OT3bIB

OpHUHAJBPHOrO ONNOHEHTa [0KTOPa MeAHINHHCKHX HAYyK, mpodeccopa
Hasapenxo Jloamuiel IasioBuel Ha quccepraumio Casoerssinosa Kupniana
Bukroposuua «OnTHMH3ALHS  MOJEKYJISAPHOIl AMATHOCTHKH  peJKHX
HAC/IeACTBEHHbIX Go.e3neli y poccHiicKHX NANHEHTOBY, NPeICTABICHHYI0 HA

COHCKAHHE Y4eHOH CTeNneHH JOKTOpa OHOJIOrHYeCKHX HAYK MO CNeuHaIbHOCTH
03.02.07 = I'enernka.

AKTYaJIbHOCTB TeMbI HCCJIEI0BAHHS

B mocnennue roasl Teme penkux OoesHeil ymensieTcs MHOTO BHHMAHHS B
CBA3H C HOBBIMH BO3MOJYKHOCTAMH HX TaTOreHeTHIeCKOi Tepaiui. AKTYaJbHOCTE
HayYHbIX HCCIEINOBaHMil, HaNpapleHHBIX Ha pa3palboTKy JIHArHOCTHYECKHX
METOJHK [0 BBISBIEHHIO OHOXMMHMYECKMX ¥  MOJEKYJAPHO-FeHeTHIECKHUX
HapylWeHHH, NPHBOIAUIMX K pasBUTHIO opoaHHBIX OonesHeil, npuobperaroT
0cO0YIO 3HAYUMOCTB, TaK KakK ITO3BOJISIOT HE TONBKO PELIHTH (YHIAMEHTAILHEIE
Hay4YHble 3a/[a9 OHOMOTUH, 3aTparuBalOlIHe NMPOACHEHHE MEXAHU3MOB Pa3BHTHA
penkux OonesHel, ompejesieHHe YacTOT pelKHX Gole3Hel, a Takke CHeKTpa
M&KOPHBIX MYTalUMH B PasiHYHBIX MOMYJIANMAX. DTH HCCIEJOBAHHA PEMIAIOT H
NpHKNagHble  3a0a4d  MEIMIMHBI, Tak Kak  [O3BOJAIOT  HA3HAYHTEH
nepcoHHUIHPOBaHHOE JIeYeHHe NMALMEHTaM C JHATHO30M, IIOATBEPK/ICHHEIM HA
nabopatopHoM ypoBre. Jlna GonpmiHHCTBA pefKuX OonesHeil, M3yYeHHBIX B
HacTOALIeH AUCCepTalHOHHOH paboTe, CYINECTBYET H YCIEIIHO MPHMEHAETCS TaKoe
JieueHHe.

3HAYHMOCTE MMEHHO paHHeH [HATHOCTHKHM PEeIKHX HACleICTBEHHBIX
OonesHell mOATBEpIKAETCH Ppe3yNbTATAMH [POIPAMM MACCOBOTO CKPHHHHIA
HOBOPOX/IEHHBIX, KOIJla CBOEBPEMEHHAs [WATHOCTHKA TII03BOISET HAYaTh
MaTOreHeTHYeCKOE  MEePCOHHQHUHPOBAHHOE  JIeYeHHE [0  HACTYIUIeHHA
HeoOpaTHMBIX H3MeHeHHH B opranmsMme GombHbix mereil. Ocobyio aKTyaIIbHOCTh
AuCCepTalMOHHasA paboTa MPHOOPETAET B CBA3H C PACCMATPHBAEMBIMH [POEKTAMH

PACUIMpEHHsA MEepeyHs HO30JI0IMH, CKPHHMDYEMBIX B HACTOSIIEE BpeMs B



Poccwuiickoif Pefepanii B paMKax MacCOBOIO CKPHHHHIA HOBOPOMKICHHBIX.
CenexTHBHBII CKPHHHHI MOMXHO CYHTaTh HeoOXONMMOH CTYNEHBIO Ha MyTH K
MAacCOBOMY CKPHHHHIY, MO3TOMY aKTyaJlbHOCTh ONTHMH3AlHH pa3pabOTaHHBIX B
npouecce MpPOBEIEHHS CeJEeKTHBHOIO CKPHHHHIA &ITOPHTMOB MOJEKYJIAPHOH
JHArHOCTHKH C Y4eTOM POCCHICKHX IONMYJIALHOHHBIX ocobeHHOCTeH npHobperaer
0co0YI0 3HaYHMOCTB.

