OT3bIB

Ha aBTOpedepar AuccepTalluOHHON paboThl
JlepbeneBoit CBeTiiaHbl AHATOIBEBHBI
“IInieBoi cTaTyc NallMEHTOB C Pa3IMYHBIMHU TUIIAMH JUCIUIIUAEMUN U

pa3paboTKa CUCTEMBI IEPCOHATTU3UPOBAHHON MMIIOIUITUACMUYECKOU
IUEeTOTEpanuy’’, MPeICTaBIIEHHOW Ha COMCKaHWE YYEHON CTENEHU
NOKTOpa MEAULIMHCKUX HaykK 1o crenuranbHocTy 3.1.30. I'acTtposHTeposiorus u
IUETOJIOTHS (MEIUITHHCKUE HAYKH ).

uccepraunonHoe uccinenoanue JlepbeneBoil C.A. MOCBSAIIEHO PEILIECHUIO
aKTyaJbHOW HayYHOU MpoOJIeMbl B 00J1aCTH MEIUIIMHBI, B YaCTHOCTH, JUETOJIOTHH
—  H3YYEHHUIO OCOOEHHOCTEW WHIIEeBOro cTaryca U (DaKTUYECKOro IHUTaHHS
KapJHOJIOTMYECKUX TAlUEHTOB C HapyIIEHHUSMH JUIUAHOIO OOMEHa KpOBH, a
UMEHHO, THUIEPIUIMUIEMUSIMHA Ppa3IMYHBIX THUIOB, C MeJIbl0 pa3paboTKu
IpOrpaMMBbl UX NEPCOHATTU3UPOBAHHON JTUETOTEPAITHH.

ABTOpPOM TMpoOBeleH NOAPOOHBIM aHalW3 MUTaHWS KM MHUIIEBOTO CTaTyca
OombII0M rpymIbl manueHToB (2188 yenoBek) ¢ pa3TMYHBIME KapAUOIOTHYeCKUMH
3a00JIeBaHUSIMU W COIYTCTBYIOITUM OXXHpeHHeM. Vcrmonb3oBaiuch cambie
COBPEMEHHBIE  METOJbl  OLEHKH [MINEeBOr0 CTaryca, B TOM  YHCIE
UHCTPYMEHTaJIbHbIE, TaKkuMe KakKk OWOMMIENAHCHBIH aHalu3 KOMIIO3UIIMOHHOI'O
cocTaBa OpraHu3Ma U Metadosorpadus (HempsaMas KaJIOpUMETPHS).

B pe3synprare npoBENEHHOrO0 JOUCCEPTAHTOM HAy4YHOI'O MCCIIEIOBaHUs
NOJIy4eHbl KOHKPETHbI€ JlaHHble I10 KOMIIOHEHTHOMY COCTaBy OpraHHM3Ma,
OCHOBHOMY U 00IIeMy SHEpProoOMeHy, KacaroIHecs MallueHTOB C ONPeAeI€HHBIMA
TUINIaMU runepiaunuaeMuid, B yactHoct, 1A, I1b u IV tunos (no ®@penpukceny,
1976). Taxxe ObUTM BBISIBJICHBI OCOOEHHOCTH NHTAHUS, XapaKTepHbIE I
NAlMEHTOB C KOHKPETHBIM THIIOM HapyIIeHWH JUMUIHOTO OOMEHa KpOBH, B
YacTHOCTH, HauboJblIee MOTpeOieHre XKHUpa (3a CYET HACHIIIEHHBIX KHPHBIX
KHMCIIOT) OTMEYaJIOCh B TpyMIe MallHeHTOB ¢ Tumnepaunonporenaemueii [1A tumna,
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notpebiieHHe YIJIeBOJOB. JTO TO3BOJWIO aBTOPY IIPEAJIOKHUTh KOHKDETHBIE
PEKOMEHJAIMH 110 KOPPEKLIMU pallHOHA MUTAHUS JAHHBIX KATETOPUM NTallUEHTOB.

O6pamaer Ha cebs BHMUMaHHE BKJIIOYEHHE B COCTaB JIeYEOHOTO MUTAHUS
CTHEeLMATU3UPOBAHHBIX MHINEBBIX IMPOAYKTOB C TIOBBIIMIEHHOW OHOJOTHYECKOH
LEHHOCTBhIO, @ TakXe OTIeIbHBIX HYTPUEHTOB, TaKMX Kak omera-3
NIOJINHEHACHIIICHHbIE JKUPHBIE KUCIOTHI, DUTOCTEPUHBI, MMUILEBbIE BOJOKHA U T.1.,
YTO TO3BOJMJIO [IUCCEPTAHTy pa3paboTaTh MEepCOHATM3MPOBAHHYIO IPOrpammy
JMETOTEpAINY B 3aBUCUMOCTH OT THIA TUNEPJIUNUIEMHUN.

