3AKJJIOYEHUE JUCCEPTAIIMOHHOI'O COBETA 21.1.045.01,
CO3JIAHHOTI'O HA BA3E ®EJIEPAJIBHOIO TOCYJIAPCTBEHHOI'O
BIO/I’KETHOTI'O YUYPEKJIEHUS «<HALIMOHAJIBHBIA
MEIULMUHCKUN UCCJIEJOBATEIbCKUI IEHTP
YHAOKPUHOJIOT'MA» MUHUCTEPCTBA 3/IPABOOXPAHEHUS
POCCUMCKOMN ®EJEPAIIMU ITO JUCCEPTAIIMA HA COUCKAHUE
YUEHOM CTEINNEHU KAHJUJIATA HAYK

aTTecTalMOHHOE J1e710 Ne
pemieHue auccepraioHHoro cosera ot 03.03.2022 Ne206

O npucyxaennu TapacoBoii TaTbsine CepreeBHe, rpazkianuny Poccuiickon
@enepauru, y4€HOH CTENEHH KaH/HIaTa MEIMIHHCKHX HAYK.

Hucceprauus «MoeKyIsipHO-TréHETHUECKHE OCHOBBI CEMEMHBIX aJIEHOM
runogusza» 1no crnenuanbHocTu 3.1.19. — DHIoKpUHONIOrHA (MEAMLIMHCKHE HAYKH)
npuHsTa kK 3ammre 23.12.2021 r. Ne 203/2 puccepTallMOHHBIM —COBETOM
21.1.045.01, co3nanHbIM Ha 6aze DeaepanbHOro rocyAapCTBEHHOIO OHOAKETHOIO
yupexaeHus  «HaumoHanbHBI ~ MEIMUMHCKMH  MCCIEAOBATEIBCKHH  LIEHTP
IHJIOKpUHOJIOTMM» MHUHHCTEpCTBa 3ApaBooxpaHeHus Poccuiickonn ®Penepauuu
117036, r. Mockaa, yin. Imutpus Yaesuosa, a. 11, [Ipuka3s
Pocobpuanzopa 21.12.2009 r. Ne2260-2851.

Couckarens Tapacora Taresna Cepreesna, 1987 r.p., B 2011 r. okonuuna
mMeauuuHCKui dakyinbTeT Poccuiickoro Yuusepcurera Jdpyx6s1 Hapogos (PY/1H)
no cneuuanbHocTH «Jleyedbnoe aeno» (aumiom Ne00474).

B 2011-2012 rr. npoxoauna o0ydyeHHE B KIMHHYECKOH HMHTEPHAType B
PYJIH no cnenuansHocTH « Tepanusy.

B 2012-2014 rr. npoxoauna o0y4eHHE B KIMHUYECKOH OpAMHATYpE
B ®enepanbHOM rocyIapCTBEHHOM O10KEeTHOM Y4pEeKICHUN
«DHJIOKPHHOJIOTHYECKUH Hay4YHBIH LEHTp» MHHHCTEPCTBA 3IpaBOOXPaHEHHS
Poccuiickoit  ®epepauun  (PI'BY  «OHI» Munsapasa Poccun, mnosxe
®enepanbHBIi TOCYAapCTBEHHOE OMOKETHOE yupekaeHue «HanuoHanpHBbIM
MEIULHUHCKUH MCCIEA0BAaTEIbCKUIT LEHTP HHIOKPHUHOIOTMM» MuHHUcTepcTBa
3apaBooxpanenus Poccuiickoit @enepaunun (PI'bY «HMMUAL] sHa0KpUHOIOTHNY
Munsapasa Poccun)) 1o crneuuanbHOCTH « JHIOKPUHOIOTHSA».

Ocpouna mnporpamMmy IOATOTOBKHM HAay4YHO-II€IArOTMYECKHX KaJIpOB
B acnupaHtype @PenepajbHOr0 rocyJIapCTBEHHOIO OO/DKETHOIO Y4YpEekKICHHUs
«OHIOKPHUHOJIOTHYECKUH HAay4YHBIH LIeHTp» Mun3apasa Poccuu, rox okoH4aHusA —
2017 r.



C 2018 r. mo HacTosuiee Bpems paboTaeT BpavyOM-3HIOKPHHOJIOIOM
M HAay4HbIM COTPYAHHKOM B OTIEJIEHHH KOHCYJIbTaTHBHO-IHArHOCTHYECKOTO
uenrpa B ®I'BY «HMMULI sunokpunonorun» Munsapasa Poccum.

Jucceprauust BbIMOAHEeHa Ha Oaze VHCTHTyTa KIMHHYECKOM
supokpunonorun ®I'BY « HMULL snnokpunonoruu» Munsapasa Poccum.

Hayunbiii pykoBoaurteab — Jlenos Mean MBanoBu4 — I0KTOp
MeIMIIMHCKMX Hayk, npodeccop, akagemuk PAH, Ilpesunent ®I'bY «HMMUIL
SHIOKpHHONIOTUM» MuHn3apasa Poccun.