Ob1ee YHCIIO pe/IKUX HACTEICTBEHHBIX Ooe3HeH, H3BECTHEIX K HACTOSAILEMY
BpPEMEHH, HX CyMMapHas 4acToTa, a Talke MIIaJIeHYecKas CMEPTHOCTh H JIeTCKas
HHBAIH/IHOCTE, BbI3BIBAEMble 3THUMH OOJE3HAMM, IIPEJCTABIAIOT CEPhE3HYIO
npobieMy Ul COBPEMEHHOIO 3/IpaBOOXPAaHEHHs, NO3TOMY AKTYaIbHOCTh TEMBI

uccnaenoeanus, BelopanHoi CapocteaHoBeiM K.B., He BEI3EIBaeT COMHEHHS.

Crenens 000CHOBAHHOCTH H JOCTOBEPHOCTH HAYYHBIX NoJI0KeHH i, BLIBO0B,

pexomeHaauuii, chopMyIHPOBAHHLIX B AHCCePTAHOHHOI padoTe

PaspaboranHble, ananTHpOBaHHBIE TOJ KOHKpeTHoe o0opyaoBaHHe W
ONTHMH3MPOBAHHEIE METOJEI OHOXMMHYECKOH M MONEKYISpHO-FeHeTHUeCKOoi
IHarHOCTHKH peJKHX Haclle/ICTBeHHBIX Oone3Hell OCHOBaHBI HA COBPEMEHHBIX
NPHHIMIEAX ¥ MMEIOT COOTBETCTBYIOIIYIDO HAYYHYIO H METONOJOrHYecKyr Oasy.
[lene B mnonHOH Mepe oOTpakaeT Ha3BaHHE [IHCCEpTallMM, a peamH3alus
MIOCTAB/IEHHBIX 3a/ia49, CTPOr0 HampapieHa Ha AOCTHXKeHHe 0003Ha4YeHHOH lenu.
[Tonoxenus, BEIHOCHMEIE Ha 3aIIHTY, 001aJal0T AOCTATOYHOH HayYHOH HOBH3HOM
M ONHparoTcs Ha JOCTOBEpHEIE Hay4HbIE pe3yibTaThl, NpeAcTaBieHHbIe B paboTe.
[Tonyuennsle nanubie 06paboTaHbl ¢ MPUMEHEHHEM COBPEMEHHBIX CTATHCTHISCKHX
METOAOB Ha BBICOKOM TMpodeccHoHanbHOM ypoBHe. BeIBOABI chopMyIHpOBaHBl B
COOTBETCTBHH C MOMYyYeHHBIMH pe3ylbTaTaMH, KOTOphIe NpeTeplent aJeKBaTHYIo
CTaTHCTHYECKYH0 00paloTKy ¢ BBICOKHM YpPOBHEM [OCTOBEPHOCTH, O 4YeM
CBH/IETEIBCTBYIOT MHOT'OYHC/IEHHEIE JlaHHEIE, IIpe/cTaBIeHHEbIe B
IuccepTanroHHoll pabote. JloCTOBEPHOCTE MONOKEHHI W BBIBOAOB JUCCEPTALIHH
ofecrieueHa  penpe3eHTATHBHOCTBIO  BHIOOPOK,  JOCTAaTOYHBIM  O0BEMOM

HCCIIE/I0OBAaHU C HCIOJIB30BAHHEM COBPEMEHHBIX BRICOKOTCXHOJIOIHYHBIX METOIOB



aHanM3a ¥ KBAIHOHMIMUPOBAaHHOH OWOMHGMOpPMATHYECKOH M  MaTeMaTHKO-
crarucTudeckoit  oOpaboTkoif  nosydeHHBIX — JAaHHBIX C  TOCHeayioLei
HHTeprpeTalnueii pe3yIbTaToB HCCIEJOBAHMUS.

