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Ha TeMy: «OCO0EHHOCTH KJIMHHYECKOIr0 TeYeHHs] M IeHeTHYecKHe JeTep-
MHHAHTBI THNEPTPOGUIECKO KAPAMOMHONATHH B MOKHJIOM BO3pacTey,
NPEeACTABJIEHHYI0O HA COMCKAHHE YUYEHOH CTeNmeH: KaHAUAATA MeIUIHMHCKIX
Hayk mo cneunanbHocTH: 14.01.05 — xapauosiorust

Wnuonaruyeckas runeprpoduyeckas kapauomuonarus (CKMII) — sBisercs
OIHUM K3 Haubojlee pacIpOCTPaHEHHBIX IeHETHYeCKUX 3aboneBaHuii cepna. B
HacTosIlee BpeMs  HeoOXonuMo IpoBeneHue auddepeHIMaIbHOro0 JUarHo3a
Mexy upuonarudeckoir I'KMII u denoxonusmu 'KMII. B pabore npumenen
IIMPOKKHM CIEKTP BCEX COBPEMEHHBIX OOCJEeIOBaHMM, ITO3BOJIMBIIUIN BEIIBUTH
¢penoxommm  I'KMII BOo Bcex BO3pacTHBIX TIpyNIax, MpeiCTaBIeHHEIE
IIPEUMYIIECTBEHHO CUCTEMHBIMH (JOpMaMU aMUJIOH1034.

IIponeMOHCTpUpOBaHa KIMHAYECKas XapaKTEPHCTHKA Ial[MeHTOB C
unuoniarnaeckoii I'KMII ¢ ne6roToM B pa3HBIX BO3pacTHBIX rpymmnax. OCHOBHOM
aKIIeHT CHeNaH Ha Ha¥MeHee M3y4eHHOM KOropTe MaIlUEeHTOB C HAHONAaTHYECKOU
I'KMII noxxunoro Bo3pacra.

B moxuioMm Bo3pacTe CHEKTp I'€HETHYECKHX IPHUYHH, OTBETCTBEHHBIX 3a
pasButre uauonarndeckod I'KMII, He u3ydeH, KaKk B POCCHIMCKOH, TaKk U B
3apyOexxHOM nmTepaType. B nmuccepranmmoHHON paboTe y NAlMEHTOB C
MaHH(pecTauneld KIMHUYECKUX IpOosBIeHM uaronarndyeckoii TKMII B moxuiom
BO3pacTe BEIABIEHBl IE€HETUYECKHME BapUaHTHl He TOJIBKO B Hambonee
pacpoCTpaHEHHEBIX IeHaX, KOAMPYIOLIUX BBIPaOOTKy OENIKOB capkoMepa, HO U B
reHax, KONUPYIOLIUX BBIPaOOTKY OenKoB Z-TUCKa, LMUTOCKENETa M HOHHBIX
KaHaJIOB, YTO MMEET Hay4HYIO0 3HAYMMOCTb, TECHO CBSI3aHHYIO C IPaKTHYECKUAMHU
pekoMEeHIaUsIMM O HEOOXOMMMOCTH pacLIMpeHds IMaHelw TeHOB IIpU
00cIeIoBaHuH MTAIIMEHTOB ¢ O3aHUM nedrorom ' KMIT.

Haydnas 1neHHOCTh HcCCeNOBaHUS MpeNcTaBieHa NAaHHBEIMM O BKJIALEe B

pemMozenupoBaHue cepaua HocuTenbeTsa reHotuna TT u amnens T nomumopdHbIX



BapuaHTOB 152290149 wu rs10838692 reHa, KOOUPYIOLIETO BBIPa0OTKy Oeska JoMeHa
CMEpTH MUTOTeH-aKTUBHpyeMo# nporenHkuHa3sl (MADD), pacrnonoxeHHOro B
KJIacTepe C IeHOM, KOIMPYIOLAM BEIPaOOTKY MHO3MH-CBA3bIBaromero Genka C, y
nanpenTtoB kKak ¢ upuomarmueckod I'KMIL, tak m ¢ IJDK, oOycnoenenHon
apTepuanbHOl runeprensueil u oxupenreM. IlonmydeHsl cBeeHus 06 acconyanyiy
monuMOphHEIX BapUAHTOB TIeHa alb(a-ralakrosuaassl A ¢ (OPMUPOBAHHEM
BHECEDJEUHBIX IIPOSABJIEHUM, THIOMYHBIX U1 OomesHm @abpy, Takux Kak
AHTHOKEepPaTOMBI ¥ aKpOIIapeCTe3nH, y XKEHIIUH ¢ uauonaruyeckoin F'KMIL

