeHbl He ObLIN, OEPEMEHHOCTh ObLIa MPOJOHTUPOBAHA U B TOCIEACTBUU
OBLJIO TIPOBENICHO MOCTHATAIBHOE OOCIEeIOBAHUE JIETEH C IENbI0 MOATBEP KICHUS
OTCYTCTBHUS MyTalliii B TeHE AUCTPOUHA.

[IpoBeneHne mnpeHaTalbHOW NMArHOCTHUKM B CEMBSAX BBICOKOIO PHCKA IO
I[IMJI/I/b mo3BoiMiIO TPEeAYNpEeanuTh POXKICHHE OONBHBIX JETEeH M CHU3UTH
WHBAJTUIN3ALIAIO CPEU ICTEH 10 JaHHOMY 3a00JIEBaHUIO.

JlaHHbIE ~ pe3yJbTaThl  aHalU3a  KIMHUKO-MOJEKYJISIPHO-T€HETUYECKUX
ocobennocteit [IMJIJI/b cpenu OOJNBHBIX B MOMYJSAIMK Y30€KHUCTaHA MTO3BOJIAIN
pazpaboratre anroput™m guarHoctuku [IMJIJI/b (puc. 6), MO3BOJISAIOMIMIA
JIMarHOCTUPOBATH JaHHOE 3a00JIeBaHUE HA PAaHHUX dTamax.

CornacHo kputepusiM 3Qp(GHEKTUBHOCTH MPUMEHEHUS alTOPUTMA TMarHOCTUKU
[IMJI MiomenHa y Aereid HamMu OBUIO YCTAHOBJIEHO, YTO B OCHOBHOW TpyIie
HaO0JII0AAJIOCh IOCTOBEPHOE YKOPOUEHHE CPOKOB JUArHOCTUKH B 2,8 pasza (P<0,05),
TaKk B OCHOBHOW TpyMmIme cpeaHee KOJWYECTBO 3aTpayeHHBbIX JHEH COCTaBUIIO
10,6+0,39 nnsi, Torma Kak B TPyNIe CPaBHEHHUS CPOKH JAMATHOCTUKH B CPEIHEM
coctaBuiu 29,3+0,88 nus. JlaHHBINM anrOpuT™M TUArHOCTUKU TakXke ObUT BHEAPEH B
pErHOHABHBIE CKPUHUHT TIeHTPhI — KamkagapeuHckoit 1 CamapkaHICKOH 001aCTH.

KomnreiotepHas 60aza gaHHBIX «D1eKmpouHas 06a3a OAHHbIX HO pe2ucmpayuu
O0bHBIX ¢ npoepeccupyroweli MvluleyHot oucmpoguet Jfrowenna/bexkepa 6
V3bexucmane» cosmana B cpene MS ACCESS u mpepnaszHadeHa Jjisi BBOJA,
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XPaHEHWUsI, OIEHKH PE3yIhTAaTOB MOHUTOPHHTA U TOAJACPKKU (HYHKIIMOHUPOBAHUS
peructpa OonbHbIX ¢ [IMJIJI/b B Pecnybnuke Y3b6exuctan. Bueapenue 6a3bi
JaHHBIX TI0 PETUCTpAK OOJIBHBIX C MPOTPECCHPYIONICH MBIIIEUHOW TUCTpodueit
Hromenna/bekkepa umeeT psii MpuBMWIETHH 1 3()(HEKTUBHOCTH PUMEHEHUS.

MuonaTu4ecKkuid CHHIAPOM

\ 4

I'eneajiornueckmnii anamMHe3

Ha Her

Ja v v Her

BbuoxumMunuyeckune uccaea0BaHUs
Peskoe nossimenue ypoas KOK, JIIAT, AnT, AcT

<
<«

v
HUronpuatroe DHMI

v

IIpu3HaKku NEpBUYHO MBILLIEYHOTO Her
MTOPaXKEHHUS

v
IIMI/B ue

MOATBEPKIEH

Ha

A 4

JlonoTHUTE IbHBIE METOABI HCCJIEIOBAHUA
V3U cepnua, KT, Y3U ckeneTHbIX Mbli, D3I

{

v
I'enernyeckue MeToabl HCCJICTOBAHUS

[psmas JJHK nuarHoctika Ha BBISBIEHUE MAXKOPHBIX MYyTalMid TeHa JUCTPOPHUHA:
MIPOMOTOpHAast 00nacTs, 3, 4, 6, 8, 13, 17, 19, 32, 42,43, 44, 45, 47, 48, 50, 51, 52, 53, 60 sk30HHI

v

Jenemus He oOHapy)eHA

A 4

Kinanyeckuit 1uarsos
[IMJ1/1/b nmonTeepkacH

Henemnus obHapyxeHa

A 4

BrisiBiiena Mmyranus MyTarus He oOHapyKeHa

4 v yy

CekBeHUpOBaHUE TeHA AUCTPOPHHA (TYTUIMKAIMH, TOYKOBBIE MYTAIIUH )