[lpumenenne Ha NpaKTHKe pe3yNbTATOB JHCCepTALHOHHONH paGoTel B
JIeATENIBHOCTH JledeDHBIX YuYpewIeHHH B pasnHYHBIX perxnoHax PoccHiickoi
Denepalyy ¢ MOJNOKHATENBHBIM ) eKTOM, a TAKKe HX YCIENIHOe HCIIOIB30BaAHHE
B y4eOHOM npolecce CBH/IeTENLCTBYeT 00 0YeBH/IHOMH JOCTOBEPHOCTH IOy YE€HHBIX
Pe3yNBTATOB H HX MPaKTHYECKOH LIEHHOCTH.

[Ty6nukauus pe3yabTaToOB paccMaTpHBaeMOH JIHMCCepTAlMOHHON paboThl B
peneHzHpyeMbIX KypHanax BAK, MexIyHapoIHBIX H3JaHUAX, a4 TAKXKEe B BHJE
Hay4YHBIX H OCTEPHBIX JI0OKIA10B Ha OTEYECTBEHHBIX H 3apy0e/KHEIX KOH(epeHIHUAX
TaKyKe CBHETEeNbCTBYET B [ONB3Y JOCTOBEPHOCTH U 0O0OCHOBAHHOCTH MOJIOKEHHH,
BBIBOJIOB ¥ peKoMeHpauui, chopMyIHpOBaHHEIX B auccepTauuH. LIuTHpyeMocTs
MeYaTHBIX paboT MOMKeT TakiKe YKa3blBaTh HA ajanTallMio Pe3y/IbTATOB HAyYHOMH
paboThl B MPaKTHYECKY1O AeATeNbHOCTE TeHETHKOB H Bpadeii.

Bricokas 3¢ deKkTHBHOCTE JHATHOCTHYECKHX aIrOPHTMOR, pa3paboTaHHEIX B
Tpolecce JaHHOH Hay4HOH paboTsl, MOATBEpHkKIaeTCH NaTeHTaMH Ha H3o00peTeHus
H KIMHHYECKMMM  pEKOMEHJAUHAMM, YTBepXkJeHHBIMM  MHHHCTEpCTBOM
3apaBooxpaHeHHsa P@, 4To MOKeT CBHAETENBCTBOBATE O PAKTHYECKOH IIEHHOCTH
NONYYEHHBIX B paboTe JaHHBIX, YUYHTHIBAIONIMX TOMYJIAIMOHHBEIE OCOOEHHOCTH

pDCCHﬁGK}ﬂ( IMMAHEeHTOB C PeOKHMH OonesHaMu.
Hﬂ}"‘IHHH HOBH3HA HCCJICQOBAHHA

Juccepraumonnas pabora CasocteanoBa K.B. orimuaercs BbICOKOM
CTerneHbl0 HOBH3HBL. B uyacTHOCTH, BnepBhle B Mupe ommcansl Gonee 300 HOBBIX
MYTallKi, BRI3BIBAIOIIMX pejKHe HaciencTBeHHble Gonesnu. lns momasnsiomero
OONBUIMHCTBA 3THX MYyTalMH ONHCAHBl COOTBETCTBYIOIIHE HM KIMHHYECKHE
0CODEHHOCTH MAIHeHTOB, Y KOTOPHIX OHHM OBUIH BEIABIEHEI, HTO MOXKET
crocoOCTBOBaTh INPOrHO3MPOBAHHIO PA3BHTHA CXOKero (EHOTHNA y ApYrHX

[TAUHEHTOR B CTY4Yae BEIABICHHA B HX I'€HOMAaX TEX Xe Ih'f_‘,’Tal.I,Hﬁ



ABTOpOM BII€pBBIE ONMCAHBI MAKOPHBIE MYTAIHH, XapaKTepHble A
OnpeJe/IeHHBIX 3THOCOB Cpa3y B HECKOJBKHX IeHax, a TakkKe MaKOpPHbIe MYTalliH
I BCeH POCCHHCKOH BBIOODKH NAllMEHTOB, YTO 3HAYMMO /s ONTHMH3ALHH
BBIABJICHHA HOBBIX CIIy4aeB pejKHX OonesHell B pasiHuHbBIX CyObeKTax Hameii
crpansl. Kpome Toro, B jHccepTanHoHHON paboTe BHepBEE YCTAHOBIEHH! JOTH
Pa3NHYHBIX THIIOB HACIEJICTBEHHO OO0YC/IOBICHHBIX MOHOTEHHBIX IJIHKOI€HO30B,
CTEPOHIPE3HCTEHTHOT'O HedpoTHYecKoro CHHJIpOMA, HECOBEPIIEHHOTO
OCTeoreHe3sa H Kap/IHOMHONATHH Y pOCCHICKHX JeTeil.

