3AKJIIOYEHUE JIMCCEPTAIIMOHHOI'O COBETA J1.208.072.16 HA BA3E
®OEJEPAJIBHOI'O TOCYJAPCTBEHHOI'O ABTOHOMHOT O
OBPA3OBATEJIbHOI'O YUPEXXJIEHMS BBICIIIETO OBPA3OBAHU

«POCCUNCKUI HALIMOHAJIbHBIN UCCJIEJJOBATEJILCKUI
MEJUITMHCKWI YHUBEPCUTET UMEHM H.U. TTMPOI OBA»

MUHUCTEPCTBA 3/IPABOOXPAHEHUS POCCUNCKON ®EJIEPALIIU

10 JUCCEPTALIMM HA COUCKAHUE YYEHO! CTEIIEHU JJOKTOPA
HAVYK

arTecTalMoHHOE Jej0 No

peleHue aucceprauuoHHoro coseta oT 02.03.2021 r. Ne 2

O npucyxnenuun CasoctbsiHOBY Kupumny BukropoBudy, rpaxaaHuHy
Pocculickolnt @enepannu, ydeHO! CTENEHU JOKTOpa OMOJIOTMYeCKUX HayK.

Hucceprauus «OnTUMHU3anus MOJEKYIAPHOM  OUAarHOCTUKU  PENKUX
HAaCJIEICTBEHHbIX OOJIe3HE Yy PpPOCCHUMCKUX MAalUEHTOB» IO CHEeHHAIbHOCTH
03.02.07 — T'eHeruxa mnpuHsAta K 3awure 24.11.2020 r. nporokon Ne 2
aucceprauoHHelM  coBetoM  JI 208.072.16 Ha Oaze  DenepanrbHOrO
rOCy1apCTBEHHOIO aBTOHOMHOIO 00pa30BAaTENIBHOIO  YUYPEXKIEHUs  BBICIIETO
obpazoBanus «Poccuiickuii HallMOHAJIBHBIA HMCCIIEI0BATENbCKUN MEAMUHUHCKUH
yauBepcuteT wumeHn H.UM. IluporoBa» Munucrepctba 3ApaBOOXpaHEHUS
Poccuiickoit ®@enepaunn (nmpuxasz Ne506/Hk ot 24.05.2017 r.), agpec: 117997,
Mockaa, yi1. OCTpoBUTSHOBE, 1. 1.

Couckarens CaBocTthsiHOB Kupunn Buxroposuu, 1977 roga poxxaeHus, B
2000 r. oxoHuun ¢axkynabTeT OHOTEXHOJOrMH MOCKOBCKON TOCyAapCTBEHHOMN
aKkaJeMHd TOHKOM xumudeckod TexHojornn uM M.B. JlomonocoBa, B 2002 T.
3AIIUTHI  KaHAUJATCKYH0 JHCCEpPTaldio Ha TeMmy: «l'eHeTuyeckue MapKepsl
IudGdy3HOro TOKCHYECKOro 300a W caxapHoro jauabera Tuma 1» 1o
cneuunanbHocT: 03.00.03 —MonekymnsipHass OUOJIOrUsl B AUCCEPTALUOHHOM COBETE
J217.013.01 npu OI'VII «l'ocynapcTBeHHBIM Hay4YHO-HCCIEA0BATEIbCKUN

HHCTUTYT '€HETHUKH U CCJICKUHNU ITPOMBIINIJIICHHBIX MUKPOOPTaHU3MOB)»



B nepuon moarotoBku auccepranuu (¢ 2014 r. mo 2019 r.) CaBoCcTbsIHOB
Kupunn BuxktopoBuY sABISICA 3aBedyOLIUM JlabopaTopueld MOJIEKYJSIpHOU
F€HETUKM U MEOULUHCKONM TeHOMHUKH, a TakKXe HadainbHUKoM [leHTpa
byHaaMeHTalbHbIX UcciienoBanuii B neauarpun ®I'AY « HMUL 310poBbst neTeit»
MunszgpaBa Poccun. B Hacrosiiiee Bpems paboTaeT B JODKHOCTH HadalbHUKaA
IlenTpa dyHOaMeHTaIbHBIX HccnenoBanuii B mneguarpun OI'AY  «HMUI]
310pOBbs neTei» Munsapasa Poccun.

Jlucceprauus BBINOJHEHA B J1abOOpaTOpUM MOJEKYJSIPHOW T€HETUKH U
MEIULMHCKOW reHOMUKH [[eHTpa ¢hyHIaMeHTalbHBIX UCCIeNOBaHUN B MeIHaTpUH
OI'AY «HMMUL] 3nopoBbs nereit» Munsapasa Poccuu.

