OT3bIB

0pHUHAJLHOIO ONMOHEHTAa J0KTOpa OHOJIOrHYeCKHX Hayk, npodeccopa
Caomunckoro Ilerpa Amungpeesuuya Ha Juccepranuio CaBocThsiHOBA
Kupnana Bukroposuua «Onrumu3aunus MOJeKYJISPHOH [JHATHOCTHKH
peAKHX HacjeIcTBeHHBbIX OGosesneli y pPOCCHHCKHX NAaUHEHTOBY,
npelcTABJEHHYI0O HA COHCKAHHE Y4eHOH CTeneHH J0KTOPAa GHOJIOrHYeCKHX

HayK no cnenHaJabHocTH 03.02.07 — I'enernka.

AKTya/IbHOCTh TeMbl HCC/1€/JOBAHHS

B mHacrosmee BpeMs y denoBeka omHcaHo okosio 10000 reHeTHdecku
obycnoBneHHsix 3aboneBaHui, MOAABIAIONIEE YHCIO  KOTOPBIX SABJIAETCH
pPeAKMMH, C 4YacTOTOH BcTpedaeMocTH MeHee 1  ciaydas ©Ha 2000
HOBOPOXKIEHHBIX. JTO 3aTpyIHAET [OHATHOCTHKY TakMX 3aboneBaHHH H
CHW)KAeT  BepOATHOCTh OBICTpOro Hauana MX JeyeHHs. B cBA3M C  3THM
M3yYeHHEe IeHETHYECKMX OCHOB peikux opdaHHBIX 3abojeBaHMH MO3BOIHT
YIy4YIINTH COCTOSHHE 3I0pOBBSA HAaceleHHd, B TepBYIO oO4Yepelb JAETeH.
Hcxoms u3  3Ttoro, aMccepraudoHHas pabora Kupuiana  Bukroposuua
CaBOCTBAHOBA, NMOCBSAIIEHHAs JMAarHOCTHKE PeIKUX HacleACTBEHHBIX bonesHeH,
NpeficTaBiseTcs BBICOKO akKTyalbHOH. PasBHMBaeMble B 3TOM HCC/IENOBaHHH
METOABl  paHHell JIMATHOCTHKHM peIKHX HacleACTBeHHBIX 3aboneBaHui
HanpapieHsl Ha pellleHHe OJHOH W3 BaxKHeHINMX 3a1a4 34paBOOXpaHeHHs -
CHH)KEHHE paHHeH WHBANMIN3aLMsI U paHHeH CMEpTHOCTH HaceseHus. bypHoe
pa3sBHTHE 'eHETHYECKHX W OHOXMMHMYECKHX TeXHOJIOTHH B TOCIHeJHHE TOJbI
OTKDBIBAET HOBBIE BO3MOXKHOCTH Ul NPOBENEHHA DaHHEH HArHOCTHKH
W KpaiiHe aKkTyalbHbIM sBifgeTcd OBICTPOE BKIIOYEHHE HOBBIX METOAHYECKHX
MOIXO/IOB B MNPOTpamMMBl MCCIEJOBAaHMH, HAalpaBleHHBIX Ha pa3paboTKy H
ONTHMH3ALHIO AITOPHTMOB JIHArHOCTHKH PEIKHX HAC/NEICTBEHHEIX OonesHel. B
nuccepraunonHoit pabore K.B. CaBocTeiHOBA HMEHHO HOBEHIIHE METOMBI
MOJIEKYJISpHO-OHOTOTHYECKHX HCCIe10BaHUH HMILIEMEHTHPOBaHEI B

M3y4YeHHE TEeHETHYeCKHX OCHOB opdaHHbIX 3aboleBaHHH, 4YTO JAeNaeT



JAaHHOE HCCJIEI0BaHHE K].‘}aﬁHE B&KHBIM [JA JajbHEHILEero pPa3sBHTHA H
BHEIPCHHA B MEIHIHHCKYH) [IPAaKTHKY COBPEMEHHEIX  MECTOJOB paHHei«i

JHarHoCTHKH opaHHBIX 3aboneBaHHii.

