OT3bIB
Ha aBTOpedepaT AUCCEPTALNH
MujioBaHoBoi AHacTacum MuUXxalJIOBHBI Ha TeEMY:
«Kinnuueckass H MOJIEKY/ISIPHO-TeHeTHYeCKAasl XapaAKTepPUCTHKA
BPOKIEHHOT0 U HHPAHTHIBHOI0 HEPPOTHIECKOr0 CHHPOMAY,
NpeJICTABJIEHHOI HA COMCKAHNE YYEHOH CTeNeHH KaHIH/1aTa MeTHIIHHCKUX
HAYK M0 CNeNHAJIbHOCTAM
14.01.08 — [TequaTtpus u 03.02.07 - I'enernka

CTpeMHUTEIIbHOE pa3BUTHE T'€HETHKHM KaK HAayKH M OTKPBITHE BCE HOBBIX
I€HOB, OTBETCTBEHHBIX 3a (PYHKIMOHAIBHOCTH KIyOOUKOBOro  (uibTpa
00yCIaBIMBAlOT aKTyalbHOCTh IIOMCKAa IATOI€HHBIX MyTalUMi Yy POCCHHCKOU
KOTOPTHI IAIMEHTOB, a TaKKe HEoO0XO0AMMOCTh (HOPMHUPOBAHHUS IEJNOTO TUIACTA
3HaHUH O TEHETHYECKON reTepOreHHOCTH POCCUMCKUX MAIUEHTOB.

Ha cerogusAininuii JeHb BO BCEM MHUpE BeaeTcsd NOHCK >()(HEKTHBHBIX
METOJIOB TEparuy, HAlpaBJICHHOW Ha JOCTHXKEHME DEMHCCHH Yy TMAlUCHTOB C
I€HETUYECKMM  He(QpPOTHYECKMM  CHHAPOMOM,  OIHAaKO  clenHduyecKas
MeTaboaInYecKass Tepanus BO3MOXHA JIUIIb IPU MyTaUUAX B HECKOJbKHMX I€HaX.
JIeTH ¢ OCTalbHBIMUA MeHETHYSCKUMU BapHaHTaMM MMEIOT KpaliHe HU3KHE IIAHCHI
Ha BBIXOJ B PEMHCCHUIO W BIIOCIEICTBUM CTaHOBITCSA MNALMEHTAMH OT/EICHHUH
IUann3a.

Cpeay KOHTHHTCHTA OT/ACIEHNH 3aMeCTUTEIbHON IIOYEYHON TePAIHU JICTH C
FCHETHYECKUM HEPPOTHYECKHUM CHHIPOMOM BCTPEYArOTCS HEYacTO BJICJICTBHUE
PEIKOCTH MATOJIOTHH, OJHAKO MOYTH BCE ATHU JETH UMET TEHIEHIHUIO K CHIXKECHUIO
GyHKIMH MTOUeK 1Mo KIyOOYKOBOH (QUIBTPALIMH 0 XPOHUYECKON OONE3HHU MOYEK 5
CTaqMy B JETCKOM BO3pacTe, B CBA3M C 4YeM npobieMa WHHUIHALMH
3aMECTUTENILHONM TOYEYHOW Teparmud M, OCOOEHHO, TPaHCIUIAHTAUUW IOYKH
aKTyalbHa Yy OTOM Kareropuu OOJBHBIX. Y JeTed ¢ BepUPHUIMPOBAHHOM
IeHETUYECKOM INpUYMHONH OOJIe3HH TMPOLEHT BO3BpaTa 3aboNeBaHUsd B
TPAHCIUIAHTAT KpaWHe HH30K, 4YTO JellaeT dTy TIpyINIy IauueHToB Ooiee
NEPCICKTUBHOW B OTHOLICHMM TPAHCIUIAHTALMM II0OYKHM, 4YeM TIpymmy ¢
UAMOMATUYECKUM HEQPOTHUECKUM CUHAPOMOM.

Lenp guccepTalmoOHHON pabOThl - ONTUMH3ALUA CYLIECTBYIOIIHUX METO/IOB
JMAarHOCTUKUA W JICYEHHS BPOXKJIEHHOTO M HMH(AHTWIBHOTO HE(PPOTUYECKOTO
CHHIpPOMA, YTO KpaHE BaXXHO B CBS3M C MalbIM OOBEMOM TIE€HETHYECKHX
TECTUPOBAHMI, HAa HACTOSAIIMA MOMEHT NpPOBOIAIIMXCA Ha Teppuropuu PD, a
TaK)Xe C HEOOXOJIUMOCTHIO CBOEBPEMEHHON NOAINOTOBKH NALMEHTOB K MHULIMALIMU
3aMECTUTEJIbHOM NTOYEYHOH TEPAIIUH.