HayuHbIil KOHCYIBTAHT:

['uatep Esrenuii KoncrantmHoBuu — akagemuk PAH, noktop
OMOJIOTMYEeCKUX HayK, Ipodeccop, Hay4dHbll pykoBoauTenb DenepanbHOro
roCyJapCTBEHHOTO OIO/PKETHOIO Hay4YHOTrO y4pexaeHHs «MeauKo-reHeTH4ecKui
HayuyHbIM LeHTp umeHU akagemuka H.II. boukoBa» MuHucrepctBa Hayku WH
BbIcIIero oOpa3zoBanusi Poccuiickoit @enepauuu.

OdununanbHple ONIOHEHTHI:

Crnomunckuil Iletp AHnpeeBUY — TOKTOP OMOJOTHYECKUX HayK, Ipodeccop,
OenepanbHOE rocyJapCTBEHHOE OromkeTHOe yupexaeHue «UHCTUTYT
MOJIEKYJIIpPHOM  TIeHeTUKHM  HaluoHanbHOro  HCClienoBaTelbCKOrO0  IeHTpa
«KypuaroBckuii HMHCTUTYT», 3aMeCTUTENb MAUPEKTOpa @0 Hay4yHOH paborte,
J1a00paToOpusl MOJIEKYJISIPHOM F€HETUKHU HACleICTBEHHbIX 00JIe3HEHN, 3aBe1yIOILNN;

Hazapenko Jlronmuna [1aBnoBHa — 1OKTOp MeIULIMHCKUX HayK, mpodeccop,

HHWHA MEQUILIUHCKON TE€HETUKU Tomckoro HallMOHAJILHOTO
HCCIIEI0BATENbCKOI0 MEAUIMHCKOTO LIEHTPa, 3aMECTUTENb AUPEKTOpa 10 HayYHOH
U je4eOHol paboTe, 1abopaTopus HacaeACTBEHHOH aTOJIOIMH, PyKOBOIUTENb

XycanHoBa Puta ropeBHa — JOKTOp OMOJOTUYECKUX HAYK, JOLEHT,

['ocynapcTBeHHOE OrOHKETHOE yupexaeHue 3paBOOXpaHEHUs
PecnyOnukaHckuil MeNUKO-TEHETHYECKUM ILEHTp, 3aMeCTUTelb AUPEKTOpa IO
71a00paTOpPHO-IUarHOCTUYECKOH  pabore,  bamkupckuii  rocygapCTBEHHBIH
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MEIUIUHCKHM  yHUBepcUTeT,  kadeapa  MEOUUUHCKOW  TEHETHUKH U
byHaaMeHTaIbHONW MeAUIUHBI, Tpodeccop
Benymast oprannzanus: MTHCTUTYT OHOXHMMHUM U T€HETUKH — 000COOJIEHHOE

CTPYKTypHOe moapazaeieHue DenepasprHOro rocyaapcTBEHHOro0 OIOIKETHOIO
Hay4HOTO YUpexaeHus Y PpuMckoro deaepaipbHOr0 HUCCIEI0BATENIBCKOrO LEHTpa
Poccuiickoit akanemun Hayk (r. Yda), B CBOEM IOJOXHUTEIHLHOM 3aKIIOUYEHUH,
MOAITMCAHHOM  JIOKTOPOM OHOJIOTHYecKUX HayK, mpodeccopom XHUIUSATOBOH
HpuHoit MuxainopHo#t, 3aBedyrOlIUM J1a0opaTOpUel MOJIEKYJISPHOM TI'e€HEeTUKH
yenopeka MbI" YOUIL] PAH, u yreepxxaennom aupektopom MBI YOUI] PAH
JOKTOpPOM OHOJIOTMYECKUX HaykK, NpocdeccopoM, uieH-KoppecrmoHAeHToM PAQO,
akageMukoM AkanemMun Hayk Pecnyonuku bamkoproctan XycHYTAWHOBOIM
Onwp3o#t Kamunepnoit (mp. Ne2 ot 10.02.21r.), yKa3bIBaeT, 4YTO AUCCEPTAIHOHHAS
padora CapocThsHoBa Kupumana Bukroposuua «OnTUMH3ALHUS MOJEKYJISIPHOM
JUArHOCTUKU pPEeOKUX HAacJeICTBEHHBIX OOJie3Hell y pPOCCUMCKUX MallueHTOBY,
IMpeAcTaBleHHas K 3alldTe Ha COUCKaHHE YUYEeHOM CTemeHW [IOKTopa
OMOJIOrHYeCKUX HayK IO CIIeUabHOCTH 1Mo cienuanpHocTd 03.02.07 — I'eHeTHKa,
BBINTOJIHEHHAS IPH KOHCYJIBLTUPOBAHUM akanemuka PAH, nokropa 6uonornueckux
Hayk, npodeccopa I'uutepa Eprenus KoHcTaHTHHOBMYA, sIBsETCS 3aKOHUEHHBIM
HAay4HbIM TPYJOM, B KOTOPOM Ha OCHOBAaHHMH BBIIIOJHEHHBIX aBTOPOM
HCcClIeIOBaHUH pa3paboTaHbl TEOPETUYECKHE MOJI0XKEHUS, COBOKYITHOCTH KOTOPBIX
MOXXHO KBaJu(DPUUUPOBATh KaK HAy4YHOE AOCTHIXXEHHE, OCYLIECTBJCHO pellIeHHue
Hay4dHOM  NIpoOJieMbl  COBEPILUCHCTBOBAHUS  paHHEH  OUArHOCTUKH |
IPOTHO3UPOBAHUsI  PEAKUX  HACIEACTBEHHBIX  3a00JIeBaHUM,  HUMEIOIINX
[IaTOr€HETUYECKOe JIeUEHHUE, CBOEBPEMEHHOE II0JlydeHHE KOTOPOro II03BOJISIET
IIPUOCTAHOBUTHL HeoOpaTuMble, a B OONBIIMHCTBE CIy4daeB (aTaibHble U3MEHEHUs
OpPraHoB M TKaHEW NaUWeHTOB, HMMEIUIMX B CBOEM T€HOME IIaTOT€HHbIE
reHeTudeckue AedeKThl, a TakXke H3JI0XKEeHbl HaydyHO-0OOCHOBaHHBIE pelIeHUs,
BHeJIpeHHE KOTOPBIX BHOCUT 3HAUUTENbHBIM BKJIAd B pPa3BUTHE MEIULUHBI H
CHCTEMBI 3/ipaBooXpaHeHus Poccuiickoii @enepanum.