OduunajibHbie ONMOHEHTHI:

- AcradweBa Jlroamuna UropesHa, TOKTOp MEAMLUMHCKHMX HaykK, mpodgeccop
Kadeapsl HEHPOXUPYPIHH v Kypcamu HEeHpOoHayK Hay4HO-
oOpa3zoBaTenbHOrO neHTpa denepaibHoro rocyAapCTBEHHOr0 aBTOHOMHOIO
yupexaenus «HaunoHanbHBIH MEIULMHCKMH HCCIIE0BATENbCKHH LIEHTP
Heiipoxupyprun  uMenu akagemuka H.H. bBypnenko» Munucrepcrsa
3apaBooxpanenus Poccuiickon @enepanuy,

- buprokoBa Enena BanepbeBHa, JOKTOp MEIMUMHCKHX Hayk, npodeccop

kadeapsl 9H/IOKPHHOJIOTUH H A1abeTo10ruu denepanbHOrO
roCcy/1apCTBEHHOro O10KeTHOro 00pa3oBaTEILHOIO YUYPEKIEHHS BBICIIErO
oOpa3oBaHHs «MockoBckui rocyAapCTBEHHBIH MEIHKO-
CTOMATOJIOTHYECKHH YHUBEPCUTET UMEHH AN. EBnokumoBa»

MunucrepcTBa 3apaBooxpaHenus Poccuiickoit denepanun
NAJIN MTOJIOKUTE/IbHBIE OT3BIBBI HA JIMCCEPTALMIO.

B pamkax auckyccuu B or3biBe ActadbeBoit JLH. Obuin o0cyxaeHbI
CJICYIOIINE BOMPOCHIL:

1. B o030pe nurepaTyphbl He YAECJIEHO JOCTATOYHOIO BHUMAHHS aHAJIOTHYHON
KaHIUJATCKOH Jucceprauuy, nposea¢HHod Ha Oaze PIBY «HMMUIL
sHAOKpUHOJIOTHM» Mun3paa Poccun [lanantaeson Haxexnaer CepreeBHel
Ha TeMy «KJIMHHMKO-reHeTHYeCKHe acleKThl CeMEHHBIX aJieHOM rumodusay
B 2014, B pabore Obuio cobpano 20 cemeil ¢ aaeHoMaMu runogusa,
MPOBEJICHO CpPaBHEHHE CO CIIOPAJAWYECKUMH CIIy4asiMH, MOJIEKYJISAPHO-
reHeTHYeCcKoe HcclieoBanue. B 4éM oTin4ms uccieoBaHmi?

B pabore [lanantaeBoii H.C. MojeKky/nIsSpHO-reHETHYECKOE TECTHpPOBaHHE ObLIO
MPOBEJICHO IOCJIEA0BATEIbHBIM MPSIMBIM METOJIOM CeKBeHHpoBaHHMsA 1o Courepy
M HCCJIEJIOBAH JIMIIb TeH AIP, B Hamed paboTe BHUMAaHHUE YAEIAI0Ch CO3JaHHOH
nanenu 15 renoB-kanauaaToB, Takux kak MENI, CDKNIB, PRKARIA, GNAS, AIP,
SDHA, SDHB, SDHC, SDHD, PRKCA, CDKN2C, CDKN2A, POUIFI, PTTG?Z,



DICERI, v TeCTUPOBAaHHE BBINOJIHEHO BBICOKOIIPOU3BOJIUTEIBHBIM MapasieabHbIM
metoznoM (Next generation sequencing, NGS), 4To 103BOJIMIIO COKPATHTE BPEMECHHBIE
¥ (DMHAHCOBBIE 3aTPAThl HA IMATHOCTUKY MOHOTEHHBIX 3a00JICBaHHH.

2. B onucaHud METOIOB MCCIEA0BaHHs oOpaniaeT Ha ce0s BHUMAHUE, YTO MPH
Habope OBUIM HCKIIOUEHBI MAlMEHThl C KIMHUYECKMMH MPOSBICHUIMH
MDBH-1, MOH-4 u KapHu-KOMIUIEKC, NPU 3TOM TI€HBI, OTBEYAKOIIHE 3a
pa3BHTHE JAHHBIX HACJIECACTBEHHBIX CHHAPOMOB, BK/IFOUEHBI B HCCIIEAYEMYIO
nanenb. OObSACHUTE, TOKANYIHCTa, 4eM 3TO 00YCII0BIEHO?

[IpenMyIecTBO B OIIEHKE HACJIEJCTBEHHBIX CHHAPOMOB B HacTosLIEeH pabore
OT/JaBaJIOCh MNAIHEHTaM C MaJIOONHUCAHHBIMH B POCCHICKOH mOIy/IAlHMH paHee
reHETUYECKUMH CHHIPOMaMH, AaCCOLIMHPOBAHHBIMH C ONYXOJISMH TUNOQH3a,
HO TIPeJCTaBIAIOIINE HEe MEeHbIIMH MHTepec, yeM mnauueHtsl ¢ MOH-1, MOH-4
cuHapoMaMu U KapHH KOMILIIEKCOM.

3. B MeToaax reHeTHYecKoro o0cie10BaHUs HE YKa3aHO, B KAKUX CIy4asX OHO
MPOBOJAMIOCH HE TOJBKO MAlMEHTaM M3 OCHOBHOHM TIpyIIbl, HO H HX
pPOACTBEHHUKAM?

