OT3hbIB

opHUMAIBEHOTO onnoHenTa, M umunoii CeeTianb CepreeBHbl, KAHAMAATA MEIMIHHCKHX
HAayK Ha QHCcCePTalHOHHYI0 padory Masanopoii Hataneu HuxomdaeBusr «OnTHMu3amus
AJrOPUTMA MOJIEKYJIAAPHOH AHATHOCTHKH Gosesnn ®abpu B Poccmiickoii Denepanuny»,
MPEACTABJICHHYIO HA COMCKAHME YYeHOHl CTeleHM KaHIHIATA MEJHUMHCKHX HAYK 0

crnenuagabHoceTH 1.5.7. eneruxa

AKTyaJ'lbI-IOCTb TEMbI JHCCEPTANHOHHOI0 HCCJIEI0OBAHUA

Bonesns ®abpu — peakoe renerHuecku JETepMHHHPOBaHHOE 3a00/eBaHue ¢ X-CIEeIIEHHBIM
THIIOM HAClICNOBAHMSA, W3 TPYHIbI JIM30COMHBIX 0OJIe3HEH HAKOIUICHHS, SBJSETCS OJHON W3
NPAYMH PaHHEH CMEPTH BO BCEM MHpE, B TOM UHCIIE H B Poccuiickoit ®enepanuu. Usyuenue
TCHETHIECKHX (DAKTOPOB, MMEIOIIHX [ATOTEHETHYECKOE 3HAYEHHE IS BO3HHKHOBEHHS H
Teuenus Gonesnn ®abpu. BbiiBleHHe HOBBIX IHATHOCTHYECKHX HNOJXOJIOB K JMAarHOCTHKE M K
JIEYEHHIO OOJIE3HH, HECOMHEHHO, NpPEICTABISET COBOI aKTyallbHYIO 3a7ady, He TOIIBKO ¢
(byHIAMEHTAaNbHON TOUKM 3pEeHHS, HO M ¢ TOYKH 3peHHs TIPAKTHYECKOH MemauiuHbl. Ha
Hacrosmuié MomeHT B Poccuiickoit ®enepauun IIPOBEJICHO HE3HAYUTETBHOE KOJHYECTBO
CCJICKTHBHBIX CKDHHHHIOB, IIOCBSINEHHBIX M3YYEHHIO OOJIE3HH ®abpu. B or1oit cBa3m
AUCCEPTAllHOHHOE  MCClefoBaHHe  MasaHoBoit  HaTamsu HuxonaeBHEI, mocBsimennoe
CCIIEKTUBHOMY CKPHHMHTY NAIlUEHTOB C KJIACCHYECKONH M ATHIIHYHOMN (bopmoii Gonesnu dabpu,
MIPCACTABIACT  3HAYMTENBHBIA  wHTEepec.  MCHoONb30BaHHE  KOMILIEKCHOIO HOX0/1a,
PCAIH30BaHHOTO B paMKax [JHCCEPTAIHOHHON pabGoTHl, MO3BOMIAET rybxe IPOHHKHYTH B
MOJIEKYJIDHbIC  3BCHBS mnatoreHesa Oonesuu Pabpu W BBIIBHTL KIMHHYECKH 3HAYUMELH
AMATHOCTHICCKMH  OHOMAapKep I1060TPHAO3HICHHHIO3HH, KOTOPBIH TakXke MOXKET OBITh
HCIONL30BAH B KAYECTBE KPUTEPHs KOHTPOISA S(hheKTHBHOCTH (bepmeHTazaMecTHTETBHOM

TEpalliH y NaluHeHToB ¢ 0one3Hb0 Oabpw.

Ounenka cogepxanns quccepramun, eé 3aBePIIEHHOCTH KAK

HAyIHO KBaIHGHUIHPOBAHHO paboThI

Llensro muccepranuonHoit paborer Masanogoit H.H. ssnsercs ONTHMHU3ALIHS AITOPHTMA

AMArHOCTHKH Oosne3nn Dabpu, OCHOBAHHAS HA OILEHKE JMHATHOCTHYECKOH a3 dexTurHOCTH



OMOXHMHMYECKHX H MOJIEKYJISIPHO-TEHETHYECKHX METOJIOB BepH(MKalMK AMarfHosa OOJBHBIX
Poccuiickoit ®enepanuu. B 3amaun uccie0BaHHS BXOJUIH: IIPOBEJICHHE CPABHHTEIBLHOTO
aHaJM3a AKTHBHOCTH (JepMeHTa (-TalakTo3ujga3kl A M KOHIEHTpauuH OuoMapkepa
rI000TPHAOZHICUHTO3HHA B CYXHX ISTHaX KPOBH Yy mNaunueHToB c¢ OonesHsro Dabpwu;
omnpezeieHue HauboJiee YacThIX KIMHUYECKHX NposBiIeHui OomnesHun Pabpu y BBIIBIEHHBIX
NAlHEHTOR; ONpeJIe/IeHHe CIIEKTPa U OTHOCHTEIBHEIC YacTOT ITATOTeHHBIX BapuaHTOB reHa GLA
B BBIOOPKE POCCHHCKUX MAIMEHTOB ¢ Oone3Hp0 @abpu.