B cBoeM mHMccepTalMOHHOM HCCIEOBAHHH ABTOP BIIEPBBIE IMPEUTONKHII
HCIIONIb30BaTh JIM30COMHEIE TII000TPHAOIHICHUHIO3HH H TIIHKO3HICHHHIO3HH,
HaKaluIMBAIOIHecs B OpraHusMe Jojiel, crpanarommx Oonesuamu Pabpu u [Nome,
B Ka4eCTBE QHANWTOB /Ui MEPBHYHOINO CKPHHUHTA MAl[HEHTOB, HYXIAIOIMHXCA B
(epmenTozamecTHTENBHOI Tepanuy, yOe HTENLHO 10KA3aB HX TPEHMYIIECTRO 110
CPaBHEHHIO C JIpPYrHMH OHOMapKepamW, HCIONB30BABIIMMHCA paHee JJis

NEPBHYHOI0 CKPHHHHTA Ha 3TH GoliesHH.
3HAYHMOCTL MOJYYeHHBIX Pe3yAbTATOB /I8 HAYKH H NPAKTHKH.

[lony4ennsle pesynsTarThl, BBIBOABI M TMPaKTHYECKHE pEKOMEHIALINH,
copmynuposannsle Casoctesanossiv K.B. B cBoell aucceprammonsoii pa6ore,
00/1a/1a10T HECOMHEHHOH 3HAYHMOCTBIO IS (yHIAMEHTAIBHOH M NPHKIATHOMN
HaykH. COBOKYIIHOCTh NONY4Y€HHBIX M IpPe/ICTABIEHHBIX JAHHBIX COOTBETCTBYIOT
3ana4aM PenepanbHol HayuHO-TeXHHYECKOH MPOrpaMMBl Pa3sBHTHSA FeHeTHIECKHX
TexHonorud Ha 2019-2027 romel B HacTM MeMIMHBEL, YTBEPIKIEHHOI
[Tocranosnenuem INpasutenscrea P® ot 22 anpens 2019 roza Ned79, u 6ymyt
CIIOCOBCTBOBATE Y/IYYIIEHHIO BBISBISEMOCTH MALHEHTOB, CTPAJAIONIMX PeIKHMH
GoutesHsmMH, 17151 KOTOPBIX CYIIECTBYeT aTOreHeTHYECKAs TeparHs, CBOeBPEMEHHOe
NpUMEHEHHE KOTOPOH M0/KHO MCKITIOYHTE MX TSKETYIO HHBATHIIM3ALHIO,

Paspaborannsie anropHTMBI MOJIEKY IAPHOH JIHArHOCTHKH
MYKOTIOJTHCAXapHI030B, INIMKOTeH030B, Goesneli ®abpu u omwe, THposuHEMUH,

THI I, UMCTHHO3a, HECOBEPIIEHHOTO OCTEOreHe3a, He()POTHUECKOTO CHHAPOMA,



KapJIHOMHOIIATHH C Y4eTOM TpPYJOeMKOCTH M 3((EeKTHBHOCTH HCIIOIB30BaHHBIX
METOJOB, & TAKKE CHEKTpa H OTHOCHTEJIBHBIX 4acTOT OOHapyKeHHBIX MYTaluii
MO3BOJIAT ONTHMH3HPOBAaTh paboTy, HaNpaBleHHYIO Ha IOATBEPHKIEHHE HOBBIX
Clly4yaeB 3THX PeIKHX MOHOTeHHBIX 3a0oleBaHMil B pasnu4HBIX pernoHax Pd, a
TaKJKe Ha IpoBelleHHe NpodHIAKTHYECKMX MEepONpPHATHIH, HANpaBIeHHBIX Ha
HelloNylIeHHe MOBTOPHBIX CIy4deB BO3HHKHOBEHHA Oone3Hel B OTATOIIEHHBIX
CeMBAX.

