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HPEJABAPUTEJIBHBIE PE3YJIBTATbI KNIMHUKO-
I'EHETUYECKOI'O UCCIEJOBAHUA MUOIUCTPOPUU
JAIOHNIEHHA B 3AITA/THOM PET'MOHE KA3ZAXCTAHA

Ymyp3zakoBa A.O., Asranos J[.H.
HAO 3KMY um. M.Ocnanosa, Akmobe, Kazaxcman

AxryaapHOCTE. Muoaucrpodus AJOIIEHHA — TAKEAOE HACACACTBCHHOE HEPBHO-MBIIICYHOE 3a00AEBAHUE,
XapaKTEePHU3yIOIIeecss X-CIEITACHHBIM PELIECCUBHBIM THIIOM HACACAOBAHHA U IIPOIPECCUPYIOIIUM TEUCHUEM, B
OCHOBE KOTOPOTO AEXAT MYTAIINH TEHA, KOAUPYIOIIEIO OEAOK AHCTpOdHH. 3200AeBAHNE IOPAKAET TOABKO
MaABYHKOB, IPUOAUSUTEABHO B 2/3 CAYYaeB CBIH IIOAYIAET XPOMOCOMY C IIOBPEKACHHBIM I€HOM OT MATEpPHU-
HOCHTEABHHIIBL, KOTOPasi (DEHOTUIIMIECKH 3A0POBa. B 0cTaABHBIX cAy4asx 3a00AEBAHIE BOSHUKACT B PE3YABTATE
MYTAITHH de 77000 B IIOAOBBIX KACTKAX MATEPH U OTIIA.

Ieanp mccaeaoanus. [Iposectn amaans crextpa myramuit reua DMD ¢ ompeaeAeHneM THIIa HOCHTEABCTBA Y
MaTepu.

Marepuaasl u METOABL FlccAeAyeMyrO IpyIimy COCTABHAM BCE IMAIMEHTH C AAHHBIM AHATHO30M, COCTOAIIIME Ha
AFICITAHCEPHOM YYCTE, 4 TAK/KE HOBBIC CAYYIAU BBIABACHHUA (AMOYAATOPHBIC, CTAIIMOHAPHEIC IIAITUEHTH), TAKIKE
OCMOTPEHEI BCE MAIMEHTE C MBIIICIHON CAADOCTBIO M C IIOAO3PEHHEM Ha MuoAuCTpoduio Arorrenna. [pu
CEMEHHEIX CBA3AHHEIX CAYYafX B HCCAGAYEMYIO IPYIIIy BKAIOYAaAAChb MaTb. KOHTpoAbHad rIpymia He
mpeaycMoTpeHa. B mccaeaoBanme Boran 25 Aereii u 12 marepeii. Becem maripeHTaM IIPOBOAUAHCH CACAYIOIIIHC
MEPOIIPHUATUA: AHKETUPOBAHME, KAHMHHKO-TEHEAAOTMYECKUI METOA, BCE KAMHUYECKHE HCCACAOBAHUA,
BKAFOUAFOINNE COOp aHAMHE34d, HEBPOAOIHMYECKHH OCMOTP, HEHPOIICHXOAOTHYECKOE TECTUPOBAHUE, OIICHKA
COMATHYECKOIO CTATyCa, YpPOBeHb KpearnHMOCHOKHHASH B CHIBOpPOTKE KpoBH, penrtrenorpacdpus OIK,
aaekTpomuorpacdusa. B pabore HMCIOAB30BAHEI MOACKYAAPHO-TCHETUYCCKAE M HH(OPMAIIMOHHBIC METOABL.
MoaekyasipHO-reHeTHaeckrne  MeTOAB::  okctpakmua — AHK,  MyApTHIIAGKCHBIH — AMIA3HO-CBA3AHHBII
amaam3(MLPA), npsamoe cekBeHnposanne HykAeOTHAHOH mocaeaoBateapHOCTH AHK(NGS).