Juccepraumonnas paboTa CTPYKTypUpOBaHA TpAJUIMOHHO M H3I0XeHa Ha 135
CTpaHHUIaX IMEYaTHOTO TEKCTa, COCTOMT W3 BBeAeHHUsi, 0030pa JuTepaTypbl, OCHOBAaHHOI'O Ha
aHasimze 147 ucroynukor (13 nyGnuxanuii oredyecTBeHHBIX M 134 myOnukanuii MHOCTPAHHBIX
aBTOPOB), MAaTEpPHAJOB M METOJOB MCCIE/JOBaHMSA, TIJIaB pE3ylAbTaTOB U  OOCYKIEHHS
COOCTBEHHBIX HCCIIEIOBaHUIH, 3aKIIIOYEHHs, BBIBOJIOB, NPAKTHUYECKHX DPEKOMEHJAIHMH, CIIHMCKa
COKpaIlleHHH M CIHCKa HUCIIOIb30BaHHOH suTepaTypsl. Pabora miunoctpuposana 20 rabiunamu
U 30 pucyHkamu.

B paznene «Bpenenue» auccepTaHT 000CHOBBIBACT aKTYaILHOCThL TEMBI HCCIIEIOBAHHS,
creneHp €€ pa3pabOTaHHOCTH, HOBH3HY M NPaKTHUECKYIO 3HAYMMOCTH, (DOPMYyIHpyeT Lenb U
3a/1a4y UCCIIe/I0BAHHUS.

B o0030pe nuTepaTyphl JUCCEPTAHTOM OCBELIAIOTCS COBPEMEHHBIE IIPEJCTaBIeHUS 00
STHOJIOTHH U HaToreHese 6osiesnn Pabpu, poiii reHeTHYECKHX (GaKTOPOR B €r0 BO3HHKHOBEHHH.
Taxke mnpencrabneHa XapakTepuCTHKa, Kilaccu(ukamus 3a00/ieBaHus H  KIHHHYECKHE
ocobennocti 6oneznn @adpwu.

B rmase «Marepuansl M METOIBI» TIPEICTABICHA XapaKTEpPHUCTHKA OHoOMaTepHasa
nauueHToB ¢ Oosesnpro Pabpu, auzaiiH uccnenoBaHus. ONHCaH KOMIUIEKCHBIH MOAXOX B
JIMarHOCTHKE 3a00JI€BaHMsI U IPUMEHEHBI COBPEMEHHBIE METO/IbI JIHATHOCTHKH: OMOXHMHYECKHH
meron BOXX-MC/CM Ha TaHJEeMHOM MAacc-CIIEKTPOMETPE, MOJIEKYIIPHO-T€HETHYECKHE
HCCIICIOBAHMS — IIPOBEJICHHE CEKBEHHPOBaHHs MeTo oM CoHrepa U BEICOKOIPOU3BOIMTEIBLHOE
CEeKBEHMPOBAHHS 1[€JIEBBIX 00JIacTei.

B rnase «PesyneraTel H 0O0CY:KHEHHS» aBTOPOM JETATBHO ONHCAHBI BCE TOJIyYEHHBIE
pe3yapTaThl IIPH MPOBEJEHHH CEJEKTHBHOIO CKPHHHMHTA, HAaYyWHAs C JaHHBIX II0 OILIEHKE
aKTHBHOCTH ()EpPMEHTa O-TallakTO3MAa3bl A H KOHUCHTPAHH IJ000TPHAO3HIIC(HUHIO3HHA B
CpaBHEHHH C KOHTPOJILHOM rpymmoi. IlpejicraBieHo pacmpeneieHHe HAlHeHTOB I10 JaHHBIM
CENIeKTMBHOIO CKPHHHUHIA C IIOJ03pEHHEM Ha KIaccH4eckylo (opmy Oomesnn @abpu B
BbIOOpKax u3 HaceneHus PexepanbHbix OKpyroB Poccun. OmnmcaHbl BEIABICHHBIE HOBBIE
HYKJICOTH/IHBIE BapuanTel rena GLA. IlponeMOHCTpHUpOBaHBI KpUTepuit 3((eKTHBHOCTH