A 4

Kocsennas JIHK nuarHoctuka: onpeiesieHlue HOCUTENbCTBAa OJMHAKOBBIX MAPKEPOB MYTAHTHOTO T€Ha
(STR-45, STR-49, STR-50) y nmpobania u poACTBEHHHKOB

Her Ha

A 4

Myrarus de novo IIpenaranbHas JUarHOCTUKA

Puc. 6. AnropuT™M AMarHOCTHKHU NPOrPecCHPYIOIMX MbIIIEYHBIX AUCTPOUii
Mromenna u bexkepa

B mecroii rmiaBe «Koppekuusi ABHraTeJIbHbIX M HHTEIEKTYAJIbHBIX
HAPYLWIEHUN Yy JeTell ¢ MNPOrpecCUpPYHIIUMHU MbIIICYHBIMH AUCTPOPUAMM
Mromena/bexkkepa» npuseneHa 3QPeKTUBHOCT MPEITOKEHHBIX METOI0B KOPPEK-
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IIUU JIBUTATEIbHBIX U UHTEIUICKTYaNbHbIX HapymeHuit y 231 nereit ¢ [IIM/11/b.

Bo Bcex cinydasx y oOcnemoBanHbIx aetert ¢ I[IMJIJ] Obun yCTaHOBJICHBI
JIBUTATENbHbIE HApyIleHUs. B HaluxX HCcleoBaHUAX B KOMIUIEKC JICUEHUS ObLI
no0aBJeH JIeBOKapHUTUH. Ha 2-5-i cTaausx TedyeHus MHUOMATUYECKOTO Mpoliecca
1esnecoo0pa3Ho napenrepaibHoe npuMmenenue 10% pactBopa KapHUTHUHA XJIOPHUAA,
KOTOPBI 00J1a/1aeT METabOINYECKUM, HEHPOTPODUUECKUM, KapIUOTPOPUIECKUM U
AHTUOKCHJIAHTHBIM CBOKCTBAMH, B TeueHue 10 AHEN ¢ IanpbHEeHIIUM Mepexo/IoM Ha
nepopaIbHbIl TpUeM B aMOYJIAaTOPHBIX YCIOBHSIX JUIMTENBHOCTBIO 110 20 mHel
(xypcoBoii mpueM B TeueHue 30 JHeW) C MOCHEAYIOMIMM TMEPEephIBOM 2 Mecdla
(4 kypca B TOq).

JleTsM ¢ yMCTBEHHOM  OTCTaJOCTBIO €  METa0OJIMYECKOM U
HEUPOMPOTEKTOPHOU 11€JIbI0 OBLT HA3HAYEH KOPTEKCHUH (SMI/5JI€T) U1 MEMaHTHHA
TUAPOXJIOPU, 03y KOToporo mnonbupamun u3 pacyeta SO00MKr/kr/cyr, c¢
TUTPOBAHUEM J03blI (IIar TUTPOBaHMS 2,5 MKI/CyT uepe3 | Henenro) B TEUEHHE
1 mecs1a MOCTOSIHHOTO NpUeéMa B YTPEHHHE Yachl TIOCTIE €J1bI.

O} PexTUBHOCTh KOMILJIEKCHBIX METO/JI0B MEIUKaMEHTO3HOW Tepamuu Obuia
omnerHeHa y 231 nereit ¢ IIMJIJI/b, koTopbie METOIOM CcClenoil BHIOOPKU ObLIH
nojpasiesieHbl Ha 2 JedyeOHble TpYyNNbl: OCHOBHYIO TIpynmy cocraBuian 135
pebenka (1 rpymma), KOTOpPbBIM Ha3Hayalach ONTUMHU3UPOBAHHAS KOMILUIEKCHAs
Tepanus (mpernapaThl KapHUTUHA B COYETAHMHM C KOPTEKCMHOM W MEMaHTHUHOM
TUAPOXIIOPUIIOM), 96 pedeHKa COCTAaBUIIM TPy CpaBHEHHU (2 rpymnmna), HaX0IuB-
IIUXCS Ha TPaauIMOHHOM JieueHuu (cornacHo Ipunoxenutro M3 PY3 2009 r).

['pynnel Obun mogpaszaenensl Ha noarpynmnsl: 1A rpynmna- 50 gereit ¢ [IMIJ]
C TOM WM WHOM CTENEHbIO YMCTBEHHOM OTCTAJIOCTH (B KOMIUIEKC JI€UYECHHUS
BXOJIMJIM TIpenapathl JICBOKAPHUTHH, KOPTEKCUH U MEMaHTUHA ruapoxiopun); 1b
rpynna - 85 nereit ¢ [IM/I/I/b 6e3 MHTENEKTyalbHbIX HAPYLIEHUN (B KOMILIEKC
JICYeHHS] BXOAWJI TperapaT JeBokapHuTuH); 2A — 21 gereit ¢ IIMJI/] ¢ Toii wiun
WHOM CTEMEeHbI0 YMCTBEHHOW OTCTaJoCTU (TpaguiimoHHOE jeueHue); 2b — 75
nereit ¢ [IMJI/1/b 6e3 uHTENIEKTYaNbHBIX HAPYIICHUH (TPAIUIIMOHHON JICUCHHE).