Accoumanuu refotuna u Qenoruna, peisenenHsle CaBocteaHoesiM K.B. B
mporecce paboTel HaN AMccepTranMed, MOMOTYT TPAKTHKYIOLHM BpadyaMm
MPOrHO3HPOBATE PHCKH W NPEeNATCTBOBATh Pa3sBUTHIO HEKeNIaTeNbHBIX SABICHHIA,
TaKHX Kak, HampHMep, HHCYJIBT Yy maiueHTOB ¢ Oonesnsio Pabpu, obnamas
HH(pOpMalHell O NMPUYMHHBIX MYTalMAX H YPOBHe II000TPHAO3MICHHHTO3HHA.
Kpome Toro, nokasaHHsle aBTOPOM CTPOTHE PaslHYHA B YPOBHAX KOHIEHTPalHH
OHoMapKepoB, HAKAIUTHBAIOIIMXCA B TKAHAX MAlHEHTOB C PeAKHMH OONe3HsMH, 10
Havaja TepaldH W BO BPeMs ee MPOBeJeHHs, IIOMOIYT OCYIECTBIATE YCIelHEIH
MOHHUTOPHHT  IepCOHH(MIIMPOBAHHONW Tepamuu Gonesweit @abpu, [oure,
THPO3HHEMHH, THII | ¥ nucTHHO3a. A MyTanuH, oOHapyKeHHe KOTOPBIX MMO3BOJIAET
NPOrHO3MPOBaTh PasBHTHE THKenoro (eHoTHNa Y POCCHICKHMX TMAallHeHTOB C
MyKomonucaxapunosom, THm I, Oyzer cmocoberBoBaTh CBOEBpPEMEHHOMY
Ha3Ha4YeHHIO H NTPOBEJIeHHI0 TPAHCILIAHTAIIHH KOCTHOI'O MO3T4.

PenpeseHTaTHBHOCTE BBIOOPKH, ee BHYIIHTEIbHEIH 06beM, a Takke Gobinoe
YHCIIO MYTallHil, He AHHOTHPOBAaHHEIX paHee B pa3NMYHEIX 0a3ax JaHHEIX,
ONMHCAHHBIX B HACTOAWIEH pabdoTe NMpH MOMOIIM OTe4eCTBEHHOro PyKOBOJICTBA MO
MHTEpIpeTallid [aHHbIX nocienosatensHoctd JIHK  denoseka, mnossonser
pPeKOMeH10BaTh 3T0 PyKkoBOACTBO /U1 onpe/ieneHus NaToreHHOCTH HOBBIX MY TaLHii

¥ BCEX P’DGGHFICKHK MALHEHTOB ¢ HACAEICTBEHHBIMH O0JIe3HIMH.

CrpykTypa H cogep:kaHHe AHCCePTANHOHHO paGoTh

Huccepramonnas pabora usnoxeHa Ha 593 cTpaHMIAX MAITHHOMHCHOTO

TEKCTa H COCTOMT H3 BBEICHHH, GEEDPa JHTEPATYPBI, OMMHCAHHA MaTCPHAJIOB H



METO/IOB HccneioBanus, 11 pasienos pe3ynbTaToB COOCTBEHHBIX HCCIEN0BAHHI H
X oOCyXJeHHs, 3aKNIO4YeHHs, BBIBOJOB, NPAKTHYECKHX pEKOMEHIauui H
MepCneKkTHB AanbHejied paspaborku Tembl. CHHCOK LUTHPYEMOH JHTEpaTypsl
BKmtodaer 1037 naumenosanuii. Juccepranus wunocTpupoBana 115 pucyHkaMu 1
77 Tabmuuamu.

I'naBa «Bpesenue» nocesnieHa o60CHOBAHUIO aKTYAIBHOCTH JHATHOCTHKH
PeAKHMX HACNEICTBEHHBIX Oose3sHell y PpOCCHHCKMX TIalHMeHTOB, B Hel
chopMyIHPOBAaHEl Iedb paboThl M 3a1a4YM, MOCTABJCHHBIE I JOCTHIXKEHHS
3aJaHHOH I1enH, JaHo KpaTKoe pesioMe paboThl, H3NOKEHB! IMONOKEHHS,
BBIHOCHMBEIE Ha 3alHTY, OTMEYeH JHYHLIH BKI4] aBTOpA.