PojacTBeHHHKH TpOoOaHIOB M3 CeMed OCHOBHOH Tpynmbl 00CIeI0BaJMCh IIPH
HaJIMYUH MEIULMHCKOTrO MOATBEP)KICHHS Y HUX aJICHOMBI TUrodusa ¢ J1o0sIM H3
BAPUAHTOB  TOPMOHAJIBHOH  CEKpeUMH W  TEXHHYECKOHM  BO3MOMKHOCTH
reHeTHYecKoro TtecTupoBaHus B ycioBuAx PI'BY «HMMHL] sHA0KpHHOIOrHKY
Munszapasa Poccum.

B pamkax auckyccuu B 0T3biBe buprokoBoil E.B. Obutn 00cykaeHbI

CIIeYIOILHE BOIIPOCHI:

1. TloyueMy B OOCYKICHHMH pe3y/IbTaTOB HE JaHO OOBACHEHHS BBIABICHHBIM
mytauusm B reHax DICER u SDHA, xkoTopele HE HMMEIH JOKa3aHHOI'O
MaTOTeHETHYECKOr0 UCC/IeJOBaHus?

[lo pesynbrataM  MOJIEKYJSPHO-TE€HETHYECKOrO  TECTHPOBAHHS  HAIIEro
MCCIIe[IOBaHUA,  JEHCTBUTEIBHO, HE BCE TeHbl HMEIM  JOKa3aHHOIo
[aToJIOrMYECKOro 3Ha4eHHss W TpeOyroT noo0cnenoBaHusi, OONbIICH KOrOPTHI
MALHUEHTOB JUIS UX OLICHKH.

2. DBbulM 1M BBIABJIGHBI Pa3jiMdMs B MHJEKCE MAacChl Tella y MalMeHTOB
OCHOBHOM M I'PYIIIILI CPaBHEHHA?

KpHUTHYECKHX M CTATUCTHYECKH 3HAYMMBIX Pa3IMYMH B MHAEKCE Macchl Tena y
MalKueHTOB 000UX TPYMIbI ONpPEAEIeHO He ObLIO.

Benymasi opranusanusi - @enepanbHoe rocy1apcTBEHHOE OIO/UKETHOE
yupexJIeHHe JONOIHUTEIBHOro npodeccuoHanbHoro odpaszosanus «Poccuiickas
MEIMIIMHCKAs aKaJeMHsl HENPEepPhIBHOIO MPOPEeCcCHOHAIBLHOr0 00pa3oBaHMs»
MunncrepctBa 3apaBooxpaHeHuss Poccuiickoit ®Penepauun (PI'BOY  IIO
PMAHIIO Mumnsapasa Poccun)



B CBOEM IIOJIOKMTEIBHOM OT3BIBE, MOJANUCAHHOM JOKTOPOM MEIMIIMHCKHX
Hayk, mpodeccopom Kadeapsl sHAOKpuHONOTHH B auaberonornn ®I'BOY NT10
PMAHIIO Munsapasa Poccun AmetoBbiM Anekcanapom CepreeBuyeM, yKasaHo,
yto aucceprauus TapacoBor Taresuel CepreeBHbl « MOJIEKyISPHO-TEHETHYECKHE
OCHOBBI CEMEMHBIX aJIeHOM THUmogu3a» ABIAETCS 3aKOHYEHHOW HAy4yHO-
KBaTM(ULUPOBAHHOM paboTOoii, B KOTOPOH HA OCHOBAHMH BBIIIOJIHEHHOH aBTOPOM
paboThl peliaeTcss BaXkKHas LENb — H3YYCHHE MOJICKY/ISPHO-TEHETHIECKUX
M TeHOTHUI-(EHOTUIIHYECKUX OCOOEHHOCTEH MAIlMEHTOB C CEMEHHBIMH (hopMamu
ajeHoM  runoduza, CpaBHEHHE MX  (PECHOTUINHYECKHX  XapaKTEPHUCTHK
CO CIOpAJMYECKMMH CiIy4asiMH. Pe3yabTaTbl NPOBEAEHHBIX HCCIIEA0BAHUH UMEIOT
OOJBINYK) HAy4YHYH M MPAKTUYECKYI0 3HAYUMOCTB M MOIYT OBITH IIMPOKO
BHEJPEHBbl B IPAKTHYECKOE 3/PaBOOXPAHEHHE C LENbI YIYYIICHHS OKa3aHHs
MeIMLIMHCKOM IIOMOIIM TAlIHEHTaM ¢ HacJIeJCTBEHHBIMH aJIeHOMAMH THIIO(hH3a.

Cowuckarens umeer 10 ony6iMKoBaHHBIX paboOT Mo TeMe JUCCEPTALMH, B
TOM YHCJIE 2 CTAaThbH I10 PE3y/bTaTaM HMCCIEJOBAaHUS B PELEH3UPYEMBIX HAY4YHBIX
)KypHajJIaX, PEKOMEHIOBaHHbIX Beicuiell arTecTalMOHHOH KoMuccuen (BAK)
MunoOpuayku  Poccun s onyOJMKOBaHMS ~ OCHOBHBIX — PE3YJIbTaTOB
JUccepTallMOHHBIX paGor. PaboTbl mocBslleHbl MpoOIeME  MOIEKYIAPHO-
IeHETHYECKOT0 CKPHHHMHIA TMAlUEHTOB ¢ CeMeHHBIMH ¢opMaMH  OIyXoJieH
runoduza. B aucceprauMM  OTCYTCTBYIOT  HEJOCTOBEPHBIE  CBEACHHS
00 onyOJMKOBaHHBIX COMCKaTeneMm Y4€HoH creneHu paborax. Couckarenaem
onyOJIMKOBAaHBl CTaThbH B JKypHalIaX, TE3UChl BCEPOCCHHMCKHMX KOHGpepeHUuH
M KOH(MepeHLMH ¢ MEXAYHApOJHBIM Y4YaCTHEM, aBTOPCKMH BKJIAJ B KOTOpBIE
cocrapiseT He MeHee 50%, aBTOPOM HEe TOJILKO MOArOTOBJIEH HAYYHBIH MaTepHall,
HO W mpoBeAeHa ero odpaborka. Hanucanue tekcra myOIMKalUil BBINOIHAIOCH
couckartesneM y4éHoH creneHd. OOmmi 00bEM HaydHBIX HU3J1aHHUN cocTaBiseT 1,5
TMeYaTHBIX JIMCTA, Haubosee 3HAYUMBIMH pabOTaMH SABIISAIOTCA:

