OT3bIB
HAy4YHOI0 KOHCY/JbTAHTA

CaBoctbsiHOB K.B. — couckarenpb yueHoU cTeNneHH JOKTopa OMOJOTHYECKUX HayK
no crneuranbHocTh: 03.02.07 — ['eneTnka
Hucceprauus Ha Temy: «OnNTHMH3aUHA MOJIEKYJISPHO# AHATHOCTHKH PeaKHX

HacJieACTBeHHBbIX 0oJie3Heil Yy pOCCHﬁCKHX NanHEeHTOB»

3a BpeMs pabotbl Han aucceprauueir CaBocTbsiHOB Kupunn BukropoBuu
3apeKkoMeHa0Bas ce0si KaKk rpaMOTHbIA BbICOKOKBaNM(ULMPOBAHHBIN CIIELMATHCT
B 00J1aCTM MOJIEKYJSIPHOM HAarHOCTUKU TIe€HEeTUYECKU-IEeTEepPMUHUPOBAHHOM
HaCJIECTBEHHOU MaTOJIOTHUH, YMEIOLHUN CTaBUTh 1% peliartb
MYJIbTHUAUCUUIITIMHAPHbIE HAYYHbIE 3a/1auH.

Ilenbto HacTosilueid HayyHOM paboThl siBAsieTCs pa3paboTka HOBBIX U
ONTHMHU3ALUS  CYLIECTBYIOLIMX  aAJrOPUTMOB  MOJIEKYJSIPHOM  JHUAarHOCTUKH
HauboJyiee 4YacTbIX TEHETUYECKHUX OoJie3HEeH, BBbISBISIEMbIX B  BeAyLIEM
NeguaTpUueCKOM MHOTronpo@UIBHOM MEIULIUMHCKOM LeHTpe Poccun B TeueHue
LIeCTH MocaeqHux JieT. sl AOCTHXKEHHs MOCTaBJIEHHOM Uenu aBTOPOM ObLIH
chopMynUpoBaHbl aJleKBaTHble Hay4yHble 3aJayM, BbIIOJHEHHE KOTOPBIX BHECIIO
CYLLIECTBEHHbBIH BKJaJ B pa3BUTHE GyHIaMEHTAIbHONW W NMpPUKIAAHONW reHeTUKU. B
YaCTHOCTH, aBTOpPY YJAJIOCh YCHELWIHO IpPOBECTM M KayeCTBEHHO OIUCaTh
KOMILIEKCHBIH CeJIeKTUBHbIM CKpUHUHT Oosiee 30000 pocCHMCKMX MaUUEHTOB C
NoJo3peHHeM Ha peakue O0JIe3HH, ONpeAeNUB OTHOCUTENIbHbIE YacTOThbl U
OXapaKTE€pHU30BaB CIIEKTP NATOT€HHbIX BApUAHTOB T[E€HOMA C I[OMOILBIO
CaMOCTOSITEJIbHO pa3pabOTaHHOrO MHOTOCTYIIEHYaTOr0 ajJropuTMa MOJIEKYJISIPHOM
JUarHOCTUKU. MeToqonoruss HayyHOro MCCIAedOBaHUs, coueTarolias B cebe
3HaHUs B 00J1aCTU OMOJIOTMM M MEQULHMHBI, [103BOJIKJIa aBTOPY NPOAHAIU3UPOBATH
KJIMHUYECKHE, Teorpaguyeckue M TreHeTHYeCKHe OCOOEHHOCTH M3YUEHHBIX B
pabore penkux OosiesHedl. Breicokas  abdexkTUBHOCTH  pa3zpaboTaHHBIX

JUAarHOCTHUYECKHUX aJrOpuTMOB ObUla JOCTUTHYTa Onarojaps TpaMOTHOMY



NPUMEHEHHUIO apceHana COBPEMEHHbIX BBICOKOTEXHOJOTMUHbIX MiIaTdhopM, TaKUX
KaK TaHAEMHas Macc-CIEeKTPOMETPHs, MaCCOBOE MNapasleibHOE CEeKBEHHPOBaAHHUE,
XPOMOCOMHbBI MHUKPOMATPUUYHBIA aHAIU3 U MHOTUX JAPYTMX, HUCMOJb3YHOLIHUXCS
BEAyLUIMMHU Hay4dHbIMH KOJUIEKTHMBaAaMU OOJIBLUMHCTBA pa3BUTBHIX CTpaH. Bbicokue
NokKaszaTeJd UYYBCTBUTEJIBHOCTH M  CINEUU(PUYHOCTH BBIOpAaHHBIX aBTOPOM
OMOMapKepoB MOAUYEPKHUBAIOT 3HAYUMOCTb HUX MCIOJIb30BAHUS HE TOJIBKO IJisi
JUAarHOCTUKH, HO M JJIsi MOHUTOPUHIA NaTOreHEeTHYECKOH Tepanuu OojesHeit
®abpu, [owe, THpo3uHemuu, TMn | U UUCTHMHO3a, XapaKTepu3ys aBTOpa, Kak
Y4YE€HOTO, BJIAJCIOUIEr0 IOCIEAHUMHU NOCTHXKEHUSIMU HayKM M OpraHu3aTopa,
CrIOCOOHOr0 MpPEeTBOPUTH HUX B HKHU3Hb. VIMEHHO 3TH KauyecTBa MO3BOJISIOT
CaBoctbssHoBy ~ K.B.  coBmewmars  AOJDKHOCTM  HaudanbHuka  Llentpa
dbyHaaMeHTalbHbIX HCCIIEIOBaHUMN B NeAMaTpUM W 3aBeAyrollero jadoparopueit
MOJIEKYJIIPHONW IMeHeTUKU M MeauuuHckoi reHomuku OI'AY «HMULL 3p0poBbs
netei» Munsnpasa Poccuu.