[lo axTyanpHOCTH BBIOPAaHHON TEMbI, HayYHONW HOBH3HE M IPaAKTUUECKOMH

3HAYMMOCTU JAuccepraunoHHass pabora CasoctesiHoBa K. B. cooTBercTByer
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TpeboBaHusiM NYHKTOB 9-11, 13-14 «llonoxeHuss O MNPUCYKOCHUH YUEHBIX
creneHel», yrBepxxaeHHoro IlocranoBnenuem IlpaButenscrBa Poccuiickoi
Oenepauun or 24 ceHtsiOpss 2013 r. Ne 842 (¢ u3MeHEHUSIMH B peIakiuu
noctra”HoBnenundt [Ipasutensctsa Poccuiickoit @enepanuu ot 21.04.2016 Ne 335, oT
02.08.2016 Ne 748, 29.05.2017 Ne 650, 28.08.2017 No 1024, ot 01.10.2018 Ne
1168), mpenbsBIseMbIM K AOKTOPCKHM AHCCEPTallUsiM, a aBTOP 3aCly>KUBaeT
IPUCYXXKIEHUS HCKOMOW YUeHOW CTEeMeHM JOKTOpa OHOJIOTHYECKHX HayK II0
crenquanpHocTy 03.02.07 — 'enernxa.

Couckarenp umeeT 79 Hay4HbIX TPYAOB, B TOM 4UHcCiie B 2 MOHOrpaguu u 27
Hay4YHBIX CTaTed B >KypHajaX, PEKOMEHIOBaHHbIX Bricimiedl arrecTauOHHON
KOMHUCCHEeN npu MuHHCTEpCTBE HAayKH M BBICLIEro oOpaszoBaHus Poccuiickon
Oenepanuun. Kpome Toro couckareineM IMOJIydeHbl 2 IaTeHTa Ha H300peTeHUs
Poccuiickot @enepaunun (Ne 2621161, No 2621162), pazpaboTaHbl KIHHUYECKHE
pEKOMEHJaluu 10 NATH Ho3oJorusaM. O0muil 00beM myosnukanuil cocrabui 17,75
MEYaTHBIX JIUCTA U coOepxHUT 85% aBTopckoro Bkiana. OpUrHHaAIBHOCTb PabOTHI,
omnpenesieHHas 1o CUucTeMe « AHTHUILIaruary, cocrasisier 96,03 %.

Haubonee 3HaunMble Hay4Hble paOOTHI MO TEME TUCCEPTALIUU:

l. CaBoctesinoB, K.B. KinuHuueckoe mnpuMeHEHHE  MaCCHBHOIO
napajuleIbHOr0 CEeKBEHUPOBAHUS B MOJIEKYJISIPHOM AMArHOCTUKE HACJIEACTBEHHBIX
Oomne3Hell HakoIUIEHUsI TIUKOreHa cpeau jaeTckoro Hacenenusi Poccum / K.B.
CaBoctesinoB, A.H. Cypkos, JI.C. HamasoBa-bapanosa, MN.C. )Xanun, A.A.
[IymxkoB, E.H. bacapruna, A.I'. Hukutun, A.C. Ilotanos, A.B. IlaxomoB, A.A.
bapanos // Poccutickuii nenuarpudeckuid xxypaai. —2017. — T. 20, Ne 3. — C. 132—
139.