Crenenb 060CHOBAHHOCTH H 10CTOBEPHOCTH HAYYHbIX NOJI0KEHHH,
BbIBO/I0B, peKOMeHAalH, chOpPMY/THPOBAHHBLIX B AHCCEPTALIHOHHOH
pabore

Bce nayuHbIe MonoeHus, BEIBOIBI M PEKOMEHIAlWH, CHOPMYIMPOBaHHbIE
B JMCCEepTAalHH, MNOoJAKperuleHsl YyOemuTeNnbHBIMH (AaKTHYeCKHMH JIaHHBIMH,
HarJIAHO MpeACTaBIeHHbLIMH B [IPUBEJICHHBIX AaBTOPOM PHCYHKax M Tabauuax.
Llens, copmynupoBaHHas B paboTe, B MOJTHOH Mepe COracyercs ¢ HazBaHHEM
JMcCcepTallMM. 3afayd MCCIE[OBAHHA pa3sBEPHYThHI, CTPYKTYPHPOBaHbl H
oTpaxaloT Bce Tansl paborel. MeTojABl HCCIeIOBAHHA, HCIOJIbL30BaHHEIE B
paboTe, Takke COOTBETCTBYIOT LeNsAM M 3ajadaM aucceprauuH. [lomy4eHHbie
pe3ynbTaThl  JETalbHO  MpOaHalM3HpOBaHBl,  CHCTEMATH3HPOBaHBI  H
npeacTaBneHsl B pabote. BeiBoabl copMyTHpOBaHEl B COOTBETCTBHH C
MOTY4YeHHBIMH pe3yJNbTaTaMH, KOTOpEIE B IIOJJHOH MEpe COOTBETCTBYIOT
CBE[EHHAM [0 paccMaTpuBaeMoi npobieme, omyOIHKOBaHHBIM B HE3aBHCHMBIX
pOCCHHCKMX M 3apyOeskHBIX nMTepaTypHbix HcTouHMKax. Ilomoxenus,
BBIHOCHMEIE Ha 3allIuTy, 0DOCHOBaHBI, JOKa3aTelbHbl, ApryMEHTHPOBAaHbI H
06/1aJal0T JOCTATOYHON HAay4HOM HOBH3HOH. Jl0CTOBEPHOCTH MONOKEHHH H
BBIBOJIOB JIMCCEpTALM obecrieyeHa AOCTATOYHBIM KOJIHYECTBOM MNPOBEISHHBIX
nabopaTOpHBIX HKCCEeI0BaHUH, PpeNpe3eHTaTHBHOCTBIO BBIGOPOK, a TaKxke
COBpPEMEHHBIMH  BbICOKOTEXHONIOTHYHBIMH  MeTOAaMH OHOXMMHYECKOH H
MOJIEKYJIAPHO-reHETHYECKOH [JHArHOCTHKH, KOTOpBI€ BHICTPOEHBI COIIACHO
yeTKoi Metomonorud. [ToaroTroBka, aHaiH3 H HHTEpOpeTalus TNOTYYEHHBIX
pe3yNBTATOB IPOBE/IEHbI C UCTIONB30BAHHEM COBPEMEHHBIX METOJI0B 00paboTKH
HHpOpPMaLMK M CTATHCTHYECKOTO aHalH34a.

[Tonyuyennsie CaBocTbaHOBBIM K.B. pesynbraThl K HACTOAIIEMY BPEMEHH

y¥ke BHEIPEHbI B IPaKTHYeCKyIO paboTy Leaoro psajia BeayiX MEAULIHHCKUX H



obpazoBaTeNbHBIX  y4YpesmaeHud,  4to,  Oe3ycnoBHO,  MOATBEPKAAET
MPaKTHYECKYIO LIEHHOCTh H JOCTOBEPHOCTh PpEe3y/bTAaTOB BBINOJHEHHOIO
JHCCEPTALHOHHOTO HCClIeJOBaAHHA.

PesynbraThl  HcclenOBaHHA omybnukoBanel B 27  CcTathix B
OTEYeCTBEHHBIX KypHanax, pexkomenayembix BAK P®, wu3noxeHnsl B JABYX
MoHOrpahusix M 4 KIMHHYECKMX DEKOMEHJALMAX IO peikum GoresHsIM
obmena. Tem He MeHee HeoOXOJMMO OTMETHTh, YTO KpaHHEe KelaTelbHbIM
6b10 GBI MpeACTaBleHHE IOMY4YEHHBIX Ppe3yIbTaToB B MEMIYyHApOMHBIX
Hay4HBIX AKypHanax, CHEeLHATH3HpYIOLIHXCs B 00/1acTH  TeHeTHKH
ophannbix 3aboreBanuit. IlomydeHHsie B paMKaX AHCCEpPTALMOHHOH paboTEl
pesynbTaThl GbUIH Gl HMHTEpECHBI IIMPOKOMY KpYyIy HCCleloBareled 3a
npenenamu Poccuiickoit Melepaunu U MOMOJHWIK  00lUMe TIpEACTaBICHHA
N0 TreHEeTHYeCKHM MPHYMHAM IIHPOKOINo Kpyra peACKHX HaCleNCTBEHHBIX
3abosieBaHUH.