(b@pMCHTOB&MCCTHTGRI:HOﬁ TEparnu. HpeﬂCTaBJIEHI:I KJIMHUKO-TEHEAJIOTUYECKHE OCOOEHHOCTH



Oonesau @abpu, omucaHWeM CceMbH, cocTosmed w3 7 uneHoB. B rmase «QOOcyxmeHHe»
JICCEPTAIMOHHON paboThl ABTOP COIOCTAaBISIET MONYYEHHBIE PE3YILTATEI C JIATEPATypPHBEIMH
JIAHHBIMH, TIPUBOIHT COOCTBEHHBIE CYXKICHHS OTHOCHTEIBEHO MPUPOALI Pa3BUTHs 3ab0JIeBaHMs,
obycnosiiennoro s¢dexraMu maToNornueckux Myrauuii rena GLA npu 6onesnu Dadpu. Crout
OTMETHTBH, YTO IUCCEPTAIlMOHHAs paboTa, BBIIOJIHEHHAss HA OCHOBE SKCIEPHMEHTAIBHBIX H
KJIIMHAYECKHX JIAHHBIX, MMEET 3HAYUMOCTh He TOJIBKO I QyHIaMEHTATLHON HAYKH, HO H A
NPAKTAYECKOW MEIHMIIHHEIL, JPYTUMH CJIOBaMH NPUOIM/KAET HAC K DPELICHHWIO BaXKHEHIIEH
npoGJIeMBbl — UMIUIEMEHTAIMH PE3YJIbTATOB HCCIIEIOBAHUS B KIMHHYECKYIO IPAaKTHKY. B paznerne
«3aKkmoueHie» aBTop 0000IaeT pe3ynbTaThl, MOJYyYEHHBIE Ha BCEX 3Tanax IIPOBENEHHOTO

HCCJICIOBaAHHS.

Crenennb 060CHOBAHHOCTH HAYYHBIX IOJIOKeHHI, BBIBOJOB H PEKOMEH AU

OO0CHOBAHHOCTh HAYYHBIX ITOJIOXKEHHH, BBIBOJOB, PEKOMEHIALMH, IIPEICTABIEHHBIX B
JuccepTanuy, OazupyroTcss Ha IIIyOOKOM aHalu3e JIMTEPaTypHBIX HJaHHBIX, HMCII0JIB30BAHHH
KOMIIJIEKCa OOIIEH3BECTHBIX W IIMPOKO IPHUMEHSIEMBIX OHKCIEPHMEHTAILHOH MEIHIHHE H
MOJIEKYJIIPHOM TEHETHKH METOMK, CepTH(UIMPOBAaHHOIO 00OpYyIOBaHHs, KavyeCTBEHHBIX
PEaKTHBOB M PacXOHBIX MATEPHAJIOB, JJOCTATOYHOIO KOJHYECTBA OHONIOIHYECKOrO MaTepHaa B
BUJIE CYXHUX IMATE€H KPOBH, I'PAaMOTHOM IIPHMEHEHHM aJIEKBATHBIX CTAaTHCTHYCCKHX MECTOIOB
aHanuza JaHHBIX. BEIBO/BI, HAy4YHBIE IOJIOXKEHUS W NPAaKTHYECKHE PEKOMEHIAIHH JIOTHYHBl H

BBITEKAKOT M3 ITOJIYYEHHBIX B X0OJA€ BBIIIOJIHEHHSA JUCCEPTAHOHHOTO HCCIIEI0OBAHHA PE3YIIHTATOB.

ﬂOCTOBepHOCTb H HOBH3HA HAYYIHbIX HOJIO}KBHHﬁ, BBIBO/I0B H pekomeﬂaaunifi

JIOCTOBEpHOCTE pE3yNbTAaTOB JHCCEPTAIMOHHOM paboThl OMpEAeNsercsl J10CTaTOUYHBIM
0o0BeMOM MaTepuasa, KOTOpbIi TpeOyeTcs Ui NPOBEACHHUS HCCIEI0BaHHUS KaK CEJEKTHBHBIH
ckpuHHHT. Briepeeie B Poccuiickoii ®enepanuu npoBeieH CeIeKTHBHBINA CKPHHHUHT 12256 nsareH
KPOBH BBICYIICHHBIX Ha (UILTPOBAILHOM Oymare, ¢ NPUMEHEHMEM COBPEMEHHBIX METOJIOB
TAHJIEMHOM MacC-CIIEKTPOMETPUHM M  MOJIEKYJISPHO-TeHETHUYECKMX METOJ0OB, Ka4deCTBEHHO
IPOBEJCHHBIM CTATUCTHYECKHM AHAIM30M JaHHBIX, YTO IIO3BOJIMJIO IOIYyYUTh OOOCHOBAHHBIE
MOJIOJKEHHUST U BBIBOJABL B maHHOH paboTe NpHMEHEH KOMIUIEKCHBIA MOAXOJ K JHAarHOCTHKE