2. CaBoctesHoB, K.B. HoBble BapuaHThl r€éHOMa POCCHUHCKHX AEeTed C
Ir€HEeTUYECKH OOYCIOBIEHHBIMU KapAUOMHUONATUSMH, BBISBIIEHHBIE METOIOM
MaccoBoro napasmienbHoro ceksenuponanus / K.B. CaBoctesinos, JI.C. HamazoBa-
bapanosa, E.H. bacapruna, H.JI. Bamakxmanze, H.B. XXypkosa, A.A. Ilymkos,
N.C. XXanun, H.A. CnBurosa, B.FO. Jlykanwna, A.I'. Huxutun // BecTHuk
Poccuiickoli akagemun meauiHCKUX Hayk. — 2017. — T. 72, Ne 4. — C. 242-253.

a



DOI: 10.15690/vramn872

3. CaBOCTBSIHOB, K.B. XpomaTo-mMacc-CeKTpOMeTpUIeCKast 15§
MOJIEKYJIIpHO-TeHeTUYeCcKasi JUarHocTuKa LUCTHHO3a y poccuiickux aetedt / K.B.
CasoctbsinoB, H.H. MazanoBa, A.A. Ilymkos, I1.B. Ananbun, A.B. CyxoxeHko,
[I.B. CmupuoB, H.A. Masgncku#t, A.H. Llpirun, JI.C. Hama3zoBa-bapanosa //
[lenuatpus. XXypuan umenu I'.H. Cnepanckoro. —2018. —T. 97, Ne 5. — C. 71-78.

4. Chistiakov, D.A. Molecular Characteristics of Patients with
Glycosaminoglycan Storage Disorders in Russia / D.A. Chistiakov, K.V.
Savost'anov, A.A. Pushkov, A.G. Nikitin, A.V. Pakhomov, N.V. Zhurkova, L.M.
Kuzenkova, N.D. Vashakmadze, T.V. Podkletnova, A.K. Gevorkyan, L.S.
Namazova-Baranova, N.A. Mayansky, A.A. Baranov // Clinica Chimica Acta. —
2014.—-Vol. 436. Pp. 112-120. DOI: 10.1016/j.cca.2014.05.010

5. Moiseev, S. The Prevalence and Clinical Features of Fabry Disease in
Hemodialysis Patients: Russian Nationwide Fabry Dialysis Screening Program / S.
Moiseev, V. Fomin, K. Savostyanov, A. Pushkov, A. Moiseev, A. Svistunov, L.
Namazova-Baranova // Nephron. — 2019. — Vol. 141, no. 4. — Pp. 249-255. DOI:
10.1159/000495886

Ha nuccepraumto u aBTopedepar MOCTYIUIN OT3BIBBI OT:

Cmeranunoii Haranbu CepreeBHbl - JOKTOpa MEIULMHCKUX Hayk,
npodeccopa, 3amMecTHTeNs JupekTopa VIHCTUTYTa reMaToJIorui, UMMYHOJIOTHH U
Ki1eTouHblX TexHojorut @®I'BY «HMUL[ AI'OM um. JImutpusi Poraueay
Munsznpasa Poccuu;

JlykuHo# Enenbl AnlekceeBHBI - TOKTOpa MEIULUHCKUX HayK, Tpodeccopa,

3aBeNyloLIero oTAesneHreM opdaHHbix 3aboneBanuit OI'LY «HMUI]
rematosorun» MHUHHCTEpCTBA 31apaBooxpaHeHus: Poccuiickoit ®Denepauny,
skcnepra MuHucTtepcTBa 3npaBooxpaHenus: Pocculickoit enepauuu no 00je3HHA
["ome;

MouceeBa Cepress BanenTuHoBHua - JOKTOpa MEIUIUHCKUX Hayk,
npodeccopa, 3aBedywollero  kapeapodl  BHYTpeHHHX, HpodeccCHOHaTbHBIX
bonesHeit u peBmartosiornn dDenepasbHOTO TOCYAapPCTBEHHOI'O aBTOHOMHOIO
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00pa30BaTEILHOTO YUPEeXXIeHUs BbIcliero obpaszoBaHus IlepBeiii MockoBCKHi
rocyllapCTBeHHbIM  MemuuuHckui  yHuBepcuteT uM. HM.M.  Ceuenosa
MunucrepctBa 3apaBooxpanenust Poccuiickoit  ®epepauun  (CedeHOBCKHH
YHUBEPCHUTET);

Kyuesa Cepres IBanoBuua — uieH-koppecrnonaeHta PAH, poxropa
MeIUIMHCKUX Hayk, aupektopa DOI'BHY «MI'HI] umenu akagemmka H.IL
boukoBa» MuHucrepcTBa Hayku U Bblcllero oOpas3oBaHus Poccuiickoit
®enepannu, TJIaBHOTO BHELITATHOIO CIIELMAIUCTA MO0 MEIULMHCKOW T'eHEeTHKe
Munsnpasa Poccun;

Jnuna Brnagumupa BuktopoBHua - JOKTOpa MEIMLMHCKHAX Hayk,
npodeccopa, aupekropa OCII HUKU nenumarpum um. axagemuka [O.E.
Benpruimesa ®@enepaibHOro rocyJapCTBEHHOTO aBTOHOMHOI'O 00pa3oBaTelbHOTO
YUPEXKACHUS BBICLIIETO obpazoBaHus «Poccutickuit HallMOHAJIbHBIN
UCCNIEIOBAaTEeNbCKUM  MeauuuHcKkuil  yHusepcuteT um. H.M.  Iluporosax
MunucrepcTBa 3apaBooxpanenus Poccutickoit @enepanumu.