[lo cBoeMy cojepKaHui0 aBTopedeparT [AMCCEpTallHH IMOJHOCTBIO
COOTBETCTBYET OCHOBHBIM TOJIOMKEHHAM JHCCEPTaLMOHHON paboThI.

Hayuynas HOBH3HA HCCIeI0BAHHA

BricOKas CTeleHh HOBM3HBI AMccepTalMoHHOH paboTel (CaBOCTBAHOBA
K.B. oueBHHa.

TTpoBeneHHBI# aBTOPOM KOMIUIEKCHBI#H CEJIEKTHBHBIA CKPHHUHT Bonee yeM
30000 naluMeHTOB Ha HECKONBKO HO0/IOr il ABIAETCS 3HAKOBBIM /11 POCCHHCKOH
MeJMIMHCKOM HayKH, a HOBH3HAa MCCJIEJOBAaHHA 3aK/09aeTCAd HE TOIBKO B
NPUMEHEHHH HOBOH METOJONIOTHM pelIeHMs MOCTAaBNCHHOH 3ajav, HO H B
MOMy4eHHBIX pe3yibTaTax, MNOAKPenIeHHBIX 060CHOBAHHOM [l0Ka3aTelbHOH
6azoii. Tak, aBTOpOM [I0Ka3aHO, 4TO B Ka4ecTBe GHOMapKepoB 1 MEPBHYHOIO
CKPHHHMHIa POCCHIICKHX MAlIMEHTOB C 6oe3HAMH @abpu 1 ["omme ycnemHo MoryT
OBITE MCIIOJIB30BaHbl r1n060TpHA03HICHHHIO3HH (nu30-1'63) "
rmukosuiachunarosus  (nmzo-I'ml). Taxke aBTOpoM OnHcaHbl METOAHKH
onpe/eneHus GHOMapKepoB, KOTOpble MaKCHMAIBHO 3(Q(EKTHBHO MOLYT BBITH

HCIIONB30BAHBl JUIA CKPMHHHIa M MOHMTOpDHHIA TepaniH LMCTHHO3a H



THPO3HHEMHH, THII I, NpH4YeM METOJ OIpeac€HHA KOHUCHpaluHH IIMCTHHA B
MoIUMOpP(hHOATEPHEIX JeHKOLKHTAX KPOBH, MONYYEHHBIX ABOHHBIM IPaAHeHTHBIM
METOIOM Yy IalMEeHTOB C [OJO3PEHHEM Ha IMCTHHO3 BoOOLIE sABJISETCA
YHUKAIBHOW MHPOBOM NpakTHKOW. Pe3ynpTaToM IIMpoKoMaciITabHOro
CKPHHMHIa MAl[HeHTOB C 0J03peHHeM Ha MOHOreHHBIE GOPMEI HE(POTHYECKOro
curapoma (HC), rnuxorenoBoit 6one3nu (I'b), HecopeplIeHHOro OCTeOreHesa
(HO) u xapamomuomnaruii (KMII) cramo He Tonbko omucaHue 321 HoBOro
HYKJIEOTHAHOIO BapMaHTa reHOMa 4esloBeKa, HO M OmpeleleHHe XapaKTepHBIX
IS POCCHHCKMX AeTed MyTalMi B LEIOM psAle IeHOB, a TaKKe OIHCaHHe
MaOpHbIX MyTauui B reHax CTNS u FAH, xapakTepHBIX A OTHAEJBHBIX
STHHYecKuX rpymnn. Kpome Toro, pe3yibTaToM AHCCEPTALHOHHOH paboThl cTaio
ONKMCaHHe 4YacTOT M CIEeKTpa MYyTalHi OTAENBHBIX PEHOB IO HMCCIeNyeMBIM
HO30JIOTHSIM, YTO ABIAETCS LEHHOW WHpopMmauueil ama QyHEaMeHTanbHOH
IN'EHETHKH.