1. Tapacora T.C., [Turaposa E.A., /I3epanosa JL.K., Tionenakos A.H., Jlenos
W.N. BrisBnenue MeTab0oIMUYECKHX U3MEHEHUH Y NMAUMEHTOB ¢ CEMEHHBIMU
aJiecHoMaMu runodusa, acCOUMMPOBAHHBIMU ¢ MyTauusMu B rene AIP //
Oxupenue u metabonusm. 2017. 14 (1). C. 48-51

2. Mensuuuenko I'.A., JI3epanoBa JL.K., [Turaposa E.A., Boporauxosa C.1O.,
Tapacosa T.C. HauroHanbHBIH ONpPOC 110 JIEYEHHIO THIIEPIIPOJIAKTHHEMHH B
YCJIOBHUSIX pealbHOM KIMHHUYECKON NpakTUkH // OKMpeHHe U MeTabosH3M.
2016. 13(2). C. 14-18

3. TapacoBa T.C., Mamenosa E.O., Iluraposa E.A., Traenakos A.H.,
JIzepanoBa JI.K. MonekynsspHO-reHeTU4eCKME OCHOBBI CEMEHMHBIX aJeHOM
runodusa. / VI Beepoccuiickuilt KOHrpece 3HI0KPHHOJIOTOB. JloCTHXKEHMS



NepPCOHATM3UPOBAHHON MEIMIMHBI CErOJIHA — PEe3yIbTaThl MPAKTHYECKOTO
3apaBooxpanenus 3apTpa. 2016. C.68

. Tapacosa T.C., ITuraposa E.A., [I3epanora JLK., Tionenakos A.H., [lenos

.M. MonekyasapHO-TeHETHYECKHE OCHOBBI CeMEHHBIX aZieHOM runodusa. //
III BcepoccHHCKHI 9HTOKPUHOIOTHYECKHH KOHIPECC € MEXKIYHApPOIHBIM
y4acTHeM «IHHOBallMOHHBIC TEXHOJIOTUH B SHAOKpHHOI0rHH». 2017
Mensunuenko I .A., Poxunckas JI.S., /[3epanoBa JIL.K., ITuraposa E.A.,
TapacoBa (bopoauu) T.C. HamuonaneHbelii onpoc. Bo3aMoxHOCTH
JIMAaTHOCTUKM M JIEUEHHsS aKpOMETaIHK B Pa3IMYHbIX pernoHax Poccuiickon
®epepaunn. 2017

Tapacosa T.C., Iuraposa E.A., [I3epanosa JL.K., Tronenakos A.H., /lenos
N.W. MonexkyIspHO-TeHeTHYeCKHEe OCHOBBI CEMEHHBIX ajleHoM runodusa //
«NGS B MenuuuHcko# reeruxe 2017». 2017

Ha aBTopedepar AuccepTaliu NOCTYNH/IH OT3bIBbI:

. bapasimoBoit TatesiHbl IIpoKONBEBHBI, [JOKTOpa MEIMIIMHCKMX Hayk,

npodeccopa W 3aBexyrouiel kadeapoit sHAOKpHHONOTHM HpKyTckon
roCcyapCTBEHHOH MEIUIIMHCKON aKaJeMHHU IOCIEIUITIOMHOI0 00pa3oBaHus
— ¢umman QeaepasbHOro rocyJapCTBEHHOIO OKOUKETHOTO YUYpEkAECHHS
JOTIOIHUTENBHOTO  npodeccuoHanbHOro  obpaszoBanus  «Poccuiickoit
MEIHLHHCKON aKaJaeMHH HENPEPHIBHOTO npoecCHOHATBHOTO
oOpazoBaHusi» MuHuCTEpCTBa 3/7paBooxpaHeHus Poccuiickoit @enepanuu
(®I'bOY AIIO PMAHIIO Munsapasa Poccun);

CymnoroBoil JlroaMunsl AnekcaHApOBHBI, JOKTOpa MEIHLMHCKHX Hayk,
npodeccopa U 3aBeayHOIIEH KypcOM JHIOKPHHOJIOTHM Kadeapbl Tepanuu
WucTuTyTa HenpepslBHOrO mnpodeccuoHanpHoro passutus denepanbHoro
roCyJapCcTBEHHOTO  OKJ/DKETHOrO  00pa3oBaTeNbHOTO  OHOKETHOTO
YyUPEKJACHHUsA BeICIEro o00Opa3oBaHus «TIOMEHCKMH TroOCyAapCTBEHHBIN
MEIUITUHCKH YHUBEPCUTET» Munucrepcrsa 3/lpaBOOXpaHEeHHS
Poccuiickoit ®enepaumu (PI'BOY BO Tiomenckuit 'MY Munsgpasa
Poccun);