OddexkTuBHOCTh Tepaluu JIBUTaTEIbHBIX HApYIICHW ObUTa OlIEHEHa B 2-X
rpynmnax: Tpynme CcpaBHEHUs ObUla Ha3HAadeHa TpPAJWIMOHHAS —Tepamnus,
BKJIFOYABINIASl AHTUXOJIMHACTEPA3HbIE IMpernaparbl, BUTAMUHBI Tpymnnsl B,
¢usnorepanuto, JIOK. JlerssMm ocHOBHOM TpynIibl HA POHE TPATUITUOHHON TEPATTHH
ObLTM Ha3HAYEHBl MpenapaThl JeBOKapHUTHHA. Jlo3a mpemnaparta moabOupanach B
3aBUCUMOCTH OT BO3pacTa OOJbHBIX.

C yd4eToM TSDKECTH MMOIATUYECKOIo Mpollecca MalUeHThl 00€UX TPYIIbI
ObUIM pacmpenesieHbl clieayromuM oopa3zoM: Il cTagus HayalabHBIX TPOSIBICHUN
3a0oneBanusi (MoryT mpeiratb u Oeratb) — 49 ciywaeB (30,6%); I — cragus
KOMITEHCallui (He MOTYT MpbIraTh W OeraTh, MOTYT XOJUTh U CaMOCTOSITEIILHO
BCTaTh C nona) — 44 wabmonenuii (27,5%); IV — cragus cybxomneHcanuu (MOTyT
XOJIUTh, HE MOTYT CaMOCTOSITEIbHO BCTaTh ¢ mosia) — 40 GompHBIX (25%), V —
CTaaus JeKOMIeHcauuu (He XOAAT, HE MOTYT CaMOCTOSITENBHO BCTaTh C MOJa, HE
MOTYT CaMOCTOSTENILHO CUAETh) — 27 60abHBIX (16,9%).

B pesynapTare mnpoBeAEHHOTO JiedeHHs B O0EMX TIpynmax oOTMe4YeHa
MOJIOKUTENbHAS JWHAMHUKA [0 JAHHBIM KJIMHUYECKOTO OCMOTpa: HapacTaHUE
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MBIIIEYHON CHJIBI IPU BCEX CTaAUSAX MHOINaTthyeckoro mpouecca, a npu |l u Il
cTaausx yhydmieHue ¢GyHKOMM XoAapObl. Tak, B rpymnme moJydaBIIeH
JIEBOKAPHUTUH HapacTaHUE MBIIMIEYHON CHIIbI cocTaBWiIo B cpenneM 1,01 Gamna
(3,240,07). B rpymrme cpaBHeHHsI TaKKe OTMEUYCHA TOJIO0XKHUTEIbHAS JUHAMHUKA, HE
NOCTUTaBLIasl, OAHAKO, JOCTOBEPHBIX PA3JIMUUI C IEPBOHAYATIbHBIMU TAHHBIMH.

BrIpaX€HHOCTh MOJIOKUTEILHON JAWHAMUKHA IPU HU3YYEHUHM TIOKa3aresen
MbIIIeYHOM cuiibl 1o mkaine MRS ormeuanacs y mereil oCHOBHO#M rpymiibl. Tak
Oosee BBIpaXCHHAsl JWHAMHKA TOKAa3aTeNed MBIIEYHON cwiibl 1o mkaie MRS
oTMeuanachk y aerei co |l cramueid MuonaTuyeckoro npoiecca OCHOBHOW TPYIIIIBI,
rae mokazarenu coctaBwm 4,1+0,05 Gammo mpotus 3,8+0,06 Gammor (P<0,05).
IIpy oCcTaybHBIX CTaAMSIX MHMOIATHYECKOTO MPOLECCa y NETEW OCHOBHOM IPYIIIBI
OTMEYAETCS TEHCHIUS MOJOKUTEIILHON TMHAMHUKHU 0€3 JJOCTOBEPHBIX paznuunii. B
IpyIIle CPaBHEHWs IOWHAMUKA IOKa3aTeled MBIMIEYHOM cwibl no mkame MRS
IpeTepIieBala HE3HAYUTEIIbHBIE M3MEHEHUSI MPU BCEX CTAAMSIX MHOIMNATHUYECKOIrO
nporecca.