3Ha4YMMOCTE MOJIYYeHHBIX Pe3yJIbTaTOB /il HAYKH H NPaAKTHKH.

Pe3ynbTaThi, BBIBOJBI M PAKTHYECKHE PEKOMEHIALMH JHCCEPTALlHOHHOM
pabotel CaBocTesiHoBa K.B. HMEIOT HECOMHEHHYIO 3HAYHMOCTh HE TONIBKO A
(GyHIaMEHTANBHON, HO U IS IIPUKJIANHON METHIMHCKON HayKH.

IMonxonasl, MpHMEHEHHBIE A/A CENeKTHBHONO CKPHHHHIA, & TaKKe HOBBIE
ANTOPUTMBI MOJIEKYJ/IAPHO-T€HETHYECKON IMArHOCTHKHM YK€ ceHYac BHEJPEHBI B
MPaKTHKY HEKOTOPBIX MEJULMHCKHX y4YPEXIEHHH, KPYT KOTOPBIX MOKET BIIOIIHE
ObITh paciukpeH B Onukaiimem Oymayiiem, 9To, HECOMHEHHO, AOJIKHO NIPHBECTH
K YBEJIMYEHHIO BBISBIIAEMOCTH OIMMCAHHBIX aBTOPOM B paboTe HO30JIOrHH (B TOM
ydclie W B OTAQIEHHBIX perdoHax P®), Ha3Ha4eHHIO CBOEBPEMEHHOH
MaToreHeTHYECKOi Tepariu ¥ IPUBOIHTE, B CBOIO O4epe/ib, K CHH/KEHHIO PaHHEeH
WHBAITHAHOCTH K CMEPTHOCTH CPE/IH JETCKOro HacejeHus PoccuH.

Llenneiiylo uHGOpMALMIO IS MOMYIALUMOHHOM M  MEIHLHMHCKOH
reHeTHKH [pEACTABIAIOT He TOJNBKO BBIABJICHHBIE aBTOPOM TIEHOTHII-
teHOTHNIHYECKHE KOPpEILIHH, ONMCaHHBIE B paboTte, HO TpeACTaBleHHbIE B

paboTe MyTauuH, XapaKkTepHbie i pOcCHHCKMX OonbHbIX. IlomyveHHad



HHpOpPMaLMA O HOBBIX HYK/JICOTHAHBIX BapHaHTax IMOMOIHHUT YK€ HMEIolHecs
MeXIyHapoaHble 0a3bl JaHHBIX MO MyTalMsM reHoMa 4YejJOBeKa, TaKHe Kak
HGMD professional, ciocobcTBys HHTerpalMd ¢ MeXAYHapOJHBIM Hay4YHBIM
coobiecTBOM B 00/1aCTH MEAMUMHCKOR U NONYNALMOHHON N'€HETHKH.

CoOBOKYMMHOCTE NONYYEHHBIX M MNpeACTaBIeHHBIX NaHHBIX TIOJHOCTBIO
COOTBETCTBYeT 3ajadaM QenepanbHOM Hay4YHO-TEXHHYECKOH IIpOrpaMMbl
pa3sBUTHA reHeTHyeckux TexHonordd Ha 2019-2027 rogel B 4acTH MEAHMLMHBI,
yreepxkaenHoi ITocranosnenuem Ipasutenscrsa P@ ot 22 anpens 2019 roaa
Ned 79,

CTpykTypa H cofiep:KaHHe AHCCEPTANHOHHOH paboThl

HuccepraunonHas paborta u3noxeHa Ha 593 cTpaHHLaX MalIHHOIIHCHOTO
TEKCTa W COCTOMT W3 BBelleHMdA, 0030pa JIMTEPaTyphl, OIHCaHHA MaTepHAOB H
METO/I0B MCCieNoBaHu, 11 pasaenos pe3ynsTatoB COOCTBEHHBIX MCC/IEI0BaHHH
M MX OOCYXKJEHMs, 3aKJIIOYEeHHs, BBIBOJOB, NPAaKTHYECKHMX PEKOMEHMALHH H
NepcrneKkTHB JanbHelinei paspaboriku TeMbl. CITHCOK LIMTHPYEMOH JIMTEPATyPhl
Brmoyaet 1037 naumeHosanuii. J{uccepraims HimocTpHpoBata 115 pucyHKamu
u 77 TabnuuaMu.