OBG3op nuTepaTypsl COCTOMT M3 YeTHIPEX pPasjenoB, KaKAbli M3 KOTOPBIX
OMKCHIBAET HCTOPHYECKHE M COBPEMEHHBIE [IPEJCTABICHHA O IIATOTeHese,
JAMarHOCTHKE M JICYEHHH HACJIeJACTBEHHEBIX Oonesnedl obMeHa, HeCOBEpIIEHHOrO
ocTeoreHesa, He()POTHYECKOro CHHApoMa M KapauoMuonarwuit. [lojapo6Ho
paccMaTpHBaKTC 0coOeHHOCTH JHArHOCTHKH PeKHX HacleACTBEeHHEBIX OonesHei,
MpoBeIeHHOMH 3apy0eHBIMU aBTOPaMH.

B riase «MatepHaibl H METOBl MCClIeJOBAHHS» ABTOP NIPHBOIMT KPATKYIO
XapaKkTepHCTHKY OHOJOrHYecKoro MaTepHalia ¥ BhIDOPOK MalMeHTOB, MoApoOHO
OITHCBIBAET IKCIIEPHMEHTAIBHYIO 9acTh paboThl, BKIIIOYAs ONHcaHHe 000py IoBaHHs
M METOIOB HCCJIE/IOBAHMA: TaHIEMHYIO MacCC-CIeKTPOMETPHIO, MOJEKyIspHO-
FeHeTHYECKHE MW MOJIeKYJApHO-IMTOreHeTHYeCKHe HMCCIeOBaHMsA, a TaKKe
OuoMHpOpMaTHYECKHMIT aHANM3 M CTATHCTHYECKYI0 o00paboTKy pesy/ibTaToB
HCCIIeOBAHHSA.

Pe3yneTaThl HCCeI0BaHKA B IIOJIHON Mepe ONMHCHIBAIOT JaHHBIE THAHOCTHKH
31954 narmenToB, obcnenoBaHHEIX Ha 11 pasimMuYHBIX Ipynn peakux OonesHeii,
MPOBEICHHOH B COOTBETCTBHH C CAMOCTOATE/ILHO pa3paboTaHHEIMH AJINOPHTMAMH,
aHATH3NPYA M CpaBHHBas MOJy4YeHHble NaHHBIE C 3apyOeKHBIMH M TNpemaras
ONTHMH3AIMI0O OHOXHMHYECKOH W MONEKyISpHO-TEeHEeTHYeCKOH IHAarHOCTHKH,
OCHOBBIBasCh Ha COOCTBEHHEIX pe3y/bTaTax, onuchiBaromux 1142 ciyuas peaxux

Honesneit ¢ MyTauusamu B 82 resax.



B paspene «3axmouenHey» JaHa KpaTkas OLEHKAa NpojeNaHHOH paborsl,
BRIpAYKEHA HAOEXK 4 HA HCIIONB30BAHHE pa.Bpaﬁ{)TaHHLDi. AITOPHTMOB 714 paﬁm:'m B
paMEax pacllIHMpeHHA MPOSKTa MacCOBOI0 CKPHHHHTA HOBOPOMICHHEIX, a4 CIIEKTpa
H OTHOCHTEIBHEIX YacTOoT M}"“I‘HIIHﬁ = 1A CO3IaHHA pGCCHﬁCK}IX 0a3 maHHBIX MO
M3YYEHHEIM B HAaCTOALIEH paﬁaTe PeaKHM EID.TIESHHM, codeTalolMx B cebe

MHQOPMALHIO O reHOTHIIe B (PEeHOTHIIe POCCHICKUX TAIIHEHTOB.
Ceenenns 0 noJHoTe nydIHKauuii.

OcHoBHBIE pe3yJbTaThl HCCIeNOBaHMA OnyOnuKoBaHel B 79 paforax B
PELICH3HPYEMBIX HAay4HBIX W3/IaHUAX, MWHIEKCHPYEMBIX B POCCHHCKMX H
MEXIyHapOAHBIX peepaTHBHEIX 0aszax MaHHBIX M CHCTeMaX LHHTHPOBAHHUA, B TOM
gucie 27 HaydHBIX cTaTell B JKypHamax, pekoMeHHoBaHHeIX BAK mnpu
MmunucTepeTBe Haykd M BeIcmiero oOpasosanma Poccuifckoit @enmepannm, 2
MoHOrpaduH, 2 naTeHTa Ha H300peTeHns, a TakKe KIHHHYeCKHe PEKOMEH/ IAIHH 110
IATH HO30JIOTHAM, YTBEpXKAeHHBIe MIUHHCTEPCTBOM 31paBooxpaHeHus Poccuiickoii
Denepanun. Pesynsrartel guccepranmoHHONH paboTel OBUIH mONOKeHH Ha 48

poccHHCKHX H 3apy0eiKHBIX KOH(epeHIHAX.