OO6mmit Oaymut mokazaTesiei JBUrareIbHOM akTUBHOCTH Mo mikane CkoTTa y
neren ¢ [IMJIJI B nuHaMuKe MCCIENOBAHUS COCTABWJI B OCHOBHOW TPYIIIE 0
nedyenus 30,4+0,2 6amna, a mocie nedenus - 37,9+0,2 6amna (P<0,05), uto na 7,9
O6asioB BbIIIe. B rpymnme cpaBHEHHs MOKa3aTeld JBUTATEIbHOW aKTHUBHOCTH I10
mkane CKOTTa mociie JICYEHHUS] UMENW TEHICHIMI0O K IMOBBIIICHUIO, OJHAKO
JIOCTOBEPHBIX 3HauUeHUU He moiydeHo (31,2+0,2 6amna npotus 34,1+0,3 Gama).
IIpu m3ydyeHun karamHecthueckux ngaHHbIX geteil ¢ [IMIJI/b B Teuenue 2 ner
HaMHM OBUIO BBISABJICHO, YTO JIETU M3 OCHOBHOM Tpymmbl Ha 2-3 rojaa JOJIbIIE
COXPAHSIIOT CIOCOOHOCTh K CAMOCTOSTEILHOMY TMEPEIBUKEHUIO, TO3qHEE
bopMUPYIOTCS KOHTPAKTYPHI.

VY nmanyeHTOB OCHOBHOM I'PYNIbI MPU BKIOUYEHUH KOPTEKCHHA U MEMAHTHHA
TUAPOXJIOPU] B KOMIUIEKC JIEUEHHS YCTAHOBJIEHA JOCTOBEpHAs JIUHAMHKa
YIIYYIICHUS] XapaKTEPUCTUK UHTEIIEKTYAIbHBIX CIIOCOOHOCTEH, TaK KOIDPHUITUEHT
UHTEIJIEKTa Bo3poc oT 3,9 mo 6,8 OamnoB. B rpymnme cpaBHEeHUS JTaHHBIC
MOKa3aTeNId UMEJH TMOJOKUTEIbHYI0 TEHACHIINIO, OJJHAKO 0CO00 HE OTIMYAIHChH
OT TIOKa3areJjei 10 jedeHus (Tadim. 5).

Tadamnma 5
I'papanusi ypoBHeil yMCTBEHHBIX CIIOCOOHOCTEM MO Pe3yJibTaTaM TeCTa
IIporpeccuBnbie maTpunbl PaBena y nerei ¢ IIM/I/] B tuHaMuke JieyeHust

Hwuxe cpennero, Hwuskuii ypoBeHs, Jlerkas creneHs
81-90 Gamn 71-80 Gamn cmaboymust, 51-70 Gamn
Jo ITocae o Ilocne Jlo Ilocne
JEYCHUS | JICYCHHS JICYEHUs | JIEYCHMs | JIeUEHUs JIeYEHUS
OcHoBnas rpynma | 83,5+0,1 | 87,4+0,1* | 72,4+0,2 | 79,2+0,2* | 59,8+0,3 60,8+0,2
I'pynna cpaBuenus | 83,9+0,1 | 84,1+0,1 73,5+0,1 | 74,1+0,2 | 60,1+0,2 60,3+0,3

HpI/IMe‘IaHI/ICZ * - AOCTOBCPHOCTh AAHHBIX IO OTHOHICHHUIO K IIOKA3aTCIIAM OO0 JICUCHUA

(P<0,05).

57




Kax BumHO M3 TaOnHIIbl TPUMEHEHNE KOPTEKCHHA 1 MEMAaHTUHA TUAPOXIIOPHT
B KOMIUIEKCHOM JICYEHUHU, CTUMYJIUPYET HHTEIUIEKTyalbHble (YHKIIUU U MOMKET
PEKOMEHJIOBAaThCA  JUISI  COXPAaHEHHWsT U TOBBINICHUS  MHTEIUICKTYyaJlbHOU
paboTtocnocooHoctu aetreit ¢ [IMJI/I.

['pynnel ObUTM TOJIETIEHBI HA 3 MOATPYIIIBI B 3aBUCUMOCTH OT PE3YyJbTAaTOB
MOJIEKYJISIpHO-T€HEeTHYeCKUX oOcienoBanuii: 1 moarpymnmna — 31 naruent (62%) —
JTUCTaJbHBIC Jenenuu; 2 moarpynna — 7 manueHToB (14%) — mpokcuManbHBIC
neneuuu; 3 noarpynna — 12 nanueHtoB (24%) — nenenuu He BbIsBIEHBL [lpu
Ha3HAYEHUU KOPTEKCHMHA WU MEMAaHTHMHA THUJPOXJIOPU]I B KOMIUIEKC JICYCHUS
YCTaHOBJICHA JIOCTOBEpHAas JTUHAMHKA YITYYIICHHUS XapaKTEPUCTHUK
MHTEIJIEKTYaJIbHBIX CIIOCOOHOCTEH, onHako B 1 moarpymme (B aHamHe3ze y 13
(42%) — ITITHC, 3 (9,7%) — cymoporu, 11 — 3[IMP (35,4%)) naHHbBIC ITOKa3aTeIIH
MMEJIM TIOJIOKUTENIbHYI0 TEHJICHIIMI0, HO HE 3HAYUTENBHO OTIMYAIUCH OT
rokasareJjei 70 JiedeHus (Taoi. 6).