Ha ocHOBaHMM TOJNlyd4eHHBIX HAy4YHBIX [J@HHBIX M MPOBEIEHHBIX
UCCJIEIOBAHUA aBTOPOM IHPEIJIOKEH AITOPUTM MHOIOYPOBHEBOW IHUArHOCTHKHU
HapyIlleHW! MHUTaHUs ¢ T[HIIEBOro Ccraryca MNalMeHTOB C HapylIeHUSIMHU
JUIUAHOTO 0OMeHa KPOBH.

Pa6oTa BbINOTHEHA Ha BEHICOKOM Hay4YHO-METOIHMYECKOM yPOBHE.

B kayecTBe 3aMeuaHMii oOpamaeT Ha ceOs BHMMaHHUE CIUIIKOM Ooblloe
KOJIMYECTBO COKpallleHHid, B TOM 4YHclie B aBTopedepare auccepranuu (b6omnee 50
CoKpallleH’i 1 abbpeBuaryp), He Bce U3 KOTOPBIX JIakKe BOILLIMA B CIIUCOK B KOHLIE
aBTopedepara (Hanpumep, B crnucke HeT AC, A3DP, CC3, ucnons3lyemble B
TEKCTE), YTO HECKOJIBKO 3aTpyIHSAET YTeHHe aBTopedepara.

B MIPaKTAYECKOU pEeKOMEHIaluU Ne 4 ayeHTaM C
runepiaunonporenaemMued [V Tuma pekoMeHOyeTcs HayMHATh JIEYEHUE CO
CHUWKEHHSI KAIOPUIMHOCTH palliOHA MUTaHUS M pelyKUHMH macchl Tena. Ha Ham
B3IJIS1/I, HEOOXOAMMO yYTOYHEHHE: 3a CUYET KaKMX HYTPHEHTOB HYXXHO COKpaIlaTh
SHEProleHHOCTh paluoHa (T.e. 3a CUYET HACBHIEHHBIX J>XUPOB U IMPOCTHIX
yIJIEBOJIOB), @ CHMJKEHHE MAacChl Tejla — TOJIbKO MPU HaIWYUU OXHUPEHHs, a
UMEHHO, YMEHblIIeHHe 00bhEMa BUCIIEPATTLHOTO JXHPa.

VYka3zaHHbIe BbIlllE 3aMeYaHHS He HOCSAT NMPHHIMIHAIBHBIA XapaKTep U He

CHMJKAIOT LIEHHOCTH BBITNIOJIHEHHOM aBTOpPOM Hay4YHOU pabOThI.




TakuM  oOpa3oM, Ha OCHOBaHWH aBTOpedepara, CHYMTaKw, HTO
nuccepraiionHas pabora /[lepbeneBoit C(BeTiaHbl AHATONBEBHBI Ha TEMY
«[InimeBoi cTaTyC TMalMEHTOB C Pa3TUYHBIMH TUIAMHM JUCIHIUIAEMHHA H
pa3paboTka CUCTEMBI NIePCOHATTH3UPOBAHHON THTTOJTUITHAEMUYECKOH
IUETOTEpallii», TPEICTaBICHHAs Ha COMCKaHWE Y4YEHOM CTElEHH JOKTOopa
MEIWIIMHCKUX HayK, SBISETCS CaMOCTOSTENbHOW, 3aKOHYEHHOM Hay4yHO-
KBaIM(DUKAIMOHHOM paboTOM, KOTOpas peliaeT akTyalbHyI0 HaydHYyIo Ipobiemy
JTUETOJIOTHA M KIMHUYECKOWM MenuiuHbl. [lo akTyanbHOCTH, Hay4YHOM HOBH3HE,
JIOCTOBEPHOCTH IOJMyYEHHBIX pe3yJbTAaTOB M NPAaKTHYECKOW 3HAYUMOCTH
muccepranronHas pabora JlepbeneBoit C.A. MONHOCTBIO COOTBETCTBYET BCEM
TpeGOBaHHUAM, NPEIbSIBIIEMbIM K TUCCEPTALMSIM Ha COUCKAHUE YYEHOH CTEIEHH
JIOKTOpa MEAMIUHCKHX HayK, B TOM 4YHcle TpeOoBaHMSIM IyHKTOB 9-14
«[lonoxxeHuss O  TOPUCYKAEHUH  YUEHBIX  CTENEHEH»,  yTBEPXKIAEHHOIO
nocraHoBienueM [IpaBurensctBa P® ot 24.09.2013 Ne 842 (B melicTByroiien
penakiuu), a e€ aBTop, JlepbeneBa C.A., 3aciayXMBaeT NPUCYXKACHHUS Y4EHOH
CTelleHHd  JOKTOpa  MEIMIMHCKHX Hayk mo  crenuainbHoctd — 3.1.30.

FaCTpoaﬂTeponorm H JUCTOJIOIU.
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