Ot13piBBl Ha aBTOpedepaT COAEPKAT BBICOKYIO OLEHKY AaKTyaJlbHOCTU
MpPEeACTaBJIEHHOTO UCCIIeIOBAHU], HAYYHOW HOBU3HBI U MPAKTUUECKON 3HAUMMOCTH
MOJYyUYEHHBIX Ppe3yJbTaTOB JJIsI POCCHUHCKON (GyHIaMEHTAJIbHONM HayKu W
MeauUuHbl. OTMeuaeTcs, YTo AUCCEpTAlMOHHAasi paboTa BHIMOJIHEHA Ha BBICOKOM
KBaJU(UKALIMOHHOM HAay4yHOM YpPOBHE U  COOTBETCTBYET TpeOOBAHUsIM,
npeabsBiIsieMbIM K paboTaM Ha COUCKaHue YUYEeHOW CTelmeHH JOKTopa
ouosiorndeckux Hayk. OT3bIBBI IOJIOKUTENIbHbIE, KPUTHYECKUX 3aMEUaHUU He
colepxar.

Bribop oduuManbHBIX ONIMOHEHTOB OOOCHOBBIBAETCS TE€M, YTO JOKTOP
MenuuuHCKuX Hayk Haszapenko Jlrommuina [laBnoBHa U moKTOpa OMOJOTHYECKUX
Hayk CrnomuHckuil Iletp AnapeeBuuy m XycamHoBa Puta UropeBHa sIBIsIOTCS
BEIyLUIMMH CHEUHAIUCTAMU B OOJACTH [MATHOCTUKHA U JIEUYEHUS PEIKHUX
HacleACTBeHHBbIX 3a0o0JeBaHui, uMerolue OO0JblIoe KOJIWYEeCTBO paboT 1o

TeMaTHhKe auccepTaudoHHol paboTel CaBocThsiHOBa Kupuina BukToposuya.



Beibop Bemyuieit opraHu3aluud OOOCHOBBIBaeTcsa TeM, 4TO KMHcTHTYT
OMOXUMHUH U TEHETUKH — 000COOJIIEHHOE CTpPYKTypHO€ IIOApas/eNeHue
QenepanbHOro0  rOCyJapCTBEHHOIO  OIO[UKETHOTO  HAy4HOTO  YYpEeXKICHHA
Ydumckoro ¢enepanbHOro HccieqoBaTelbcKoro neHTpa Poccuiickoll akagemuu
HayK SBJS€TCS OJHUM H3 BEIyIIUX DPOCCHHCKUX YUYpPEXIECHHUH 10 H3y4EHHUIO
HacJIe[ICTBEHHBIX 3a00JIeBaHUI FeHETUYECKON 3THOJIOTUH; YUPEXIEHHE CIIOCOOHO
JaTb OOBEKTUBHYIO OLEHKY HOBH3HE IUCCEPTALMOHHON pabOThl, NpPaKTUYECKOM
3HAYMMOCTH IIOJIyYEHHBIX pEe3yJIbTAaTOB, & TAaKXKE OLIEHUTh BKIAL I10JTy4YEHHBIX

PE3YJIbTATOB B PA3BUTHUC COBpCMCHHOﬁ MEIUIIUHCKOH HayKH.

I[HCCCpTaHI/IOHHBIﬁ COBET OTME€YACT, 4YTO Ha OCHOBAHHHU BBIITOJIHEHHBIX

COHCKATEeJIEM HUCCJIEIOBAHUM:

- IpeloXeHa ONTHUMM3alUsA MEepBUYHON OHMOXHMMHYECKOW IHAarHOCTUKU
6onesnn Pabpu u Oone3Hu l'ome ¢ NOMOILIBIO ONpeAeNeHUs KOHIEHTpalUUuU
CyOCTpaToB I1000TPHAO3UIC(HUHIO3MHA U TIIMKO3UICPUHTO3UHA, HUCTHHO3A IIpH
IIOMOUIY U3MEPEHUsI KOHLUEHTPALUU HUCTHUHA B IOJUMOPGHOSIAEPHBIX JTEHKOLUTAX
KpOBH, CTAOMJIN3UPOBAHHBIX PACTBOPOM 3TUIIMATICUMHUA, a TAKXKE MOJIEKYJISIpHO-
reHeTU4YecKoi [auarHoctuku OonesHu @Pabpu, OonesHu I'ome, LHUCTHHO3A,
MyKononucaxapunosa, Tun [, Oonesnu Ilomme, Tuposunemun, tun I,
TJIMKOTE€HOBBIX OOJIe3HEH, HECOBEpILIEHHOIO OCTEOreHe3a U HePpOTHYECKOro
CUHIpPOMA C IIOMOILIBIO aHalM3a MaXOPHBIX MYTallUif, BBIABICHHBIX B XOJ€
IIpPOBEJEHHUS NUCCEPTALUOHHOIO UCCIIEI0BaHMUS;

