OT3bIB

na asTopedepar auccepranuy  SIkoBIeBoi AleKCAHIPHI EpeMeeBHEI Ha TEMY:
«MoneKyIspHO-TeHeTHIECKU aHaIN3 MHOKECTBEHHOM 3K30CTO3HOM XOHIPOAUC-

nnasuy B SIKyTHE», IPEICTABICHHO} HA COMCKAHNE y4eHO! CTeTIeHN KaHAuzaTa
OHOJIOrMYECKHX HAYK MO CIIeNHUAIBEHOCTH

1.5.7. 'eneTuka

Iuccepranuonnas pabora SlkoBneBod ANEKCaHIPHI EpeMeeBHBI MOCBSAIIEHA
JOBOJIGHO 9ACTO BCTPEYAOMIEMYCs HACIe[CTBEHHOMY 3a00NICBAHHIO CKeNeTa, MHO-
KECTBEHHOM .3K300T03H0i71 xorapoaucuiasuu (MOX]I). K Hacrosmemy BpeMEHH B
MHPOBO# JIUTEPATYpPe CYLIECTBYET MHOXKECTBO Hay4HbIX my6 KAy, TOCBAIEHHBIX
A3y4EHHIO MOJIEKYIAPHO-T€HeTHIECKUX MPUIHH MHOXECTBEHHOM 3K30CTO3HOM XOH-
npoauciuiasun. [Ipy 3TOM KIHHUKO-TeHEeanoruIeckue, SuIeMUOTornieckie U MO-
JIEKYIApHO-TEHETUYECKHe WCCIe0BaHNs Ha COBPEMEHHOM YPOBHE 10 HACTOSAIIETO
BpPeMEHH He MPOBOJMIKCEH, YTO ONPENENACT aKTyalbHOCTE 1 1eecoo0pa3HOCTh IaH-
HOT'O JMCCEPTALMOHHOTO MCCIICOBAHIA.

Iens u 3ama4n paboTsl copMyIMPOBaHb! NPABIIIEHO U HANPABIIEHbL Ha KJIUHH-
KO-3IAIEMHOIOTHYECKOE H MOJIEKYJIIPHO-TCHETHYECKOS H3ydEeHUE MHOKECTBEHHOM
HK30CTO3HOH XOHIPOIUCIUIA3HH B SIKYTHH.

JluccepranuonHoe uccnenosanue A.E. SIKOBJIEBOI BEIIIOJIHEHO Ha JOCTaTOYHOM
o6BeMe KIMHAYECKOTO MATepHaa ¥ OCHOBAHO Ha aHAIW3e PE3yJBTaTOB KIIMHMKO-
reHEeaTOrMUEeCKOro HCCIeA0BaHus rpymmsl GonbHbX ¢ MOXJI 1 uX POACTBCHHHKOB
(85 GomeHbIx U3 41 HEPONCTBEHHOH ceMbH). M3yueHa 3MuIEMIONIOTH pacpocTpa-
werms MDXJ] B SIKyTu#, IMPOBENEHO MOJICKYJIPHO-TCHETHIECKOC HCCIIEOBaHHE
npuuus Gonesnu B 31 cembe. Pe3ynbraThbl TIPOBEIEHHOTO MCCIIe[OBaHUA TIOKa3alH,
4TO OCOGEHHOCTH JIOKAIM3ALMH SK30CTO30B, KIMHIECKas KapTHHA MOPaKCHIA KOC-
Teil cKeeTa IPH MHOKSCTBEHHOM AK30CTO3HOI XOHIPOIUCIIIA3UK 3aBUCAT OT KOH-
KpeTHO! MyTallhy, a He OT JIOKAIN3allH €€ B I'CHE (EXTI wiu EXT2). B pesynbTare

