3AKJ/IFOUEHUE JUCCEPTALIMOHHOI'O COBETA
21.1.026.01, CO3JJAHHOI'O HA BA3E ®EJIEPAJILHOI'O
'OCYJIAPCTBEHHOI'O ABTOHOMHOI'O YYPEX/IEHWA
«HALIMOHAJILHBIA MEJIMLIMHCKU UCCJIEIOBATEJILCKHIA
LIEHTP 3/I0POBbSI JIETEM»

MUHWUCTEPCTBA 3JIPABOOXPAHEHUSI POCCUUCKOMW ®EJIEPALTU
[10 JIMCCEPTALA

HA COUCKAHME YYEHOM CTEIIEHU KAHJIMJIATA HAVK

arTecTallMOHHOE 1EJ10 No

pelueHHe AuccepTaluMoHHOro coera or 14.07.2026 r Ne 12

O npucyxaenun bypeikunoit FOmuu CepreeBHe, rpaxaaHuHy Poccuiickon
dengepaunu, yueHON CTENEHU KaHAUAATa MEIUMLUMHCKUX HayK.

Juccepraums «KiIHHHUKO-reHeTHuUecKass XapaKTepPUCTHKA KapJHOMMOMNATHH C
IUIATALMOHHBIM (DEHOTMIIOM Yy POCCHICKUX JeTeip 1o crneumanbHocTaM 3.1.21.
[Teauarpus (MeguuuHckue Hayku) U 1.5.7. ['eHeTnka (MeULIMHCKHE HAYKH) IPUHATA K
saure 12 mas 2026 roxpa, nporokon Ne 8 nuccepraumonusim cosetom 21.1.026.01,
co3JlaHHbIM Ha 0a3e denepanbHOr0 rOCYJapCTBEHHOIO ABTOHOMHOIO YUYpeXIEHHUs
«HamnoHanbHbIH ~ MEIMIIMHCKME  MCCIIEIOBATeIbCKUM  LIEHTP  340pOBbs  JETEH»
MunuctepcrBa 3apaBooxpaHeHus: Poccuiickoit ®@efepauuu (119991, r. Mockaa,
JloMoHOCOBCKMH mpocmnekt, 2, crp.l, co3naH COOTBETCTBMHM C NPUKA30M
MHuHHCTEpCTBA HAYKH M BbIcIero obpaszosanus Poccuiickoii Menepaunn Ne 1695/uK oT

07.12.2022, w4acTUYHOE W3MEHEHHE COCTaBa B | COOTBETCTBHH C IPHUKA30OM

MHUHHUCTEPCTBA HAYKH U Bbiciiero oopasoBaHus Poccuiickoit Menepauun Ne 412/Hk ot
29.05.2026).

Couckarens Bypoikuna FOmus CepreesHa, 19 urons 1997 roga poxnenus, B 2021
rony OkoHumna (eaepaibHOE  TrOCYJapCcTBeHHOe |OrokeTHoe — 00pa3oBaTelbHOE
yupesx/ieHne Bbicinero obOpasopaHus «Ps3aHCKMH rOCyIapCTBEHHBIH —MeIMLIHMHCKHH
yauBepcuteT umenn akanemuka V.I1. ITaBnoBa» Munsnpasa Poccuu no crenuanbHOCTH
«[leguarpusin. C 2023 roma mo HacTosllee BpeMs | O0y4yaeTcss B acnupaHType B
deneparbHOM  TOCYAapCTBEHHOM  aBTOHOMHOM ypexxneHnn  «HauuoHalbHBIA

MEQUIMHCKHI  HCCIeoBaTeNbCKHH  LEHTP  370poBbs  Jered»  MunuctepcTsa



3npaBooxpanenus Poccuiickoit ®enepaunu no cneuransioctn «lleauarpusy».

JluccepTalisl BBITIONHEHA B KAapIUOJOTMYeCKOM OTJeleHHH M j1abopaTtopuu
MeIMLIMHCKOMN F€HOMUKH Menuko-reHeTHIECcKOro LEeHTpa (benepanbHOro
rocyJIapcTBEHHOTO  ABTOHOMHOTO — yupexaeHus: «HanuoHanbHbli  MEIMLIMHCKUN
WCCIe0BaTeIbCKUM  LIEHTP 3/10poBbs  JeTei» MuHucrepeTBa  31paBOOXpaHCHHA
Poccuiickoit Penepalni.

HayuHble pykoBOAUTENH — JOKTOp MEIMIMHCKMX Hayk, npodeccop bacapruna
Enena HwukonaeBHa, ¢denepanpHoe TroCyJapCcTBEHHOE aABTOHOMHOE Y4YpeXACHHE
«HanuoHanbHbIii  MEIUIIMHCKWI  MCClieIOBaTelIbCKHA  LEHTP  3[10pOBbA  AETEH»
MuHucTepeTBa 3apaBooxpanenusi Poccuiickoit @enepaiuu, nadopatopus pazpaboTKu
HOBBIX TE€XHOJOTHI JMArHOCTHKH M JieueHHUs O0JIe3HEH eTCKOro Bo3pacTa, IIaBHBIN
Hay4HbIH COTPYAHHK.

Jloktop Ouonoruveckux Hayk, nomeHT CaBod¢tbaHoB Kupunn Bukroposwud,
dbenepaibHOe  roOCyJapCTBEHHOE  aBTOHOMHOE uypexaeHue  «HauuoHanbHBIN
MEIMLMHCKUA  MCCIEAOBATEIbCKMH  LEHTP  340p0BbA  AeTel»  MuHHCTEpCTBa
3npaBooxpaHeHust  Poccuiickoit ~ Deaepauum, e/IMKO-FeHEeTUYECKUI  LIEHTP,
nabopaTopusi MEAULIMHCKON F'€eHOMHKH, HaYaJIbHHK, 3aBEIYHOLIHH.