Pesyabratel 1 o0cyxaeHue. V3 06cacaoBanHbIX 25 marmenTos ¢ MAA B HEBDOAOTHYECKOM CTATYCE Y BCEX OBIAK
B PA3HOH CTEIIEHH MOTOPHBEIE AHC(PYHKIIMH B BHAE MBIIICIYHOM CAAOOCTH, HAPYIIIEHUA ITOXOAKH, OCAHKH. Y 8
(32%) manueHTOB 3HAYMAMCH MEHTAABHBIC HAPYIIEHHA B BUAE 3aACPKKH PEUM, ICHXHKH H IIOBEACHHA.
KoAudgecTBO HOAHOCTBIO ODE3ABHKEHHEBIX IIAIIMEHTOB (HA KOAACKE) cOCTaBAAAO 9 (36%0) manuentos. IlarnmernTor
¢ BTOpHYHOH Kapauomuonatuei 0p1ao 3 (12%). Tecr Ha 6-T1 MUHYTHYIO XOABOY OBIA IIPOBEACH IALUEHTAM C
BO3MOKHOCTBIO CAMOCTOATEABHOH XOABOBI B koAmdecTse 16 (64%). V Bcex ITaIMeHTOB OTMEYAETCA YMEHBIIICHIE
IIPOHAEHHOIO PACCTOAHUA B CPABHEHHUH C BO3PACTHOMN HOPMOH, CPEAH KOTOPHIX B 7 (43,7%) cAydaeB 3HAYHANCH
rpyorte orcraBanus. I1poseaensr 37 anaausa MLPA, cpean kotopeix 25 maruentos, 12 aHaAu30B OT MaTeper.
TTosSMTHBHBIN pe3yABTAT CPEAM HAITHEHTOB 3HAYMACA B 17 cAywaes, 8 CAyJaeB C HETATHBHBIM PE3YABTATOM.
Heratusuere pesyaprater MLPA amaanso B koamdectBe 8 otmpaBaeHsl u mposeAcHsl aHaan3 NGS. Cpean
AHAAM30B CEKBEHUPOBAHHA B O CAyJIaeB BBIABACHBI TOYCUYHBIE MYTAIIHH, B 2 CAYYAEB IIOAYYEH HEraTHBHBIIA
Pe3yABTAT. AHAAN3 HOCHTCABCTBA CpeAn MaTepell OeA oreHeH B 12 caywaes, raec B 10 caygaeB mMeAo MecTo
MyTAaIlH § MATEPH, HO PE3YABTATH HEOAHO3HAYHBI, TAK KaK B 2 CAy4YaAX XapaKIep M THII MyTALIUH HE COBIIAAAAO
C THIOM MyTanuu y pebenka. B 5 cayuadx y marepeii ObIA OTPHULIATEABHBIH PE3YABTAT, YTO HAMH OLIEHEHO KaK
HOBBIE MYTAaIlHH, HO CA€AyeT ux 1poseputh Ha anasuze NGS. [To aanuaeiv MLPAy narueHTOB € IHO3UTHBHBIM
pesyabraToM B KoAandecTBe 17 Aeaertun onpeaeAnAncs B 13 cayuaes, u 4 caygaeB ayriaukarun. 13 8 meratuBHbIx
pesyabraroB MLPAOTIIpaBACHHBIX HA CEKBEHUPOBAHUE B O CAYIA€B BBIABUAKNCH PA3AUYIHBIC TOYEIHBIE MYTAIHH.
BeiBoa. HocureabctsBo matepu (Kaaccugeckuii X-CIIEIACHHBIH BApHAHT) AOKa3aHO B 71% caydaeB, TOoraa Kax B

OCTAaAbHBIX CAYYAAX y MaTCpI/I OTCYTCTBOBAAM MYTallH M OIICHCHBI KaK MYTAaILIHI de novo.
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