- J0Ka3aHo, 4YTO ONTHMAaJbHble OTpE3Hble TOYKH, COOTBETCTBYIOLIUE
MaKkCUMaJbHBIM  IIOKa3aTejIsAM  YyBCTBUTEIBHOCTH M  CHEUM(PHUYHOCTH,
OllpefieJiecHHble B paMKax Hay4yHOW paOoThl, MOTYT OBITh HCIIOJIB30BAaHbI MJIs
auarHocTuku 6onesnent @abdpu, I'ome, [lomne, MIIC, tun I, Tuposunemun, tum [
U LHCTHHO3a Yy POCCUHCKHUX IallMEHTOB; JOKA3aHO, YTO IATOr€HHbIE BapHaHTEHI
reHOMa, [pEeXIEBPEMEHHO IpepbIBAIOLINE CHHTE3 KOJUpYeMOoro  Oelnka,
KOppEeIUpYIOT ¢ paHHel MaHudecrauueit U TsHKeNbIM TedeHHeM 6ones3nu Pabpy,
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MyKomnonucaxapugo3oB, Tun I u II, rnukorenoBoit Gonesznu, tun I,
CTEPOUIPE3UCTEHTHOI0 He(PPOTUUECKOTO CHHIPOMA U KapAUOMHUONATUU, OJHAKO,
3TH € KJIacChl MyTalluii acCOUMMpPOBAaHbl C Hauboyiee MATKOW Qopmoi
HECOBEPIIIEHHOT0 OCTeoreHe3a, TN I, @ MUCCEHC MyTallUl LIEHTPAJIBHOTO JTOMEHa
rera COL1Al, HampoTuB, acCOUMHUPOBAaHbBl C  TsHKeIbIMH  (QopMamu
HecoBeplIeHHOro ocrteoreHesa, tun III m IV; mokaszano, 4to paspaboTaHHblE U
ONTUMHU3UPOBAHHBIE AITOPUTMbI MOJIEKYJISIPHOM NUArHocTKU Oome3Hedt Padpwy,
['ome, Ilommne, mykononucaxapumosa, THN I, TUpo3uHeMHuH, TUN [, LUCTHHO3A,
HECOBEPILIEHHOr0 ocTeoreHesa, Tl [-XX, 0one3Hell HaKOIIEHUs INIMKOreHa, THII
0—XV, pa3auyHbIX THUIOB HEPPOTUUECKOTO CHHAPOMa M KapAUOMHUOIATHUH,
MO3BOJISIIOT BBISBJIAThL O3TH peakue OO0JEe3HH Y POCCHUHCKUX MalUueHTOB C
3¢ heKTUBHOCTRIO, npubnmxaromeics Kk 100%;

- BBEJICHO MOHsATHE reHOTHI-()EHOTUITNYECKHUX KOppeJsLUH,
IPUMEHUTENIFHO K OMUCAHUIO CBSI3U BBISIBJICHHBIX MMaTOreHHBIX BapUaHTOB reHOMa
c KJIMHUYECKUMHU XapaKTepUCTUKAMHU 6one3Hen Dabpu, ["owue,
MYKOITIOJIUCaXapua030B, LMCTUHO34, HECOBEPLIEHHOT'0 OCTEOTeHe3a,
TTIMKOTEHOBBIX OO0JIe3HEeH, CTepOUAPE3UCTEHTHOIO0 He(pPOTUUECKOr0 CHHAPOMA U

KapaUOMHUOIIATUN Y POCCUMCKUX MAllUEHTOB.

Teopetnueckass 3HAUMMOCTH HCCIIEIOBAaHUS O0OOCHOBAaHA MOJIyYeHHEM
byHIaMEHTaIbHBIX HAYYHBIX 3HAHUH, ONTUCHIBAIOIIUX:

OTHOCHUTEJILHbBIC YacTOTHI 694 BapUaHTOB HYKJICOTHTHOHU
NOCJENOBATEILHOCTY TE€HOMa, pAacCIoJIOKEHHBIX B 82 HU3yUYEHHBIX TI€Hax,
BBI3BABIINX pa3BuThe 1142 crny4aeB pegkux OoJie3HEH, HCCIeqOBaHHBIX B
HacTosel paboTe y pOCCUMCKUX MalUeHTOB;

- 321 HOBBIN BapuaHT reHOMa, IJis OOJIBIIMHCTBA KOTOPBIX OBLIN OMMCAHBI
dbeHoTUnUYecKue MposiBJICHUS;
- 4aCTOTBhI PA3JIMYHBIX TUIOB MYyTalUM [0 UX BIUSHUIO HA CUHTE3UPYEMBbII

OeJIOK U 0 MEeCTY JIOKaIM3alluu 3TUX OeNIKOB;



- YacTOThl pPa3JIMUHBIX THUIIOB HECOBEPIIEHHOr0 OCTeoreHesa, OoJie3Hel
HaKOIUIEHUS TIJIMKOTeHa, CTePOHIPE3UCTEHTHOro He(POTUUYECKOTro CHHApOMa H
KapJIUOMUOIIATUN Y POCCUUCKUX JAETEN.