Kucenépoit Tatesnbl [1eTpoBHBI, TOKTOpa MEAULMHCKUX HaykK, podeccopa
kadeapbl BHYTpeHHHMX Oone3Hedl u sHAOKpUHOIOrMH DenepalbHOrO
rocy1apCTBEHHOr0 OIOKETHOrO 00pa30BaTEIbHOIO YUPEKACHHUS BBICIIETO
o0pa3oBaHus «YPaJIbCKUN IOCYJapCTBEHHBIM MEIMLMHCKUN YHHBEPCHTETY
MunucrepcTBa 3apaBooxpaHeHus Poccuiickoit @enepauuun (PI'BOY BO
YI'MY Munzapasa Poccun)



OT3BIBBI TOJIOXKHUTENIBHBIC, PUHIMIHAIBHBIX 3aMEUaHUH HE COJEepiKarT,

NOAYEPKUBAIOT HAYYHYIO U NIPAKTUYECKYIO LIEHHOCTh PE3yJIbTAaTOB, MMOJIYy4YCHHBIX B
nauccepraunoHHoi pabore Tapacosoit Taresuel CepreeBHEI.

Be16op odunmanbHbeIX ONNOHEHTOB 000CHOBAH KOMITETEHTHOCTBIO JaHHBIX

CIIELMATUCTOB B 00JaCTH JIMArHOCTHKH M JIEYEHUS IAllMEHTOB C aJCHOMAaMH
runo¢usza. Beibop Beayuied opraHu3auuH OOyCIOBICH TEM, YTO OHAa IIHMPOKO
M3BECTHA CBOMMHM JIOCTHXKEHMSAMH B MEJIUIIMHCKOM Hayke M MMEeT BCe

BO3MOXHOCTH OIPEACIIUTh HAYYHYIO H NTPAKTHYCCKYIO IEHHOCThL AHCCEPTALHH.

OCHOBHBIMHU ITyOIMKALMAMU 110 TEME JMCCEPTALMU ONINOHEHTa AcTadbeBOH

JItoamusiel UITOpeBHEI SBIISIOTCS CIIEAYIOLIHE:

15

Acradresa JI.U., Yepnos U.B., Uexonun U.B., Wynsu E.NU., IIpouun U.H.,
Kamunun [1.JI. Angenomsl runodusa: COBpeMEHHbIE IPHHIHUIIBI IUATHOCTUKH
u tedenus // Hertpoxupyprus. 2020. T 22. Ne4. C. 94-111

ActadppeBa JI.U., Acante 3., HOparum Camex P.A., Abmamu A,
Manmxuesa M.H., llkapybo A.H., Kyrun M.A. BoJaHO-31€KTpOIHUTHBIE
HapyLIEHUS T0cie TpaHCC(HEeHOUAATBHOTO YAaJIeH!s OImyxoiei runodusa //
BecTHHK HEBPOJIOTHH, ICUXHATPHH U Helpoxupypruu. 2020. T 127. NeS. C.
17-24

Acrtadrena JI.U., umkuua JI.B., Kagames b.A., Kanunun I[1.J1., Cugnena
FO.T"., llapuno O.H., Menbunyenko I'.A. M3menenus Mopdosoruyeckon
CTPYKTYpPbI THTAaHTCKOM IIPOJIAKTHHOMBI Ha (pOHE JIeueHHs KabeproimHoMm //
[Ipobnemer DHpokpunonoruu, wusgarensctBo Meauna Cdepa (Mockaa).
2020. T 66. Ne3. C. 15-21

AcradseBa JI.H., Kagamwes B.A., Cuanesa HO.I'., Yepnos W.B., Kanunun
[1.JI. MukpoageHombl runodusa: COBPEMEHHOE COCTOSHHE METOOB
JMarHOCTHKHU U nedeHus // Bonpocsl Helpoxupypruu uM. H.H. Bypaenko,
u3natensctBo  OOmecTBo C  OrpaHMYEHHOM  OTBETCTBEHHOCTHIO
WznarensctBo Meauna Chepa (Mocksa). 2020. T 84. Ne2. C. 110-120

. Abnamu A., Acradresa JI.U., Kanunun ILJI., Tpynun HO0.10., Yepnos N.B.,

YUmytun E.I'., AGnamu b., I'yn Mapud ., Cumdpykse K. CoBpemeHHbIe
NPUHIUIIBI AUArHOCTUKH M KOHCEpBAaTHUBHOIrO JieueHHs Ooine3nn HuneHko-
Kyummnra / BecCTHHMK HEBpOJIOTHH, TICHXHATPUH M Heipoxupyprun. 2020.
Nel0. C. 67-79

ActadneBa JI.U., lllkapybo A.H., UOparum Camex P.A., Acanre 3., KyTtun
M.A., Umyrun E. Meroasl JeyeHus akpOMeralMHu (XHpPYpru4ecKui,
JTy4eBO#, MEIMKAMEHTO3HbI) // BeCcTHMK HEBpOJIOTHH, NCHUXHATPHUH H
Helpoxupypruu. 2019. Ne 7. C. 51-57