B rnase «BBeaeHHe» aBTOp ONMMCHIBAET M OOOCHOBHIBAET AKTYalbHOCTh
TEMBI MCCIenoBaHusA, GOpMYIHpYeT LM M 3aJa4d MCCIeIOBaHHA, TaKKe B
pa3jie/le ONMCAHO AKTYalbHOE COCTOSIHHE MHpPOBOH HaykH mo mnpobreme
HCClie/IOBAaHMA, KPATKO M3/I0/KeHa METOHOJIOrkHA MCClIeOBaHuA, &8 TaKKe
NpUBeIeHb! MOA0KEHHA, BHIHOCHMBIE Ha 3aLHTY.

O6G30p mnuTepaTypbl CTPYKTYPHpPOBaH, COCTOMT H3 4YETBIPEX DPa3/IeloB,
Kas bl 3 KOTOPBIX JaeT NpeicTaBienHe 06 OTAeNbHON rpyme HCCneqyeMbIX
Hosonoruit. [lana moapobHas WHGOpMalHMs O KiaccH(HKalkH, maToreHese H
MOJIEKYIAPHO-TeHETHYECKHX OCOOEHHOCTAX W JAMarHOCTHKE HAaC/IeACTBEHHBIX
foneszHei obMeHa, HeCOBEPIUIEHHOTO OCTeOreHesa, He)pOTHIECKOTO CHHAPOMA H
KapJAMOMHOIIATHH.

B rnase «Marepuansl 4 MeTOJBl HCCIEJOBaHHA» aBTOP OIHCHIBACT H

XapaKTepH3yeT HCIob3yeMble B paboTe BbIOOPKH MalMEHTOB, CTPYKTYPHUPYET H



ONTHCEIBAET BCe MpUMeHeHHbIe B paboTe SKCnepHMEHTalbHbBIE METO/BI, BKITIOYas
TaHAEMHYIO Macc-CHeKTPOMETPHIO, MOJIEKY IAPHO-I€HeTHYECKHE H
MOJIeKYJISPHO-LIMTOr€HETHYEeCKHe HccefoBaHus. Taike B 3TOH riase [aHO
onucaHue 6HOHH(OPMATHYECKMX METOJ0B aHaIM3a, HCIOIb3YEMbIX aBTOPOM B
paboTe, M MpUBeAeHAa KpaTkas XapaKTepHCTHKa CTATHCTHYECKHMX METOJ0B
obpabotku pesynpratoB. HeobXoIuMoO OTMETHTE NPH 3TOM KpaTKOCTh BCEX
rnas B 3TOM pasjene - BCE B OCHOBHOM OCHOBaHO Ha CChUIKax, HO He
BCErjJa OHH MO3BOJIAIOT TOYHO TOHATH METOJMYECKHE  MOIAXO/BI,
HCIIO/Ib30BAHHBIE [PH pElIeHHH TeX MWIM MHBIX 3ana4. Hanpumep, B
onucaHuu OHOHMH(OPMATHYECKOro aHalM3a [aHa CChUIKA Ha HCMONb30BaHHE
nakera mnporpamMm «Alamut» - Ho 0e3 ykasaHMA Ha HCIMOJb30BaHHEIE
aBTOpOM B 9TOH mMporpaMMe  alrOpHTMbl INpeJCKa3aHus MaTOreHHOCTH
MYTaLHUH.

I'naBa «Pesynbratel M 0OCYXJIeHHME» XOpOILIO CTPYKTypHpOBaHa H
BhIJIep/KaHa B €JIMHOM cTHIIE. B riase qaHo noapoOHOe H3/I0KEHHE Pe3yibTaToB
C MX MOC/eAYIOLMM aHamu3oM ansa 31954 obcnenosaHHbIX nauueHToB. [lpH
9TOM JlaHHas BEIOOpDKAa COCTOMT W3 [BYX BHIOOPOK C pasHbIM XapaKTepoM
GopMupoBaHHi - BEIGOpKM, B  KOTOPOH  TPOXOQHI  MAaccOBBIH
buoxuMHyeckuit ckpuHHHT (31447 nauMeHTOB, CKPHHHPOBAHHBIX HA PA3HBIC
MeTaboJIMTEl B 3aBHCHMMOCTH OT M3ydaemoro 3aboneBaHus) U BbIOODKH,
chOpMUPOBAHHOM HA OCHOBAHHH KIMHHYECKOTO (EHOTHIIA (HecOBepIeHHBIH
OCTeOreHe3, KapJAMOMHOMAaTHH M T.J.). B CcBfA3M ¢ 3TUM HE YyIMBHTEICH
repBblii BBIBOJ AMCCEPTALMOHHOW paboTBl © YacTOTe BBIABJICHHA PEAKHX
MOHOreHHbIX ©OoNe3Heil - ecild B IepBOM Ciy4ae BeiICid  ULIHPOKO
macTaGHBI  CKPMHMHT, TO BO BTOPOM Ciiydae (akTHYEeCKHd IIEN MOMCK
KOHKDETHBIX MYTaluii B pamMkax ofHoro deHoruna (mycTh M AOCTaTOYHO
IIMPOKO OIpEefie/IeHHOro - Kak 3T0 OBIO B ciryuae KapAHOMHUONATHIA).