[IpuMeHuTEILHO K  @IpoOjeMaruke  AUCCEePTAUUU  Pe3yIbTAaTUBHO
HCIIOJIb30BAHBl ~ METOJBl  MOJIEKYJISIPHO-TEHETHUUECKOM H  OMOXHMHYECKOU
JUAarHOCTUKH, a TakKXXe COBPEMEHHble METOIbl OHOMHGOpPMATUUECKON W
CTaTUCTUUYECKOU 00pabOTKHN JaHHBIX.

M3yueHsl OXapaKTEepU30BaHbl  KIMHUYECKHE,  BO3PACTHBIE,
reorpaduuecKkue M TEHETUUYEeCKHEe OCOOEHHOCTH POCCHUCKMX MallMeHTOB C
oonesusmu Padpu, I'ome, Mmykononucaxapunoszamu, Tamn I u II, Tupo3uHemuen,
TN I, HUCTUHO30M, HECOBEPIIEHHBIM OCTEOr€HE30M, IJIMKOIM€HOBON O0JIe3HBIO,
HeQPOTUUECKUM CUHAPOMOM U KapAUOMHOMATHSIMH.

[IpoBeneHa onTUMHU3ALHUS AITOPUTMOB OMOXMMHYECKOH U MOJIEKYJISAPHO-
r€HEeTUYEeCKOM TUarHocTuku OonesHedt @abpu, I'ome, MyKonoianucaxapua030B, TUII
I u II, Tupo3uHemun, TuN I, UUCTUHO3a, HECOBEPLIEHHOI0 OCTeorenes3a, Tum [-XX,
IJIMKOreHoBoM Oone3nu, Tun 0-XV, cTepouApe3nuCTEHTHOro HeOPOTHYECKOTO
CHHIpPOMA, PAa3JIMYHBIX THUIIOB KapAHMOMHOIIATHH C Yy4YeTOM TPYAOEMKOCTH H
3G (GEKTUBHOCTH HCMOJIb30BaHHBIX METOJOB, a TaKXe CIHEKTpa U OTHOCUTEIbHBIX
4acTOT OOHAapYXXEHHBIX HAMHU [TaTOr€HHBIX BAPUAHTOB F€HOMA.

3HayeHue IMOJlydeHHBIX COHMCKaTeleM pe3yjIbTaTOB MHCCIIeOBaHus IS
NpPakTUKU TOATBEPXKIAeTCsl TeM, 4YTO pe3yJbTaThl JUCCEPTALMOHHOM pabOoThI
BHEIpeHbl B NpakThueckyro pabory noapasnenenunit OI'AY «HMMUILI 3noposbs
nereit» Munsapasa Poccun, ®I'BY «lleHTpanbHas KIMHHYecKas OOJbHHIA C
MOJMUKINHUKONW» YmpaeneHus nenamu [Ipesunenta PO, I'BY «Pecnybnukanckas
nerckas kiauHudeckas OonpHula uM. E.IL I'muaku» u I'BY «PomunbHbléi mom»
Munsgpaa YeueHckoil PecnyOnmku, a Takke B 00pa3oBaTelbHYIO padoTy
kadbeapsl MeIUIUHCKON reHeTuku ynedebHoro dakynpreta @I'AOY BO Ilepssiit
MI'MYVY um. M.H. Ceuenora Munznpasa Poccun (CeueHoBCKkuil YHHBEPCUTET) U
kageapsl meauuuHckod reHetuku ['BOY  JIIIO Poccuiickoli MenuuuHCKON
aKaJeMHUH IOCJIEIUIINIOMHOro obpasoBaHuss MuH3apasa Poccuu, momkpernieHsl
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JIBYMsI NATEHTAMHM Ha M300pETEHUs, a TAKXKE KJIMHUYECKUMH PEKOMEHIalus II0
IATH  HO30JIOTHSAM, yTBEpXAECHHBIMH  MHUHHCTEPCTBOM  3IpaBOOXpaHEHHUs
Poccuiickoit @enepannu.

OnpeneneHsl NEepCHEKTUBH JajbHEHINEH pa3paOOTKU TEMBbI, a Takxke
pa3paboTaHbl IPAKTUYECKUE PEKOMEHJAINN.