OCHOBHBIMH 11}’6IIPII(aIIPIHMPI 10 TeEME JUCCepTallii OIIIIOHEHTa BHpIOKOBOI\:I

Enensl BanepbeBHa ABJIAKOTCH CIICAYHOIIHE:

I

buprokoBa E.B., T'anmenkoBa E.C., JloBanoBa M.J[. XpoHuyeckas
HaJMI04YeYHUKOBasi HEJJOCTATOYHOCTh B NIPAaKTHKe KiIMHUIMcTa // KoHcumuym
MeaukyM. 2019. T 21. Ne4. C. 103-108

. buprokoBa E.B., Ilumkun M.B. lLlentpaneueiii HecaxapHblii auaGer:

ATHUOMATOreHe3, MOJAXO0Jbl K JMAarHOCTHKe M JiedyeHuto // DddexTuBHas
dapmakorepanus. 2021. T 17. Ne26. C. 38-48

. buprokosa E.B. MonekynspHO-reHeTU4eCKHeE, FOPMOHAJILHO-

MeTaboauyeckue U KIMHHYECKHe acneKThl MeTaboJiMuecKoro cuHapoma //
Juccepranuonnas pabota. 2009
Mansiruna (buprokosa) E.B., Cokonos E.M., Crapkosa H.T., 3aes A.Il,
3atynuHa M.B. BiusHue HHCY/IMHA Ha CEKPELMIO COMATOTPOITHOIO FOPMOHA
y OOJBHBIX C CHHAPOMOM IyOepTaTHO-IOHOIIECKOTO IUCIUTYHTapusma //
[lenuatpus. 1994. Ne3. C. 12-14

. buprokoBa E.B. Bribop mnpenaparoB pecMmompeccHMHa Ui JIeUEHHUs

LIeHTpallbHOro HecaxapHoro auabera // Oxupenue u MetabGonusMm. 2017,
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JluccepTaHOHHBIH COBET O0TMeYaeT, YTO Ha OCHOBAaHHUH HCCIIEIOBaHMH,

BBITIOJTHEHHBIX COHUCKATEJIEM!

H3Y4Y€Hbl KJIHHHYECKHE 0coOEHHOCTH Haclie[ICTBEHHBIX aJleHOM FHHO(i)HBa



(CEKpEeTOPHBIH THII OIYyXOJH, NMPOSBICHUS arpeCCHBHOTO TEYEHHs, B TOM YHCIIC
PE3UCTEHTHOCTD K Pa3IMYHBIM METO/aM JIEYEHHS),

NpoBeJIEHO CpaBHeHHe (EHOTHIIMYECKMX XapaKTEPHCTUK Yy IAlMEHTOB
c omyxomsmu runodusza B pamMKax CceMeHHbIX (OpPM C TaKOBBIMH IIpH
CIIOpaIMYECKUX CIyvasx,

oneHena uyacrora myrauuid B reHax MENI, CDKNIB, PRKARIA, GNAS,
AIP, SDHA, SDHB, SDHC, SDHD, PRKCA, CDKN2C, CDKN24, POUIFI,
PTTG2, DICERI cpenu MalMeHTOB ¢ CeMEHHBIMU a/IeHOMaMH runodusa,

NPOAHAIM3HPOBAHA TIEHETPAHTHOCThL 3ab0JIeBaHUA Yy TIPE/ICTABHTENEH
ceMel M MX OJIMKAMIIUX POACTBEHHUKOB C OIYXOJISIMU rUnoQu3a IpHu BbISABICHUH
y npofanaa MyTalui B U3y4aeMbIX T'eHax,

onpe/esieHbl U3MEHEHHs HYKICOTHIHOW IMOCIEI0BaTEILHOCTH B reHe AP,
a Ttaioke BrepBeie B reHax DICERI, SDHA n GNAS npu eIuHOBPEMEHHOM
MCCIEI0BAHUHA 15 TEHOB-KaHAMJATOB B BHIOOpPKE MMALMEHTOB € CEMEHHBIMH
dopmamu azeHoM rumodusza ¢ NMPUMEHEHHEM COBPEMEHHBIX TeXHoIorui Next
generation sequencing (NGS) Ha BCepOCCHMHCKOH MNOMYISALMH, YTO IMO3BOJIMIIO
MOJYYHTh HOBBIE TMPEJICTABICHHS O COBPEMEHHOM COCTOSHHUHM IpOOJIEMBI
B Poccuiickoit ®enepauu.

pa3paboTaH anropuTM I0 MOJEKYISPHO-TEHETHYECKOMY O00CIe0BaHUIO
OONIBHBIX C HACJIEJCTBEHHBIMH OMYXOJSIMH THNO(U3a, YTO MO3BOJIMIIO YIYUIIHTh
Ka4eCTBO YKU3HH MAILMEHTOB C U3y4aeMOH MaToJOruell U CHU3UTh 3KOHOMHUYECKHE
3aTpaThl B KIMHHUYECKOW TpPAaKTUKE CIELMAJIUCTOB B CBA3M C paHHEH
JUArHOCTHUKOM.
B CBS3H C BBIIICH3I0KEHHBIM ofocHOBaHa TeopeTH4ecKas
H NMpaKTHYeCKasi 3HAYUMOCTDb MCCIIeI0BAHHUA.