Jlanee aBTOpOM TpOBeJeH MOAPOOHBIH aHamMs  GoibWIOro 4HCIA
sabonesanuii - or Gonesnn Pabpu u Gonesuu [owe 10 HEPPOTHYECKOTO

CHHIpPOMA M KapAHMOMHONATHH. B KakaoM U3 MOApa3s/ieioB aBTOpP MPOBOJHT



noApoOHEI aHaNW3 JaHHbIX, C YYETOM HMMEKOLIMXCA pPe3yJbTATOB MepeIoBhIX
3apyOe;HBIX HCclieJoBaHHH B 3TO# obnacTH, GopMyIHpyeT BEIBOAEI, ONHPAsACh
Ha TIOJIyYeHHBIE 3KCIEPHMEHTANbHBIE JaHHBIE M MMEIOLLYIOCH JI0Ka3aTe/lbHYIo
Oaszy, a Takke mpejijaraeT BapHAHTBI ONTHMH3ALMH OGHOXHMHYECKOH W/HMIH
MOJIEKYIApPHO-TeHETHYECKOH AuarHocTHkH. [Ipu sToM HeoOX0AMMO OTMETHTH
o4eHb OosbLIOH 0O0BbeM MOMyYeHHBIX JAHHBIX MO KaxaoMy 3aboneBaHHIO
- OT TOYHOrO ONMCaHusd  MyTauWi 1O  aHamu3a WX reorpadHyecKoro
pacnpesielieHHs W BBIABICHHS  Koppenauud redHotuna 4 (QeHotuna. ITH
JaHHble KpaiiHe  MHTepecHbl W BaXKHBI, HO B HEKOTOPBIX CIy4asx HX
MHTEpNpeTaumsa Bbi3biBaeT Bonpockl. Hanpumep, B Tabnuue 9 mnpuBeaeHs!
AaHHBIE TI0 paCNpeje/ieHHI0 MaluMeHTOB ¢ MyTauuamuy B rede GLA npu
tonesnu ®abpu B pasubix peruoHax Poccuiickoit @enepanuu. Ilpu sToMm B
TabiMlle NpHBEACHB JaHHbE [0 YHCIEHHOCTH HAcelleHWs perHoHa W He
npejactaBieHa HMHQOpMaLMA O JMLAX M3 3TON0 PerHoHa, Y4acTBOBABIIHX B
nporpamMMe OMOXMMHYECKOr0o CKpHHMHra. 910 OyjaeT BJIMATL Ha  OLEHKY
4YacTOTEl B  perHoHe cTpaHel. Kpome TOro, 4acrora pacCUHMThIBAETCH
OTHOCHTENBHO BCEX TMalMeHTOB -a He mipobanga. B wutore B Tambosckon
objlacTH 4YacToTa OKaseiBaeTcs MakcHManbHOH (1 Ha mpumepno 200000) -
HO BCE MATh MalMEHTOB B 3TOH 001acTH OTHOCATCA K ONHOH CEMBE H INpH
pacdera mno npobanay oOHa 6ymer okomo 1:100000.  Takas
HEOlpe/Ie]IEeHHOCTE C OLIEHKOH YacToT 1Mo 4YMCIy  CEeMEH MIIH NalHEeHTOB
C TOW WM WHOH MyTauueid Habmomaercs M panbiue. Hanpumep, pHCYHOK
86 - myraumuu B rene COL1Al mpu HecoBepumieHHOM ocTeoreHese. Kak
cka3zaHo Ha cTp. 364, myraums p.R415% Halimena y Tpex nered H3 ABYX
cemei, a myrtaumua p.G560S - y [AByX gered H3 [BYX HE POJACTBEHHBIX
cemeit. B urore uyactoTa mepBoi MyTauuH OLeHeHa B 6%, a Bropoi -B 4%
Ha pHcyHke 86. YTo BepHO NpH OLEHKE YacToT MO  MalUMeHTaM - HO
CMa3biBaeT KApTHHY PpeajbHOro pacnpeefieHHs HEe3aBHCHMBIX MYTallMd B

CEMBAX.