CoorsercrBue cojiep:kanns apTopeepaTa OCHOBHBIM MOJIOKEHHAM

AHCCePTALHH

Asropedepar OTpakaeT OCHOBHEIE IIOJNIOXEHHS JHMCCEPTALMOHHOrO
HCCIEN0BaHMsA, 0(OPMIIEH M0 ONpe/ie/IeHHOMY CTaHAApTy CTPOTO B COOTBETCTBHH C
tpebosanusiMu BAK. BrlBojibl M mpakTHYecKHe peKOMEHJAIHH COOTBETCTBYIOT
COJIEPKAHHMI0 JIHCCEPTallHH, CHEIYIOT M3 T[OJYYeHHBIX [aHHBIX, HAYYHO

dprymeiuTHpPOBaHEl, COOTBETCTBYIOT 3aja4daM HCCIeNOoBaHHA W OCHOBHBIM

MOJIOKEHHAM, BEIHOCHMBIM Ha 3aILHTY.
Bonpocsi

1. AsropoM paspaboraH H BHelpeH B [PAKTHKY  BeIYIIEro
MHOTONpO(UILHOr0 MeHaTpHIeckoro ueHtpa PoccHM airopHTM CelneKTHBHOTO

CKpHHHHIA nerei ¢ PEOKHMH HACINCACTECHHEIMH NaTOMOTHAMH, TIPH 3TOM HHTEpEC



NpeAcTaBiseT MHEHHe JIHCCepTaHTa O  Lenecoo0pasHOCTH — BKIIOYEHMS
HeccTeloBaHHBIX B paboTe GonesHelf B MepedyeHb PAacHIMPEHHOIO HEOHATATHLHOTO
ckpuHHHra. Hackonbko 310 nenecoobpasHo u ¢ KaKAMM TPYAHOCTAMH 3TO MOXKET
OBITE conpsKeHo?

2. bonsmoe pHMMaHHe B pa0oTe yjensercs HCCIENOBAHMIO HECKONBKHX
rpynn 6onesHeH, 00beIMHEHHBIX CXOKHMH CHMITOMOKOMILIEKCAMH, 3D deKTHBHas
NaToreHeTHYeCKas Tepanus Ui OOIbIIMHCTBA M3 KOTOPHIX ellle He paspaboTana. B
HeM 3aKIII04aeTCs LenecoodpasHoCTh A0POrocTosIIei MOTEKy IAPHOI IHArHOCTHKH
3THX Donesneit?

3. JlhccepTaHT HEOJHOKPATHO YKa3bIBaeT Ha 0CO0YIO aKTyanbHOCTh PaHHei
MOJIEKYJISPHOI JIMarHOCTHKH [UIA ALHEHTOB, CTPAJAIONIMX PeIKUMH GoTe3HIMH,
AN KOTOpHIX paspaborana (epMeHTO3amMecTHTeNbHas, mnubo cyGerpar-
peayuupyromas repanus. CymecTsyoT Ii 110 MHEHHIO aBTOPA AMCCEPTALMOHHOTO

HCCNIeZIOBAHHUA CITy4aH pekux GosesHeH, Ui KOTOPBIX TaKas Teparnus He nokaszana?