JlocTOBEpHOCTD pe3ynbTaToOB JHUCCEPTALIMOHHOTO UCCNIeJOBaHMUs,
NPOBEAEHHOIO0 aBTOPOM, HE BbI3BIBAET COMHEHHUs. Pesynbrarel yOeauTenbHO
NOAKpPEMNIEHbl  AOCTATOYHBIM  KOJIMUYECTBOM  JKCIEPUMEHTANbHBIX  JaHHBIX,
onyOJMKOBaHHBIX B 77 HayuHbIX paboTax B BeOyUIMX OTEYECTBEHHBIX U
3apyOeXHbIX U3JAHUSX.

HeoOxoauMO OTMETHUTb U NPAKTUYECKYIO LEHHOCTb I1OJYYEHHBIX aBTOPOM
JaHHBIX. Pe3ynbTaTbl OTAENbHBIX 3TaloB paboThl 3alIMLIEHbl MaTEeHTaMH Ha
U300peTeHus, a TakXXe MpeACTaBJIeHbl KIMHUYECKHUMU pPEKOMEHJAUUsIMU [0
TUPO3UHEMHUH, TUII [, MyKkononucaxapuao3y, Tun I, mykononucaxapunosy, tan Il u
6one3nu ['owe, yrBepxaeHHbIMH MunznpaBoMm P®. ChopmupoBanHbie B pabote
alfTOPUTMbl MOJIEKYJIIPHOM NHMAarHOCTUKU PEAKUX TIEHETHYEeCKUX Ooie3Hel yxe
YCHELIHO BHEApPEHbl B IMpPaKTUKy psAAa BeAyUIMX MEAULMHCKUX YUpeKIEeHUH
CTpaHbl, MO3BOJISII 3HAYUTEJIBHO IOBBICUTH 3(PGHEKTUBHOCTh MOJEKYJSIPHON
JHUarHOCTUKH HACJIeACTBEHHbIX 00JIe3HEN Y pOCCUICKUX MaUEeHTOB.

B npouecce pabotbl Han auccepraudoHHOM pabotoit CaBoctbsiHoB K.B.

nokazan cebs He TOJIBKO KBa.HI/I(bI/II_IHPOBaHHI)IM Clri€coruaJiIMnCToOM, ITIOCTOAHHO



CTPEMSILIUMCS K COBEpPLUEHCTBOBAHUIO M YIIyOJE€HHUIO CBOMX 3HAaHUM U
npodecCUOHaNbHbIX HaBBIKOB, HO W TaJAHTJIUBBIM PYKOBOJUTENIEM, YMEIOUIUM
3¢ PEeKTUBHO OCYUIECTBIATh U KOOPAUHUPOBATh pabOTy COTPYAHHUKOB B OOJIBLIOM
KosuiekTuBe. CoucKaTeNno CBOMCTBEHHA LENeyCTPEMIIEHHOCTh U HACTOWYMBOCTh B
JOCTHXXEHUM IOCTAaBJIEHHbIX LeJeH, B TOM YHUCJ€ NPU BHEIPEHUHU pe3yJbTaTOB
HCClIeIOBaHUS B J1a0OpaTOpHYK  MpakTUKy. JlesTeNnbHOCTH aBTOpa He
OrpaHUYMBaETCsl HayyHoW pabotoil. Obnaaas WHUPOKUM HayYHBIM KPYyro30opoM B
0o0J1lacTH MOJIEKYJISIPHOM Ie€HETUKH W MeIULMHCKOW reHoMmuku, CaBocTbhsiHOB K.B.
PEryJispHO BBICTYNAeT C JAOKJaJaMH Ha OTEYECTBEHHbIX U MEXIAYHApOIHBIX
KOHrpeccax M CHUMIO3MyMax, YWUTaeT JIeKLUUMH B paMkax oOpa3oBaTesbHbIX
nporpaMm I0 JMArHOCTUKE peAKUX OoJie3Hel, a Takxke NPUHHUMAET ydyacThe B
Mccrea0BaTeNbcKol paboTte nist 6;1aroTBOPUTEIBHBIX GOHIOB.

HucceprauvonHass pab6ora CaBoctbsiHoBa Kupunna  BuxropoBuua
«OnTUMH3aLUs MOJIEKYJISSPHON JNHArHOCTUKU PEIKUX HacJeJACTBEHHBIX OoJie3HeH
Yy PpOCCHUMCKMX TMalMKEHTOB» IMpeACTaBiseT CO00H 3aBepLIEHHOE Hay4HO-
KBanu(dUKalLlMOHHOE HCClIelOBaHHe, B KOTOPOM pelleHa BaxcHas 3ajada I1o
ONTUMH3ALUHU JIMAaTHOCTHUKH OoJe3Hen ®abpu, ['owue, [Tomne
MyKoroaucaxapunosa, tun I u II, TuposuHemun, tun I, Gone3Heidl HakomIeHHUs
IIMKOI€Ha, HECOBEPLLEHHOTO OCTeoreHesa, CTEPOUIPE3UCTEHTHOTO
HE(POTHYECKOTO CHHAPOMA U KapAUOMHONATHH Y POCCUACKUX NMaluUeHTOB. PaboTa
MOXeET OBbITh NpeACTaBlieHa K 3alllUTe Ha COMCKAHHE YUYEHOW CTEeNeHH JOKTopa

Ouosiornyeckux Hayk no cneyuanbHocTd 03.02.07 — ['eHeTuHKa.

Hayunsiii pykoBoautens OI'BHY
«MenUKO-TeHETUUECKUH  Hay4YHbIH
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