OueHr BaXHO, YTO pasgen 0 KakaoMy M3 3aboieBaHUH
3aKaH4YHBaeTCs HeDONBIIMMH BbIBOAAMH C KpaTKOH cyMMallMed Bcex
MOJIy4YE€HHBIX PE3YJIbTATOB.

HeobxonuMo Takke OTMETHTh, YTO B HEKOTOPBIX ClydyadX aBTOPOM
MCIONB3YIOTCA HE COBCEM YJAa4YHble TEPMHUHBI - Hanpumep, (GpeAMmMQTHHT.
[loHATHO, YTO pe4yb MAET O CIBHI€ paMKH CYMTBIBAHHA - H BCE-TaKH
JAy4Yille B JAHHOM ClIy4ae TpPH CIOBa, OCTaBMB (PpeHMIIMQTHHI 1A BHYTPH
naboparopHoro ynorpebnenus.  [pyroi npuMep - «KOJH4Y€CTBEHHBIE
(npuyeM B KaBblYKax) MyTauuu. OnsTe e M3 KOHTEKCTAa IMOHATHO, YTO
HMeeT B BHJY aBTOp - YMEHbIEHHe 4YHC/a KOMHH TreHa, HE  HECYUIMX
MYTallH ¢ CIABMHIOM paMKd cuuThiBaHMs. Ho camMo HanHuue KaBBIYEK B
JAHHOM Cjly4ae FOBOPHT O TOM, YTO aBTOP OCO3HAET BCHO YCIOBHOCTh 3TOrO
TepMHHA.

B paszmene «3aki4eHHe» CYMMHPOBaHbl OCHOBHEBIE pe3yJIBTATHI
npojenaHHoOi paboTbl, pacCMOTPEHB! KJIKOUYEBBIE TMEPCIEKTHBBI BHEIPEHHA
MONyYEHHBIX pa3paboToK M [aHa OLEHKAa MX TMOTeHUHaIbHOH 3((eKTHBHOCTH.
AxueHT cmenad Ha o0co0oi BaXKHOCTH paHHEHW JHArHOCTHKH TIeHETHYEeCKH
obycnoBneHHbIX 3aboneBaHui, A KOTOPHIX CYLIECTBYeT 3(QeKTHBHOE
MaToreHeTHYeckoe InedeHwe. bonplmmMe Hanex/bl Bo3jlaraer aBTOp Ha
BO3MOJKHOCTE CO3JaHHMsi pOCCHHCKMX ©0a3 JaHHBIX @0 H3YYEHHBIM HM
3a60/IeBaHHSIM, YTO MO3BOJMUT He TOIBLKO MCIONB30BaTh 3Ty HH(OOPMALHIO LA
POTHO3MPOBAHHA DPA3BHTHA OMNpEIENEHHBIX KIMHAYECKMX MpPOSBICHHH K
nepcoHU(DHKALMM Tepanu, HO W YNPOCTHT NpOBEJEHHEe MNPEHATAIBHOH H
pEeUMIUTATALMOHHON JMAarHOCTHKH B OTATOIIEHHBIX cembsX. Kpome Toro,
co3/laHHe TaKHX poccHiickux 6a3 JaHHBIX 3HAYMTENBHO MO3BOMIKT 3CKAIHpOBaTh
BXOKIeHHe PoccuM B MHMpOBbIe Hay4yHble cooOLIECTBA B 0DNACTH IEHETHKH
peakux Oonesnen.