NpoBEACHUSA CpaBHEHHA IIO OTHNENBHEIM MYTallHsAM BIIEPBBIC OBLIO BBISBJIIEHO, YTO

(YHKIMOHATGHBIE OrPAHAYEHHS CO CTOPOHBI BEPXHMX W HIDKHHX KOHEYHOCTeH cTa-



THCTMYECKH 3HAYMMO acCCOLMHMPYEeTCs € XapaKTepHBIMH MYyTalUsMU B I€HE EXTI.
I[IpoBeJicHHOE MEAMKO-TeHeTHUeCKoe o6ciejoBaHUe TPYMIl NAUEHTOB IO3BOJIMIO
BEIIBUTH HOBEIE, paHee He 3adukchpoBaHHble MyTanuu. Ha ocHOBE IPOBEICHHOIO
HCCIIE0BAHUA BIEpBbIe paspaboTa anmroput™ auarHocTkd MOX]I ¢ ucnonb3osa-
HUEM MOJIEKYJIAPHO-TEeHETHIECKHX METO/IOB, BKIIOUAIOMIMH uAeHTHHKaLMo 2 Ma-
JKOPHBIX MyTauuii B reHe EXT2, obs3arenbHOe 00cie[0BaHHE POACTBCHHUKOB TIPO-
6amia, OCMOTp CICIMANNCTOB (Bpay-IEHETHK, OPTONeE, HEBPOINOT), KIMHUKO-
reHeaJorM4ecKuii aHanus, 1abopaTopHele H (QYHKUHOHAIBHBIE METOJABI HCCIIE0BA-
HHUS ¥ MOJIEKYJIIPHO-TCHETHYECKUH aHanu3 (IHK-guarHocTuKa). ABTOPOM CTaTH-
CTHUECKH HOKA3aHO, YTO BBIP@KEHHOCTh KIMHMYECKAX MPOABICHUH MHOKECTBEHHOH
3K30CTO3HON XOHAPOJUCILIA3MK ACCOLMUPYETCS TIAaBHBIM 00pasoM € HANIMIHEM Ma-
JKOPHBIX MyTaluii B rese EXT2. Ha ocHoBaHWM pe3yNbTaToB IPOBEACHHOrO UCCep-
TALMOHHOrO MCCIENOBaHUs ABTOPOM pa3paboTanbl 2 MEAMIMHCKAE TEXHONOTHH, KO-
TOpBIe BHEIPEHHl B JUATHOCTHYECKYIO MPAKTHKY MEIUKO-IeHETHIECKOro KOHCYIIb-
THPOBaHWs PETHOHA M NpeAHAasHAYeHbl AJIsS HCIOJNB30BAHUA BpauaMu pasIUYHBIX
CIIEHATBHOCTEH.

Bce nonydeHHbIE aBTOPOM J@HHBIE IIOJBEPTHYTHI rIy6oxoMy aHanusy U oOpaboTke,
BEIBOJBI ¥ 3aKJIOUeHHe 000CHOBAHEI U NOrHYHbL. HayuHas HOBHU3HA, TCOPETHYCCKA
H MPaKTHYeCKas 3HAYMMOCTh HACTOAMIETO AMCCEPTALMOHHOIO MCCIIEIOBaHHS HE BbI-
3BIBA€T COMHEHUM.

IIo Teme m¥ccepTalMK aBTOPOM omyOiMKoBaHO 13 meYaTHBIX paboT, B TOM
ymcie 5 cTaTeil B pelieH3UpYEMBIX HayYHBIX JKypHalaX, peKOMEHI0BaHHbIX BAK npu
MHuHUCTEPCTBE HAYKH W BBICIIETO obpazoBanusi Poccuiickoit Ddenepanuu, a TaKKe
Te3UCHl MOKIA0B Ha POCCHMCKHMX M MEXIYHAPOIHBIX KOH(epeHIMAX.

[IpyHUMIHATBHBIX 3aMeYaHuH 10 0(hOPMIICHHIO ¥ CyTH aBTopedepara HeT.

AsropedepaT CBHIETENBCTBYET, YTO JUCCEPTALUOHHOE uccinenoBanue SAKoB-
neBoii Anekcauapbl EpeMeeBHBI ABJIAETCS 3aKOHYEHHON HayYHO-KBaTH(HKALUOHHON
pa6ortoii. ITo akTyanbHOCTH M36PaHHOl TeMbl, METOIHYECKOMY YPOBHIO, 00BEMY HC-
Clle/I0BaHMSs, HAYYHOM HOBH3HE, IPAKTHYECKON 3HAYUMOCTH, a TaKKe JIOCTOBEPHOCTH

MOJY4EHHBIX PE3yJbTAaTOB AHUCCEPTALHA Sxopnesoii Anexcannpel EpeMeeBHBI MOJ-



HOCTBIO COOTBETCTBYeT TpeGoBanusM 1. 9 «IlojoxeHuss O MOPAAKE MPUCYKACHUA
ydeHbIX CTeneHei», yreepxaentoro Ilocranosnennem IIpaBurensCcTea P® Ned42 ot
24.09.2013r. (B pexn. ot 25.01.2024 r.) npeAbABIsSEMbIM K JUCCEPTALMAM HA COUCKA-
HHE Y4eHOM CTENeHH KaHIHUAaTa Hayk, a ee aBTop - flkoBnesa Anexcangpa Epeme-

eBHA 3aCITY)KHABAeT MPUCYXIEHNUs YIEHOl CTeIleHH KaHauaaTa GHONIOrH4ecKiX HayK.

Bpau TpaBmarosnor-oprones KoscynsTaTHBHO-AHArHOCTUYECKOro OTACICHMS
®emepanbHOro rocyAapCTBEHHOIO OHOMKETHOTO YIPEXKISHUS «HannoHanbHBIA Me-
JTMIMHCKIH HCCNeI0BATENBCKUN HEHTP JIETCKOW TpaBMaTONIOTMH ¥ OPTONCIHH HME-
nu .. Typuepa» Munsnpasa Poccuu
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