[TpakTHYeCKy0 3HAYMMOCTb HMEIOT [aHHblE O BIWSIHHM IIOTCHIMAIBHO
MOZUMHUIMPYEMBIX (HaKTOPOB KapAHOMETabOIMYECKOr0 PUCKa Ha OCOOEHHOCTH
KIMHUYECKOTO TeYeHHs MW pPEeMOJENUpOBaHUSA CepAala Yy IalUeHToB ¢
unuonarudeckoii I'KMII B mouioM Bo3pacTe. YCTAHOBIEHO, YTO HaJIH4iue
OXHPEHHS U apTepUabHOMN THIIEPTEeH3UH YacTO IPUBOJUT K JeOIOTY KIIMHAIECKIX
NpOSBIEHAM ¥ SBIAETCA  NPUYMHOM  TOCIHMTANU3allid — MAIlMeHTOB  C
unuonaruueckoi TKMIT B moxkuiioM Bo3pacTe. Y IalMEHTOB C WTHAOTIaTHYeCKOM
['KMII B OXHJIOM BO3pacTe TaKXe I0Ka3aHa acCoIUallis OXXKUPEHHUs C OoJbIIEH
TOJIIITMHOM 3aJHEel CTEHKM JIEBOrO JKENylodYKa, yBEIWYEHHEM pasMepa JEBOIO
Ipencepans U KOHEUHO-THAaCTOIMIECKOrO pasMepa JICBOTO JKelyI04Ka.

ChopMmynupoBaHHas Lelb U 3afa4d KCCIEJOBaHUS COOTBETCTBYIOT
COBPEMEHHOMY COCTOSIHHIO IIPOOIIEMBI.

Iuccepranuonnas pabora IlomaxoBo#i Amxenuku AJeKCaHIPOBHEL,
BBIMOJIHEHHAS II0]] PYKOBOACTBOM JIOKTOpa MEIMIMHCKHMX HayK ['yIKOBOH
Auexcas/ps! SIKOBJEBHBI, SBIAETCS 3aKOHYCHHBIM HayYHO-KBAIM(QUIMPOBAHHEIM
TPyIOM, B KOTOPOM pELIEHBl aKTyallbHble 3aJadydl B TIPYyNNE MalUeHTOB C
umpornatmdeckoit  T'KMII — moxkumoro — BospacTa.  IlomydeHHble — NaHHBIE
TIOJYEPKUABAIOT HEOOXOMUMOCTh KOMIUIEKCHOTO TIOAXOa K KaXAOMy CIydaro
BeIsiBienus I KMIT denoTHna B IOXKKIIOM BO3pacTe.

ApTopedepar cooTBeTCTByeT TpebopanusaM I1. 9 «IlonoxeHHs O MOpAMIKE
IPUCYXAEHHS  y4eHbIX  CTemeHei»,  yTBepxjeHHoro IlocranoBnenuem
IIpaButensctBa Poccuiickoit ®enepamuu or 24 cenrsops 2013 NeB42 (B

pemakimsax ot 21.04.2016 . Ne335; ot 02.08.2016 1. Ne748), npeabsBIIEMBIM K



KaHJIMIaTCKUM JUCCEepTaliM, a €€ aBTOp 3acilyXKUBaeT HPHUCYXICHHS YUeHO
CTCIICHH KaHAWOaTa MEOUIUHCKUX HayK II0 crenuansHocTd: 14.01.05 —

KapauoJjorus.

3aBeqyIOLMi OTAENIOM CepIeYHO-COCYAUCTOH NaTOIOTHH
OI'BY «Bceepoccuiickuil LEHTp 3KCTPEHHOM
U pailalliOHHON MeIULIMHED
umenu A.M. Huxudoposa MUC Poccun,
podeccop, TOKTOP MEIUIIHHCKIX HAYK
(14.01.05 — xapauomnorus)
B.H. Xupmanos

22 oxtsa6ps 2018 1.
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