CaeieHns 0 NoJHOTE MyOIHKALHHA.
OCHOBHBIE Pe3yIbTaThl AUCCEPTALMOHHOIO HCCIEOBaHHA MPEACTABICHBI

B 79 paborax B pEUEH3MpYEMBIX HAay4YHBIX H3JaHHAX, HHACKCHPYEMbIX B



POCCHHCKMX M MeXIyHapoJHBIX pedepaTHBHBIX 0azax NaHHBIX H CHCTeMax
LIMTHPOBaHKA, U3 HUX 27 Hay4YHBIX CTaTel B JKypHanax, pekoMeHaoBaHHbIX BAK
npu MuHKCTEpPCTBE HayKH M Bhicimero obpaszoeanua Poccuiickoit ®enepauum.
Kpome Toro, Casoctesinos K.B. siBiserca aBTopoM JABYX MoHorpadui, ABYX
MaTeHTOB Ha H300peTeHHs, a TaKKe KIMHHYECKHX pEKOMEHMAllMH,
yTBep#AeHHbIX MHuHHMCTEpCTBOM 3ipaBooxpaHeHus Poccuiickoi Depepaiiu.
Pesyneratel  aucceprauMoHHOM — paboTel  Takke — IpeAcTaBieHbl  Ha
MHOT'OYHCIIEHHBIX POCCHHCKHUX U 3apy0eiKHEIX KOH(pepeHLHAX.

3axkaouenune

Takum obOpasom, auccepraumoHHas pabora CasocTbiHoBa Kupuiia
Bukropoeuua  «OnTUMH3aUMA ~ MONEKYIAPHOH  [JMArHOCTHKH  PEIKHX
Hacle[ICTBeHHBIX Oosie3Hedl y pPOCCHHMCKHMX NalMEHTOB», NpeACTaBleHHad K
3allMTe HA COMCKaHHWEe Y4YeHOH CTerneHH NOKTopa OHOJOrHYecKHX HayK IO
cneuuanbHocTd 03.02.07 — I'eHeTHka, #ABJIAETCS 3aBepIlIeHHBIM HAy4YHO-
KBaTH(HUKAIMOHHLIM TPYAOM, BBINOJIHEHHBIM Ha BBICOKOM METOIHYECKOM
ypOBHE, H COOTBeTCTBYeT TpeGoBaHuAM, npeabsasiseMbiM BAK K HOKTOPCKMM
JHCCepTALIUAM.

Ha oCHOBaHHMH KOMILIEKCHBIX HCCIEJOBaHHH, BBINOJHEHHBIX aBTOPOM,
pa3zpaboTaHbl H ONTHMK3KPOBAHEI ANIMOPHTMBI DHOXHMHYECKOH H MOJIEKYJIAPHO-
reHeTH4YeCKOM IMarHOCTHKH peakux OonesHelt y poCCHHCKUX MAlHeHTOB.

[To axTyanbHOCTH, Hay4yHOH HOBH3HE, [IOCTOBEPHOCTH MONYYEHHBIX
pe3ynbTaToB M HMX NPaKTUYECKOH 3HAYMMOCTH JAMCCepTalHOHHAsA pabora
CagoctesasoBa K.B. noiHocThio cooTBeTCTBYeT TpeboBanuaMm 1. 9 «llonoxenus
0 MNPUCYKIEHHH YYeHbIX CTENeHeH», YTBEpPKIEHHOro MOCTaHOBICHHEM
INpasutenbcTBa Poccuiickoit @enepauun Ne842 or 24.09.2013 r. (c
H3MEHEHMsMH B peflakuuu mnoctaHoBieHui [IpaBuTesnbCcTBa Poccuiickoi
®enepauuu ot 21.04.2016 Ne 335, ot 02.08.2016 Ne 748, 29.05.2017 Ne 650,
28.08.2017 Ne 1024, ot 01.10.2018 Ne 1168), npeabaBIAeMbIM K JHCCEPTALHAM

Ha COMCKaHHE yYeHOM CTENeHH J0KTopa Hayk, a ee aBrop CaBocTbsHOB KupHiLl



BHKTOPOBH‘-I 3aCllyKHBaCeT [NPHCYAICHHA HCKOMOH  CTEINEeHH JOKTOpa

Ouonoruveckux Hayk no cnenuansHoctd 03.02.07 — I'enetuka.

OduupansHeli ONMOHEHT

3aMECTHTENh AUpeKTopa 1o Hay4Hoi pabore ®I'BY MHCcTHTYT MOnekynspHOH
reHetukn HMII «KypuaTtoBckuii HHCTHTYT», 3aBedyloOlUMH nabopaTropHeH
MOJIEKYIAPHOH IeHeTHKH HacleJCTBeHHBIX Oone3Hel, JokTop OMOIOrHYECKHMX

Hayk mo cneuuansHoctH 03.00.26— «MonekynsapHas reHeTHKa», mpodeccop

Cnomunckuii [Terp Auapeesuy

JLLE. Anppeesa