Jakawyenue

Taxum obpasom, nguccepranmonnas paGora CasoctesnoBa Kupuina
Buxroposuua  «OnTHMH3allMs = MONEKYJNSPHON  [IHATHOCTHKH penKux
HaC/IeICTBEHHBIX OoNe3Heil y pocCHICKHUX ALMEHTOBY, IPEe/ICTABICHHAN K 3AlIHTe
Ha COMCKaHHWE Y4eHOH CTeNEeHH NOKTOpa OHONOrHYecKHX HaykK I10 CHelHaIbHOCTH
03.02.07 — T'eneTnka, sABNAeTCS 3aBEPUICHHBIM HAyYHO-KBATH(HKAIHOHHEIM
TPYAOM, BBITIOJTHEHHEIM Ha BBICOKOM METOINHMYECKOM YPOBHE, H COOTBETCTBYET
TpeboBanuam, npeabasnseMsiM BAK k noxropekum auccepramusm. Ha ocnosamnu
MCCIEIOBAHMH,  BBINIONHEHHLIX  aBTOPOM,  BIepBele  paspaboTaHbl |
ONTHMH3HPOBAHBI KOMILIEKCHBIE ANTOPHTMEl CKPHHHHIOBOH OHOXMMHYeCKO# u
NOATBEPAAIOMEH  MOJNEKY/IPHO-TEHETHYECKOH  JMATHOCTHKH  POCCHIACKHX
nauHeHToB Ha 6onesnn ®abpu, [ome, [Tomne, MYyKonmonHcaxapuaossl, tam [ u I1,
THPO3HHEMHIO, THN | M IHCTHHO3 HecoBepiIeHHBIH ocTeoreHes, Tunm I-XX,
[THKOTeHOBYIO Oonesub, tun 0-XV, a Taike HaclnencTBeHHO OOYCIOBIEHHEIE

He(ppOTHYECKHH CHHAPOM M KapAHOMHMOATHH,



Ilo axTyasbHOCTH, HAy4YHOH HOBH3HE, JIOCTOBEPHOCTH IONYYEHHBIX
pe3yJbTaToB M HMX M[paKTHYecKoH 3HAYMMOCTH JHccepTalHoHHas pabota
CasoctpanoBa K.B. momHocTsio cootBeTcTBYeT TpeboBaHuaM 1. 9 «IlonoxeHns o
OPHCYKIEHHH  y4YeHBIX  CTeleHeil»,  yTBEPKIEHHONO0  IIOCTAHOBJIEHHEM
[Tpasurenscrea Poccuiickoii @enepammu Ne842 ot 24.09.2013 r. (¢ H3MeHEHHAMH
B pejakuuM nocraHosneHuii Ilpasurenscrea Poccuiickoit @emepammn Ne335 ot
21.04.2016 r., Ne748 ot 02.08.2016r., Ne 650 or 29.05.2017r., Ne 1024 ot
28.08.2017r., Ne 1168 or 01.10.2018r.), npenpasnseMslM K JHCCEpPTAIMAM HA
COMCKaHHe Y4eHOH cTemeHH NOKTopa Hayk, a ee asrop CaBoctesHoB Kupmnn
BukTopoBHY  3aciyXMBaeT INpPHCYXKIOEHHA  MCKOMOM  CTeIeHH JOKTOpa

Ouonornueckux Hayk o crnermansHocTH 03.02.07 — IenetHka.

OdunuanbHeIit ONMOHEHT
3aMEeCTHTEIb JHPEeKTOpa 1o HayuyHoH H jedeOHoi pabore HHMM menmumuHcKoi
reHeTHKH TOMCKOro HallHOHAJIBHOI'O HCC/IEI0BATENbCKOr0 MEIHIIMHCKOrO LIEHTPa,
PYKOBOJMTEb 1ab0paToOpHH HacleICTBeHHOM MaTOIOTHH,
nokrop MeanimuHHCKkHX Hayk 14.01.08 — «nemmarpus» u 03.00.15 — «renerkay,
npodeccop, 3acayKeHHbIH Bpay Poccuiickoii ®enepaimu
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KaHIuaaT OHomorHYecKux HayK

Anpec opranusanuu: 634050, r. Tomck, Habepexnas pexu Yiuaiiku, 10
Hayuno-HceneoBarelbc Kl HHCTUTYT MeMuuHCKoH reneraxy (HHH
MeJHIHHCKOH reHeTHKH) PeepalbHOr0 rocy1apcTBEHHOIO B10/HKETHOro
Hay4HOro yupexaeHHs « TOMCKHI HalHOHAIBHEIH HCCIea0BaTeNbCKHH
MeIHIHHCKHH 1eHTp Poccuiickoi akanemun Hayk» (Tomexuit HMMIT)
Ten.: +7(3822) 51-22-28, e-mail: genetics@tnime.ru