OueHka JOCTOBEPHOCTH pe3ysbTaTOB MCCIENOBAaHUs  BBIBUJA, 4YTO
pe3yabTaThl ~ HCCIEJOBaHHUS  I[OATBEPXKAAIOTCS  AOCTATOYHBIM  00BEMOM
3KCIIEpUMEHTANBHBIX  JAaHHBIX, JaHHBIMM  CTaTHUCTUYeCKOW  00paboTky,
IOJIy4eHHBIMU C HCIIOJb30BAHUEM COBPEMEHHBIX METONUK cbopa U 00paboTkH
HHGOpMaLlUU, a TakXKe II0JHOTOM HU3JI0OKEHUs MaTepuasoB HUCCepTalud B
Hay4HOM IeYaTu U Npe3eHTaluell 3TUX pe3yNbTaToB Ha pa3IHYHbIX pOCCUACKUX U
3apyOeXHBIX KOH(DEpEHIUSX.

Hcnonb30BaHbl  COBpEMEHHBIE METOJbl MOJIEKYJISIPHO-TEHETHUECKOH H
OMOXMMHMYECKONH  JMAarHOCTUKH,  BBICOKOIIPOM3BOJUTENIBHOE  COBpEMEHHOE
o0opylnoBaHHe, a TakkKe COBpPEMEHHbIE METOAUKH OHOMHPOpMATHUECKOH
00pabOTKU FeHOMHBIX JaHHBIX, & TAK)KE CTATUCTUUECKON 00pabOTKHU MOTydeHHBIX
pe3yIbTaToOB.

JIuuHBI}A BKJIQJ COMCKATelNlss COCTOUT B HEMOCPEACTBEHHOM y4acTHUU Ha BCeX
aTanax HCCleN0BaHus, alpoOalluyd ero pe3ylbTaToB, B pa3paboTke alropUuTMOB
OMOXUMUYECKON u MOJIEKYJISIpPHO-T€HETUYECKOH JUarHOCTHKH, B
OnorH(OPMATHYECKOM aHalu3e, UHTEpIIpeTalul U CTaTHCTHYeCKOd o0paboTke
pe3yNbTaTOB HCCJIENOBAHUM, MOATOTOBKE MyONMKALUN, a TakkKe B 000OILIEHUU

pe3yJbTaTOB NIpU HAIIMCAHUU U 0(OpPMIIEHUH IUCCEpTAllMOHHON paboThl.

Hucceprauus CaBocTtbsiHOBa Kupumna BukTopoBHYa MONHOCTBIO COOTBETCTBYET
TpeboBanusaM 1.9 [lonoxxeHus o NpUCYKAEHUHU yUEHBIX CTENIEHEeH, yTBEpXKAEHHOTIO
nocra”osyieHueM lIpaBurensctBa Pocculickoit @enepanun Ne@42 ot 24.09.2013r.
(c HW3MEHEHUsSMU B peJakUUU ITOCTaHOBIEHWHM NpaBUTENbCTBa Poccuiickoit

Qenepaunn  Ne335 or 21.04.2016r., Ne748 ot 02.08.2016r., Ne 650 ot

29.05.2017r., Ne 1024 ot 28.08.2017r., Ne 1168 ot 01.10.2018r. ), B nucceprauuu
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OTCYTCTBYIOT HEAOCTOBEpHble CBeldeHUs OO0 ONyOJIMKOBAaHHBIX COMCKAaTEJIeM
y4eHOH CTeleHU paboTax, B KOTOPBIX MU3JI0)KeHbl OCHOBHbIE Hay4YHble pe3yJIbTaThl
JuccepTalyy.

Ha 3acemanmm 02 mapra 2021 rona AucCepTalMOHHBIA COBET IpPHUHSII
pemieHre npucynuth CaBocTbsiHOBY Kupunny BukTopoBuH4y ydeHyr CTeneHb
JOKTOpa OMOJIOTUYECKUX HAYK.

[Ipyu npoBedeHUH TaWHOIO TOJOCOBAHUSA OUCCEPTALlMOHHBIA COBET B
KoJIn4yecTBe 22 4eJoBeK, U3 HUX 6 JOKTOpOB HaykK o crneunanbHoctd 03.02.07 —
I'eHeTHKa, y4yacTBOBAaBIIMX B 3acelaHuy, U3 29 4enoBeK, BXOINAIIMX B COCTaB
COBeTa, IpOrojOCOBalM: 3a IpHUCYXKIeHHe YydeHoH creneHd - 20, IpOTUB

NPUCYXIEHHUsI YUEHO! CTeNeH! - 1, HeleiCTBUTEIbHBIX OroMieTeHel - 1.

IIpencenarens
JUCCEepTALlMOHHOTO COBETA,
JOKTOp MEIULUHCKUX HAYK,

TkaueBa Onpra HukonaesHa
npogeccop

YuéHbIH cekpeTapb
JUCCepTallIOHHOTO COBETA,

OKTOp MEJHLUHCKHX HayK, 4
= I e Y % / Jlapnna Bepa Hukonaesna
JOLEHT o
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