Taoauma 6
I'pagpanusi ypoBHell yMCTBEHHBIX CIIOCOOHOCTEH MO Pe3yJabTaTaM TeCTa
IIporpeccuBubie MmaTpuubl PaBena y aereit ¢ IIMI/] B tnHaMuKke Jie4eHUs

Jlerkas cTerieHb

Hwxe cpennero, Hu3skuii ypoBeHb, i
81-90 Gam 71-80 Gamn cnaboymus, 51-70
Oar
Ho ITocine Ho ITocie o ITocne

JICUCHUA JICHCHUA JICHCHUA JICUCHUA JICUCHUA JICUCHUA

Hepsas nomrpymna | 34,61 | 841401 | 73.5¢0,1 | 74.1402 | 60,1402 | 60,340.3

N=31
BTOPaHKITg?FPYHHa 84,9+0,1 | 86,1+£0,1 | 76,7£0,1 | 79,4+0,2 0 0
TPeTB"N“:"lﬂzr PYITE 1 83,520,1 | 87,420,1% | 72,440,2 | 79,240,2* 0 0

HpI/IMe‘IaHI/IGI * - AOCTOBCPHOCTb HAHHBIX IO OTHOHICHUIO K IIOKA3aTCIIAM OO JICUCHUA
(P<0,05).

[IpoBeneHHbIE HCCIIENOBAHUS TMOKA3bIBAIOT, YTO JIYUIIHH TEpareBTHYECKUN
a3 deKT npu NPUMEHEHUH KOPTEKCHHA M MEMAHTHHA THAPOXJIOPHU JJISI KOPPEKITUN
WHTEJUIeKTyallbHOTO neduimta y nereid ¢ [IMJIJ] HampsiMyio 3aBHCHT OT THIIa
MyTallid T€Ha IUCTPOPUHA: TPH MPOKCUMAIBHBIX MYTAlUSIX TOJOXKUTEIHHAS
JMHAMHKa U3MEHEHUN B YPOBHE MHTEIJIEKTYaJIbHOT'O Pa3BUTHSA 00Jiee BbIpa’keHa
YeM MPU JUCTATBHBIX MYTAllUSAX, YTO CBS3aHO HAIPSAMYIO C HAPYIIEHUEM CHUHTE3a
anoAUCTPO(PUHOB MPH JeeIusix dk30HOB 40-53.

Takum 00pa3oM, NMpUMEHEHHWE KOPTEKCMHA U MEMaHTHHA TUIPOXJIOPHUI B
KOMIUIEKCHOM JICYEHUU, CTUMYJUPYET HHTEIUICKTyaldbHble (YHKIIUM W MOXKET
PEKOMEHJIOBAaTbCS  JJII  COXPAHEHUS] W MOBBIIECHUS  HUHTEJUICKTYaJIbHOMN
paboTtocnocobHoctu aereit ¢ IIMJIJI.

[Ipu n3ydyennn katamHecTHUecKuX MaHHbBIX Aeteit ¢ [IM/IJI/b B Teuenne 2-x
JeT, HaMu OBUIO YCTAaHOBJIEHO, YTO JIETH W3 OCHOBHOW Tpymnmbl Ha 2-3 roma
JIOJIBIIIE COXPAHSIOT CITOCOOHOCTh K CAMOCTOSITEIBHOMY TIEPEIBIKCHUIO, TTO3/THEE
(bOpMHPYIOTCS KOHTPAKTYPHI.
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Takum oOpazom, peaymsaiusi pe3yJIbTaToB JAaHHOTO MCCIICIOBAHUS UMEET HE
TOJIbKO  HAyYHO-TIPAaKTUYECKOE, HO M  MEIMKO-COLIMAIbHOE  3HAYCHHE,
CIIOCOOCTBYIOIIIEE paHHEH NpeKIuHUYecKor, addexTuBHON nuddepeHnnaibHO-
JMArHOCTUYECKON TUArHOCTUKE, a TAKXKe MPEAYNPERKACHUIO POKICHUS OOIBHBIX C
[IMJI/I/B B  OTATOIIEHHBIX CEMBSIX C HCIOJIB30BAHHEM  COBPEMEHHBIX
MOJIEKYJIIPHO-TEHETUYECKUX METOJIOB.