JInss  JOCTHKCHHUS  TIOCTAaBJIIEHHOM  LIEM  JUCCEPTAHTOM  IPOBEACHA
MmaciutabHast paboTa 1O M3YYEHUIO MOJIEKYJSIPHO-TEHETHYCCKUX  MPUYHUH
BPOKIEHHOTO W WHPAHTUIBHOTO HEPPOTUYECKOIO CHHAPOMA, a TaKKe
He()pPOTHUUYECKOTO CHHPOMa C Bo3pacToM aebrota crapue 1 roaa xusnu (99 nerei
¢ 1e010TOM He(POTUUECKOTO CHHIPOMA Ha MEPBOM rofy KHU3HH, 151 pebeHok - ¢



Oonee MO3AHMM JeOIOTOM), TaKK€ BBIMOJIHEHO CKPYIYJIE3HOE KIMHHYECKOE
OIIMCaHUE C OLIEHKON AKCTPAPEHAIBHOW CUMIITOMATHKH.

MeTtoan4yeckuil ypoBEeHb NHUCCEPTALUU CIEAyeT OLEHUBATh KaK BBICOKHIA.
Ilens ¥ 3agaun McClIeAOBAaHUS O0O3HAUYEHBI SICHO, HCIIOJIB30BAaHBI COBPEMEHHBIC
METOMBI cTaTHCTHYEeCKON 00paboTku nHpopmaruu. [IpoBenena omeHka moyeyHoM
BBDKMBAEMOCTH y J€Te€d C pa3JIMYHbIM  BO3pacTOM JAe0rTa, pa3HbIM
MOp(hOTIOTHYECKUM JIMarHO30M, a  Takxe BBITIOJIHEHO CpaBHEHHUE
IIPOrPECCUPOBAHMS XPOHUUYECKON OO0JI€3HU MOYEK B 3aBUCUMOCTH OT HaJIMYUs WA
OTCYTCTBHs BEpU(PULIMPOBAHHON F'€HETUYECKON MIPUUMHBI 3200I€BaHUS.

OcHOBHBIE IT0JIOKEHUS pabOTHI U3JI0XKEHBI B 10 mMyOIMKalUsIX B pOCCUHCKHUX
U 3apyOexHbIX H3JaHUAX, 3 U3 HHUX — CTaThbH IO pe3yJibTaTaM B >KypHalax,
pekomennoBanHbIX BAK. Marepuaiisl paboTsl 00CY>KIEHBI Ha PsiJIec POCCHHCKUX U
MEXIYHapOIHBIX KOH(pEpPEeHIIUH U KOHTPECCOB.

Hay4Ho-npakTuueckas 3HaYUMOCTh JUCCEePTaMOHHOM paboTsI
MunoBanoBoii A.M. He BBI3BIBaET COMHEHHMI M 00ycloBIEeHa nepBsIM B Poccun
CUCTEMATUYECKUM OIIMCAHUEM KIMHUYECKUX M TEHETUYECKUX OCOOEHHOCTEN
BPOXXIEHHOTO U MH()AHTUIBHOTO HEPPOTUYECKOTO CHHIPOMA, BHIITOJIHCHHOM Ha
CTaTUCTUYECKHU JOCTATOYHOU BBIOOPKE.

Pabora MwioBaHoBoii  AHacTacuM ~ MMXaWJIOBHBI ~ COOTBETCTBYET
tpeboBaHuaM 1.9 «IlonokeHHUs O TPUCYXKACHUH YYEHBIX  CTENEHEeH»,
yTBepxKAeHHOro nocraHoBieHueM IIpaButenbctBa PO ot 24.09.2013 r. Ne842,
IpeabABIIEMbIM MUHHCTEPCTBOM HayKd M BhICHIETO oOpa3oBaHust Poccuiickoi
Qenepauuu K OUCCEPTAlMOHHBIM paboTaM Ha COUCKAaHUE Y4YEHOW CTENeHH
KaHIuJaTa MEIMLUMHCKUX HayK, a ee aBTop, MmwioBaHoBa AHacTacus
MuxaiinoBHa, 3acily’)kKMBaeT IPHUCY)KICHHS YYCHOM CTCICHHM  KaHAWIaTa
MEIMIMHCKUX HayK 1o creunansHocTsM 14.01.08 — Ileguatpus u 03.02.07 —
I'eneTnka.
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