naiueHToB npu Oonesnn @abpu. PesynsTaThl HCCIEOBAHUS OTKPBHIBAIOT MNEPCIEKTHBBI



MCHO/IB30BaHUs I71000TpHA03UICHUHIO3HHA B Ka4decTBe [OTEHIHMAIbHOIO OHOMapkepa Ipu
JMarHOCTHKE Ha aTHIHYHYIO M Kiaccuyeckyio (opmy Oomesnun ®abpu. Taxoke MO3BOIHIO
OIIpe/IeNIUTh CHEeKTp [ATOreHHBIX BapuaHToB reHa GLA U X OTHOCHTENIFHEIE YacTOThHL BriepBrle

MIPEIIOXKEH AITOPUTM TUATHOCTHKY aTHITHIHON (HopMEI Ooneznu @abpu.

CooTBeTCTBHE coaepKaHHuA aBTopedJepaTa OCHOBHBIM IMOJIOKCHHAM JHCCEPTAIHHA

ABTopedepar HanmucaH XOPOIIUM JHTEPATYPHBIM S3BIKOM. COOTBETCTBYET COJAEPIKAHUIO
JMccepTalMu. ABTOpedepar IIOTHOCTBIO OTOOpa)KaeT OCHOBHBIE IIOJIOXKEHMS M IepejaeTr

MOJTy4eHHBIE Pe3ybTaThl B AUCCEPTAHOHHOM pabore.

O6mue Bonpock! 1 3aMeuanns no pabdore

HpHHHHHHaﬂBHLIX 3aMeuyaHHui 1o JUccepraliyl  HET. B Texcte AUCCEPTAllHH HMEETCA
HE3HAYUTECIIBHOC YHCJIO OIICYATOK H OI.HPI6OI(, KOTOpEBIE HE CTaABAT IIOJ COMHEHHS IIPOBEACHHBIX

HaYYHBIX pE3yIILTaTOB H BEIBOJIOB.

3ax/oueHne

JluccepranmonHoe wuccremoBanue MasanoBoit H.H. «Ontumumzamus  anroputMa
MOJICKYJIIPHOM aMarHocTHkH Oonesnu ®abpu B Poccuiickoit @Denepauum» sBIseTCs
3aKOHUEHHOH Hay4YHO-KBIM(PUUMPOBAHHOH paboTOi, B KOTOPOH pEIIeHbI I[1OCTABICHHBIE
3aJ]a4yd, MMEIOIHE CYIIECTBEHHOE 3HAYCHHE JUISI MEIOMIMHCKON TeHeTHKM W pPACILIMPSIOT
Ope/ICTaBlIEHHE O INOHMMAHMU MOJIEKY/IAPHBIX MEXaHW3MOB TmaroreHeza Oone3nn ®abpu u
0003HaYalOT HOBBIE IOJXOJBI K €ro paHHedl M CBOEBPEeMEHHOH MOCTaHOBKE JuarHosa. Ilo
AKTyaJbHOCTH TEMBI, HAY4YHOMY YPOBHIO TEOPETHYECKOH 3HAYMMOCTH IIOJYYEHHBIX
MPaKTHYCCKON 3a[Ja4d [IPOBEJEHHS CEJIEKTHBHOIO CKPHHHMHTA, B LIEJSIX ONTUMHU3AIMH IIporecca
AuarHocTuku Oone3nn Pabpu auccepranuoHHas pabora MasaHoBod Haransu HuxomaeBHBI
MOJTHOCTEID COOTBETCTBYET TPEOOBAHUSAM, NPEIBSIBISEMBIM K IHCCEPTAIMSIM Ha COMCKaHHE
YUEHOHM CTENeHM KaHJIMJaTa MEIUIMHCKHX HayK, corsiacHo m.2.2 pasmena II Ilomoxkenus o

IOPUCYXKICHHM Y4YEHBIX CTeneHeH B (enepalbHOM TOCYHapCTBEHHOM 00pa30oBaTEIbHOM



yYpexJIeHUH BEICIIero oOpa3zoBaHust «Poccuiickuit YHHBEPCHTET Jpy:KOBI HAPOIOB HMEHH
ITarpuca JIymymOBI», yTBepxkaeHHOro YuensmM coetoM PYJIH mnporoxon Ne VC-1 or
22.01.2024r., a e& aBTOp, MazanoBa Haraness HukonaeBHa, 3aciiyKUBaeT IPUCYKICHHS YICHON

CTEMEHH KaHIWJaTa MEIUIMHCKHX HayK 1o crenuaabHocTH 1.5.7. I'eHeTHKa (MeIMIMHCKHE

HayKH).
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