3AK/IIOYEHUE

Ha ocHOBaHuUM NpOBEIEHHBIX UCCIIETOBAHUM IO JOKTOPCKOM JUCCEPTALMM Ha
TeMy «KimHu4eckue, MOJEKYJIIPHO-TEHETUYECKHE AaCHEKThl MPOrPECCHPYIOLINX
MbIeyHbIX Auctpoduit Jlromenna/bekkepa B pernonax Y30ekucTaHa U HOBBIC
MOAXO0/bI K UX JUATHOCTUKE» MPEJICTABIICHBI CIIEYIOIINE BBIBOIBI:

1. Yacrora Bcrpeuaemoctu I[IMJI/I/b mo oOpamaemoctd MalMEHTOB B
PecniyOnukanckuii neHTp «CKpUHMHT MaTepu U peOEHKa» B pa3pe3e pPEruoHOB
pecnyOJIMKM  paclpenenmiach CIeAyIoUMM o0pa3oM, TaK BbBICOKMM MpPOIEHT
oOpamaemoct HaOmogaicss no Tamkentckoit ob6mactu (17,1%) u ropomy
Tamkenty (14,2%), 3arem nmo Kamkamapsunackoit (10,6%), CypxaHaapbUHCKOM
(10,3%), depranckoit (9,7%) u Xope3mckoii odnactax (7,7%). 1o pesynbratam
re’eanoruueckoro omnpoca B 11% cemeil 3aperucTpupoBaHbl poJICTBEHHBIE OpaKH.

2. YCTaHOBJIEHbl CTaTUCTUYECKHM 3HAYUMble pa3jiuuus B BO3pacTe
MaHU(ECTalluM, MPOTPECCUPOBAHUMN KIMHUYECKUX TPOSBICHUA UM  ypOBHS
akTUBHOCTH KpeaTuH(pochokuHazpl B muazme kpoBu y gereit ¢ I[IMJIJL/B,
BBIPAKEHHOCTh KOTOPBIX 3aBUCENla OT ajulenbHbIX (opm mnartosnoruu. Ilpu
MPOBEICHUM TIIATEIBHOTO HEBPOJOIMYECKOr0 OOCIEAOBaHUS MHUONATHYECKUI
CUMIITOMOKOMIUIEKC €  3aMHTEPECOBAHHOCTBHIO  MPOKCUMAIbHBIX  MBIIII]
KOHEYHOCTEW W/WIM NMpU3HAKKA KapJIUOMHUONATHH BBIBISIOTCA y 25,5% nereit ¢
IIMI/], Torna xak ipu [IM/Ib sTot nokasaresns Ha 8,9% Huxke.

3. Pesynbrarhl 3MeKTpOMUOTpaQUMU BBIIBWIM XapaKTepHbIE H3MEHEHHUS
NOTEHIMAJIa JIBUTaTENbHBIX €IWHUIl U BBIPAKEHHOCTh CIIOHTAHHOW aKTUBHOCTH,
OTPaXKaBIIMX XapaKTep U CTENEHb OCTPOTHI IPOLECCa, TO3BOIUBLINI ONPEIEIISTH
TSOKECTh MHOIATHYECKOTro Tporecca B 3aBUCUMOCTH OT ¢opmel [IMJI/I/b wu
MIPOrHO3UPOBAThH TeUEHUE 3a00IeBaHMUSL.

4. Conorpadusi mo3BOJISIET JaTh OLEHKY M3MEHEHUH B MBIIICUYHON TKaHWU,
ONPEEIUTh TPYIIBl MBI, 3aTPOHYTHIX NATOJOTMYECKUM MPOLECCOM U 30HBI
nopaxxeHus B Hux. Y nanuentoB ¢ [IMJI/I/b npu Y3 onpenensiyiock NoBbIIIEHNE
OXOI€HHOCTH MBIIIIBI C €€ MEIKO3EPHUCTON IIePEeCTPOUKON U3-3a 3aMEHBI
HOPMAJIbHBIX MBIIIEYHBIX BOJIOKOH COEAMHUTEIbHOM M JKMUPOBOM TKAaHBIO B
3aBUCUMOCTH OT JUIUTEILHOCTH 3200JIEBaHUSI.

5. Ilo maHHBIM, MOTYYEHHBIM B XOJI€ IPUMEHEHUs TecTa PaBeHHa Ha mepBbIi
IUTaH MPU UCCIIEIOBAHUU BHICTYNAINM CHUKEHHBIA YPOBEHb HEBEPOATbHOIO MHTEIN-
JIEKTa, CHW)KEHHAsl CHOCOOHOCTh K 3pUTEIIbHOMY aHaJu3y M CHHTE3y, HHTEN-
JIEKTyaJIbHasl MCTOLIAEMOCTh, HU3KHI YPOBEHb IMPOMU3BOJIBHOIO KOHTPOJIA, TPYA-
HOCTH B paclpe/ie]ieHny BHUMaHUg U oOuiast nHpaHTuibHOCTh y neteit ¢ [IMIJ],
toraa kak y gerer ¢ [IM/Ib uHTEEKT COOTBETCTBOBAI BO3PACTHOU HOPME.
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6. Pe3ynpTaThl COOCTBEHHBIX MOJICKYISIPHO-TEHETUYECKUX WCCIICIOBAHUIN
MOKa3aJid, YTO B MOMYJIAIIMOHHON BhIOOpKE Y30eKkucTaHa npeo0aaaatoT CeMeHbIe
cinyuyau [IMJ] Hromenna/bekkepa Hag myTtanuei de novo, a Takke MPOTSHKCHHBIC
genenuu B 3’-KOHIE TeHa aucTtpoduHa. BelsiBieHa  MOJOXKUTENbHAS
KOPPEJISITUBHAS CBSI3b MEXKAY HOCUTEIBCTBOM PA3JIMYHBIX IEIECHUOHHBIX MYTAIUI
U T€TEPO3UTOTHBIM COCTOSTHUEM MOIUMOpPGHBIX JoKycoB STR-45, STR-49 u STR-
50. ITo pesynpraram kocBeHHOM JIHK-muarHOCTHKH TreTepoO3UrOTHBIN T€HOTHII
STR-45 (CA),s sBmsercss  BBICOKOMH(GOPMATUBHBIM  TPH  BBISIBICHUH
TeTePO3UTOTHBIX HOCUTENBHUI[ TOBPEXKACHHOTO TeHa JAucTpoduHa cpeau
poacteerHwur] 6ompHOTO [IMJIJ1/B.