Juccepraunonnas pabora Tapacosoit T.C. 3HauuTeNBHO pacmupser
MpeACTaBICHUA O JaHHOW NATOJOIMH C TO3MIMH MOJIEKYJISPHO-TEHETHYECKUX
0c0OEHHOCTEH, OMBITa MPUMEHEHHS COBPEMEHHBIX METOJIOB CEKBEHUPOBAHUS, YTO
MOXET TO3MIMOHUPOBATECS B KAueCTBE HAyYHO-NPAKTHYECKOH OCHOBBI [If
COBEpIICHCTBOBAHMUS  QJITOPUTMOB  paHHEH  JHAarHOCTHKH, IMPOQUIAKTUKH
M TePCOHATU3MPOBAHHOTO MOHUTOPHHIA Y MAIlMEHTOB C CEMEHHBIMH a/IeHOMaMH
runodusa, KOHCYJIbTHPOBAHHUA HX OMMKaHIIMX POACTBEHHHKOB M JaJbHEHIIHUX
Hay4YHBIX UCCIIEOBAHUH B 9TOM 00/1acTH.

3HavyeHHe MOJYYEeHHBIX COMCKATe/IeM pe3y/IbTAaTOB HCC/IeJ0BAHUA /I
NPAKTUKH MOATBEPHKIAETCS T€M, YTO Ha OCHOBAHUHU MOJI0XKEHHH, 000CHOBAHHBIX
MPUMEHHTENIBHO K MpobieMaTHKe AUCCEPTALIMH:

co31aHAa M BHeApeHa B palboTy KIMHHYECKMX OTICICHUH CcHUCTeMa
MPaKTHYECKUX PEKOMEHIALUI TPOTHO3UPOBAHHS, PAHHETO BEHIABIEHHS IMAllMEHTOB



C CEMEMHBIMH ONYXOJSMH THUno¢u3a, HANpaBICHHBIX Ha CHHXKXEHHE DHCKOB,
aCCOILMMPOBAHHBIX C JaHHOH MATOJIOTHEH,

YCTAHOBJIEHBI Haunboiee 3HAYHMBIE IIPEIUKTOPDI pa3BUTHA
HACJEACTBEHHBIX aJIeHOM Turnogusa u pa3padorad aaroputMm s MOJIEKYSAJIPHO-
FEHETHYECKOTO HMCCIEAOBAHHA M KOHCY/JIbTHPOBAHHUS JAHHBIX IAllUEHTOB M HX
OJIMKAMIINX POJCTBEHHHUKOB,

NpeI0/KeH KPUTEPHH Ul BBIICJIEHHs TPYNIl BBICOKOTO PHUCKA Pa3BHUTHA

M3y4aeMOM MaTOJOIMH, YTO MO3BOJSET MEPCOHU(UUMPOBATH AITOPHUTM OIEHKH
MPOrHo3a pa3BUTHS M paHHEH AMAarHOCTUKHM MATOJOIMH, a TaKXkKe JalbHEHIIEro
MOHMTOPHHIA 9THX MALMEHTOB C Y4ETOM HHAMBH/YaJIbHBIX PHCKOB.
Ha ocHoBaHMH pe3ynbTaToB paboThl pa3padoTaHbl U BHeAPEHbI NPAKTHYECKHE
PEeKOMEH/IAallMH, HAlpaBlICHHbIE HA COBEPIICHCTBOBAHHE JHArHOCTHYECKHX U
TeparneBTHYECKUX CTPATErHH y MAlMEHTOB ¢ CEMEHHBIMH aJlecHOMaMH T'MIIo(H3a u
npeIokKeHbl HanOoJIee Ba)KHBIC HAIPABICHHUS Pa3BUTHs CIIELUAIM3HPOBAHHOM
MOMOIIA B 3TOM 067acTH, 4TO O0OYCIOBIMBAET IPAKTUYECKYH) 3HAYUMOCTh
JIUCCEPTALMOHHOTO UCCIIEIOBAHUSI.

OueHkKa J0CTOBEPHOCTH Pe3y/bTAaTOB HMCC/JIeI0BAHMUSA BBLISBHIIA, UYTO
000CHOBaHHOCTh TOJIY4EHHBIX BBIBOJOB M IPAKTHYECKUX PEKOMEHIALMH
MOATBEPHKAAETCS METOAOJIOTHYECKH IIPAaBUIBHO CIUIAHUPOBAHHBIM  JIH3aHHOM
MCCIIeIOBAHUSA, JIOCTATOYHBIM YHUCIOM HAOMIONEHWH W KIMHUYECKUX TpPYyI,
BKJIIOYEHHBIX B paboTy, IMpPUMEHEHHEM COBPEMEHHBbIX  J1abOopaTOpPHBIX
M MHCTPYMEHTAJIBHBIX HCCIEJAOBAHMM, a TaKK€ HCIIOJIL30BAHMEM COBPEMEHHBIX
METO/I0B CTaTHCTHYECKOH 00pabOoTKH MEIMIIMHCKUX 1aHHBIX.