7. Ilpm cexkBeHuWpoBaHHWE TeHa JUCTPO(HWHA BBHISIBICHA HOBas MYTAaIlHs
C.4518+2T>A B rene DMD xpoMocomMbl X B T€MU3UTOTHOM COCTOSIHHH, YTO
YKa3bIBa€T Ha HEOOXOJMMOCTh IPOBEACHHUS CEKBEHUPOBAHHS OTPAaHUUYEHHOIO
yuyactka reHa DMD nnst ompeneneHusi TOYKOBOM MyTtanuu 32 5K30Ha B TEHE
aucTpoduHa.

8. Ha ocHOBaHWMM BBISBICHHBIX KOPPEISIMOHHBIX  CBSI3€H  MEKIY
KJIMHAYECKUMH CUMIITOMaMU U PACIONIOKEHUEM TeHa TUucTpoduHa ToKa3aHo, YTO
IIPU MPOKCUMAIBHOM JEJEeUUU OTMEYaeTcsl IpsMas B3auMOCBSI3b CO CPOKOM
MaHU(DeCcTallM U BBIPAXKEHHOCTHIO JIBUTATEIbHBIX HAPYIIEHUM, TOTJa Kak IMpHU
JUCTAIBHBIX JIEJIEHUSAX - C HAIMYMEM YMCTBEHHOW OTCTANIOCTH. He ycraHoBiieHa
KOpPPENSALMOHHAs B3aMMOCBA3b MEKIYy KOJUYECTBOM [JEJIEUUUA OSK30HOB U
KJIMHUYECKOU cumnTomaTukon y aereit ¢ [IMJI/1/b.

9. Bueapenue anropuTMa JUATHOCTHMKH U TPOBEICHHE MOJEKYISAPHO-
reHeTuueckux wucciaegoBanuit 'y OonbHbix [IMJIJI/b  1MO3BOAMIO BBISBIUTH
MyTallu¥ TeHa AUCTPO(PUHA U MPOBOJUTH PAHHIOK MPEHATAIbHYIO0 JUATHOCTHUKY B
CEMbAX BBICOKOTO pHUCKAa IO JAaHHOMY 3a00JIEBaHHIO, YTO B CBOI OuYepelb
OpeaynpexIaeT MOBTOPHOE pPOXACHHE OOJbHBIX JAereld. ['eTepo3uroTHoctsb
MynbTHAIUIENBHBIX JIOKYCOB STR-45(CA)ys STR-49(CA)s m STR-50 (AC)ys,
SIBJISIFOTCSI MApKEPAMHU BBISIBJIIEHUSI HOCUTENEN U npeHaTtanbHoU JIHK-auarnoctuku
MuonaTuu J[romeHa B CEMbsiX BBICOKOTO PUCKA.

10. BHenpenue 5aeKTpOHHONM 0a3bl JAaHHBIX [0 PETUCTPAIMH OOJIBHBIX C
[IMIJI/b na€t BO3MOXHOCTH OJAHOKPATHOTO BBOJIa MH(MOpPMAIIMU B CUCTEMY U
MHOTOKPAaTHOCTH €€ WCIOJIb30BaHUs, HCKIOYaeT AyOIMpPOBaHHYIO padoTy
NEepCcoHaa;  MOBBIIIAET  KOJMYECTBO U ONEPaTUBHOCTH  COOMpPaEeMOH,
o0OpabaTbIBaeMOM U MPEIOCTABIAEMOM MOJIb30BaTENIIM HHPOPMALIUU;

11. Ha ocHOBaHMM U3y4YE€HUS] UHTEJUIEKTYaIbHON U JBUTATEIbHOU PYHKIIUU Y
nereit ¢ IIMIJ/b Obputa oONTUMHU3MpPOBAHA CXeMa  TEPareBTUYECKOTO
BMemarenbcTBa. Jlywmmii  TepamneBTHUecKHil  3PdeKT npu  TpPUMEHEHUU
KOPTEKCMHA W MEMAaHTHHA TUAPOXJIOPUI I KOPPEKUHWH HHTEIEKTYyalbHOTO
nepunura y aerert ¢ IIMJIJ] HampsMyio 3aBUCHT OT THMNAa MYTallMM TeHA
nuctpoduHa
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INTRODUCTION (abstract of DSc thesis)

The purpose of research. To evaluate the molecular genetic aspects and
clinical-neurological features of progressive Duchenne / Becker muscular
dystrophies with the development of a strategy of medical genetic counseling for
early diagnosis and prevention of PMDD / B in Uzbekistan.

The tasks of the research work:

to study the frequency of occurrence of the PMDD / B in the regions of the
Republic of Uzbekistan by referring patients to the national screening center in a
comparative aspect, taking into account related marriages;

to determine the clinical-neurological and paraclinical characteristics of
children with PMDD / B;

to assess the level of intellectual development in children with PMDD / B;

to study the spectrum of mutations in the gene of dystrophin, characteristic for
Uzbekistan, to determine the frequency of carriage of the mutant gene of the
relatives of the patient on the maternal line;

conduct a correlation analysis between the clinical form of the disease and the
molecular-genetic defect;

to develop and implement an optimal scheme for conducting medical genetic
counseling and methods of PMDD / B prevention in the Republic of Uzbekistan;

to create an electronic database of families of high risk of developing
Duchenne / Becker's muscular dystrophy in the Republic of Uzbekistan;

optimize the therapeutic regimen for the treatment of children with PMDD/ B.

The object of research: The research is based on a prospective and
retrospective observation of 310 male patients with PMDD / B. The retrospective
examination included 75 children who applied to the Department of Medical and
Genetic Counseling at the Republican Center "Mother and Child Screening"
(Tashkent) for the period 2006-2010. A prospective study was conducted among
235 patients who appealed between 2011 and 2017.

The scientific novelty of research is that the following important results with
independent significance have been obtained for the first time:

complex diagnostics using clinical, biochemical, paraclinic and molecular
genetic studies of patients with PMDD / B is substantiated;

mutations in the dystrophin gene for regions of Uzbekistan have been proved
and heterozygous carriage of the disease has been established,

specificity of distal and extended mutations in the dystrophin gene and
clinical-genetic correlation of PMDD / B for the regions of Uzbekistan;

an effective mechanism of prevention, medical genetic counseling and
methods for prenatal diagnosis of PMDD / B in the Republic of Uzbekistan;

the efficacy of the use of Ilevocarnitine, cortexin and memantine
hydrochloride preparations in the complex treatment has been proven to improve
the intellectual and motor function of children with PMDD/B.

Implementation of the research results.

Based on the scientific results of the clinical and molecular genetic aspects of
the progressive muscular dystrophies of Duchenne / Becker and new approaches to

63



their diagnosis, the following have been developed:

Methodical recommendations: «Algorithm for the diagnosis of progressive
muscular dystrophies of Duchenne / Becker» (certificate of the Ministry of Health
No. 8n-m / 161 of November 1, 2016). These methodological recommendations
allowed to develop further stages of diagnostic studies of progressive muscular
dystrophies of Duchenne / Becker;

Methodical recommendations «Use of the ultrasonography method in
assessing the degree of muscle tissue damage in children with progressive
muscular dystrophies of Duchenne and Becker» (certificate of the Ministry of
Health No. 8n-p / 75 of April 6, 2018). The developed methodical
recommendations made it possible to carry out early diagnostics and comparative
differentiation using the method of ultrasonography for the degree of muscle tissue
damage in children with progressive Duchenne / Becker muscular dystrophies.

Methodical recommendations «Metabolic correction of motor and intellectual
disorders in children with progressive muscular dystrophies of Duchenne and
Becker» (certificate of the Ministry of Health No. 8n-p / 76 of April 6, 2018).
These methodological recommendations allowed to carry out metabolic correction
of motor and intellectual disorders in children with progressive muscular
dystrophies of Duchenne and Becker;

The obtained scientific results of the investigation of molecular genetic
aspects and clinical-neurological features of progressive Duchenne / Becker
muscular dystrophies, prevention and improvement of their diagnosis in clinical
practice, in particular, in the clinical practice of the Republican Center for
Screening of Mother and Child, Kashkadarya, Samarkand, Namangan regional
centers «Screening of mother and childy»; Tashkent regional multiprofile children's
medical center; Kashkadarya regional multiprofile children's hospital (certificate of
the Ministry of Health No. 8n-p / 75 of April 6, 2018).

The structure and scope of dissertation. The dissertation is in Russian
language and consists of introduction, 5 chapters of own studies, conclusions,
practical recommendations, references, supplements. The volume of thesis is 200
pages.
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