JIMYHBIA BKJIAJ COMCKATEIS COCTOUT B €r0 HEIOCPEJICTBEHHOM y4acTHH
KaKk B IUTAHHPOBAaHWH, TaK M B BBINOJIHEHHWHM HCCIEJOBAaHHsS Ha BCEX JTamax,
BKJIIOYAs: AaHAJU3 JIUTEpaTypbl [0 TEMe [UCCepTaluM; pa3paboTKy au3aiiHa
MccleoBaHus; (HOpMUPOBaHHE BBHIOOPKH IMALIMEHTOB IS Ka)XAoro M3 OJIOKOB
MCClIeoBaHUsA, cOOp M OIEHKY KJIMHHYECKOTO MaTepHasia; BbINOJIHEHHE
AMATHOCTHYECKUX M  KIMHMYECKHUX IIpoueayp, o0OpadoTKy, aHamu3 ¥
HHTEPIIPETAIHIO JAHHBIX. Comuckarenem OCYILIECTBIISJIUCH aHaJIN3
AHTPOTIOMETPUYECKMX MW CEeMEHHBIX JaHHBIX (B TOM 4YMCIE aHaMHe3a H
doroapxuBa) Oonee 250 nauMEHTOB C CEMEHHBIMM aJ€HOMaMHU Trunodusa
pa3IMYHBIX BO3PACTHBIX TPYII W THIA TOPMOHAJIBHOH CEKpeluH, J1abopaTopHO-
HHCTpyMEHTalbHas oueHka 70 I[auMeHTOB OCHOBHOM M TIpyIIlbl CpPaBHEHHS;
cratucTuyeckas oOpaboTka; cHCTeMaTH3alus, AaHajiu3 M  HHTepHpeTauus
pe3ylbTaTOB HCCIIEIOBAHUS; H3JI0KEHHE pe3ylbTaTOB B BHAE MNyOIHKaLMH,
HAy4YHBIX JOKJIQJIOB, TEKCTa JUCCEPTAllMM, BLIBOJOB M  IPAKTHYECKHX
PEKOMEHIALIM. ComuckareneM BBITIOJTHEHBI anpobamus  pe3ysIbTaToB
UCClIe/IOBaHUsA, IMOATOTOBKAa W MpPE3eHTalus JOKIaZo0B [0 pe3yjbTaTram



MCCle/I0BaHUS Ha HaydHbIX KOH(pepeHuusx. IloaroroBka oCHOBHBIX MyOIHKaIHid
M0 MPOBEAEHHOMY IHUCCEPTALIMOHHOMY HCCIIEJOBAHHIO IMPEACTABISET pEe3yNbTaT
IPEUMYIIECTBEHHO JIMYHOTO BKJIa/1a JUCCEPTAHTA.

B aucceprauun TapacoBoit Tatesaner CepreeBHbl Ha TeMy: «MonekynspHo-
reHEeTHYEeCKHEe OCHOBBI CEMEHHBIX aJeHoM runodusa» coOiIoeHbl KPHUTEPHH,
yCTaHOBJIEHHBIE ITYHKTOM 9 «IlonoxeHus o mnopsiake NpUCYKIACHHSA Y4YEHBIX
CTEIEHEeN», YTBEPKAEHHOIO mnocrtaHoBieHueM IlpaBurenscTtBa Poccuiickoi
®enepauun ot 24 centsadpsa 2013 r. Ne 842 «O mopsake NpUCYk IEHHS yUEHBIX
CTENEHEN» C M3MEHEHHUAMH, YTBEpXAEHHBIMU MocTaHoBieHueM [IpaBurenncTBa
Poccuiickoit ®enepaunu ot 21 anpens 2016 r. Ne 335 «O BHeceHHHM M3MEHEHHUM
B [lonoxeHun O NpUCYKACHUM Y4YEHBIX CTENeHeH». Jluccepraumsa sBIAETCA
3aKOHYEHHOH Hay4YyHO-KBATH(PHUKALMOHHON paboTOH, MOCBAIIEHHONH pelIeHHIO
aKTyalbHOW HAy4yHOM mpoOJeMbl — pacHIMPEeHUI0 3HAHUH O MOJEKYISPHO-
IFCeHETHYECKMX OCHOBaX CEeMEHHBIX ajaeHoMm runodusza. B aguccepraiuu
OTCYTCTBYIOT HEJOCTOBEpHBIE CBeJEHHs 00 OmyOJIMKOBaHHBIX COMCKATElIeM
yu€HOU cTerneHHn paboTax, B KOTOPHIX HU3JI0KEHBl OCHOBHBIE HAYYHBIE PE3YJIbTATHI
JUCCEPTALIMH.

Ha 3acepanun 03 mapra 2022 roga auccepTalMOHHBIA COBET IMPHHSI
pemenue npucyauTh TapacoBoil TatesiHe CepreeBHe y4€HYIO CTeNeHb KaHIHIATa
ME/IMIMHCKHX HayK.

ITpn mpoBeeHMH TaHHOTO T'OJIOCOBAHHUA AUCCEPTALMOHHOTO COBETA B
KoJMYyecTBe 25 YeloBeK, M3 HHUX 25 [OKTOpa HayK I10 CIELHAIbHOCTH
paccMaTpUBaeMON JHUCCEPTALIMM, YYAaCTBYIOUIMX B 3acelaHHUH, U3 32 UeNOBeK,
BXOAAIIMX B COCTaB COBETAa, MpOrOJ0COBaIu: 3a — 25, NPOTUB — HET,
HeJIeHCTBUTENIbHBIX OI0JUIETEHEH — HeT.

3aM. npezaceaarens
JMCCEPTALIHOHHOTO COBETA,
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