Od¢duumanbHble ONMMOHEHTSI:

1. banbikoBa Jlapuca AnekcaHApOBHa — MOKTOP MEIMLMHCKHMX Hayk, Ipodeccop,
4JIEH-KOPPECIIOHAEHT PAH, denepanbHoOe rocyapcTBEHHOE Oro1)KeTHOE
obpa3oBarensHOe y4pexKIaeHHe BBICLIETO Opa3oBaHus «MopnoBcKui
rocyaapCcTBEeHHBIN YHUBepcUTET UM. H.I1. Orapésa», u.o0. peKkropa;

2. MewmxkoB Anekcel HukomaeBu4 — JIOKTOp MEIMIIMHCKMX Hayk, (enepasbHOe
rocyjlapcTBeHHoe  OwokeTHoe  yupexaeHue  «HauvoHanbHbIM — MEIMLIMHCKHIMA
MICCIIeI0BATEIbCKUI LIEHTP Teparuy U Mpo(uIakTHIeCKOH MeMIMHBY MUHUCTepCTBa
3paBooxpanenus Poccuiickoit Penepaunu, MHCTUTYT mepcoOHANIN3MPOBAHHOM Tepanuu
U IpOo(UITaKTUKH, PYKOBOIUTENB;

Janu  TOJIOKUTEIbHBIE OT3bIBBI Ha auccepralidio. OT3bIBBI 3aMe4YaHUM He
conepxat, oT3bIB banbikosoil JI.A. conep>KUT BOMPOCHI,.

Benymas opraHusauus —  (efiepaibHOe  FOCYJapCTBEHHOe — OIOIKETHOe

yupexaenne «HauMoHANBHBIH MeJMLUMHCKUM HCCTe0BaTeNbCKHl LIeHTp uMenn B.A.



AnmMazoBay Munucrepersa 3apaBooxpanenus Poccuyiickoit ®enepauun, r. Cankr-
[TerepOypr, B CBOEM MOJIOKMTEILHOM 3aKIIOYCHHM, MOANMMCaHHOH IlepBYHHHON
TaTB}IHOi\:IV MuxXaiI0BHOMN, JOKTOPOM MEIULHMHCKHX |HAayK, JOLEHTOM, 3aBe/ylollei
kadenpoil mepuHATONOrMM W mNenMatpud MHCTUTYTa MEIMUHMHCKOro 00pa3soBaHHMA,

IUpeKTopoM MHCTHTyTa NMepHHATOJOTMH M IeJMaTpuM, a Takke KocTapeBod AHHOH

AJIEKCaHIPOBHOW, H.0. nekadHa OwuomeamuuHckoro daxynbrera HMuctuTyTa
MEIMIMHCKOrO 00pa30BaHMus, JHUPeKTopoM MHCTHTYTAa MOJEKYsSpHOW OHMOJIOTHH M
reHeTMKH, yKasana, 4To aucceprauus bypeikunol [Onuu  CepreeBHbl ABIAETCA
3aKOHYEHHOH Hay4YHO-KBalU(UKALMOHHON paboToi, B KOTOPOH COAEPKUTCSA peleHue
aKTyaJbHOI Hay4HOI 3a/1a4¥ M0 YCTAHOBICHHMIO KIMHHKO-T€HETHYECKUX KOPPEISILHA 1
ONTHMHU3ALMKA [MArHOCTHYECKUX CTpaTernid y POCCUHCKUX JeTel C AMIaTalMOHHOM
KapIMOMHOIATHEN, WMEIoNIell Ba)KHOE 3HAuYeHWe [UIsl pa3BHTHA OTEYECTBEHHOM
neauaTpHu U reHeTuku. OT3bIB 3aMe4YaHUil He COIePIKUT, COAEPIKUT BOIIPOCHI.

Couckarenp wumeer 15 omyOnukoBaHHBIX padoT, B TOM YHCIE IO TEME
avccepranuu onyonukoBaHo 10 pa®oT, U3 HUX B PELIEH3MPYEMBIX HAYYHBIX H3HaHHSAX
ony0JIMKOBaHO 3 pabOTHI.

B jaucceprauuu OTCYTCTBYKOT HEJOCTOBEpHBbIE CBeleHHs 00 OMyOIMKOBaHHBIX
paborax.

B craree «OnucaHue KapJMOMHUOIIATUU C | JWJIATALMOHHBIM dbeHoTUTIOM,
B reie MYH7, y BOCbMH
, Kaposa O.I1., CunpHoBa H.B.

U ap. Jletckue Done3HH cepiaua M cocynoB. 2025;22(3):159-170) oTpakeHO ONUcaHue

00YCIIOBIICHHOH TATOTeHHBIM BapuaHToM c.6027>

HepOJCTBEHHBIX poccuiickux neteit» (bypbikuna H0.C

(Genotuna 3abosieBaHUs — ONaronpusiTHoe TeYeHHWE KapJAMOMHMONATHU  TpU
ONpesieleHHOM HYKJIEOTHIHOM BapuaHTe. ABTOpckui Bknmaa — 85%. B craree
«OaHoLIeHTpOBOE uccienoBaiue KJIMHUKO-TeHEeTHYECKHX XapaKTepUCTHUK
IUJIATAMOHHOTO (DEHOTHIA KapAMOMHONATHH, OOYCIIOBICHHONH BapHaHTaMH B TIeHE
MYH?7, y 80 neponcrsennsix aereit» (bypsikuna FOLC., Capurosa H.A., bacapruna
E.H. u ap. Hesponoruueckuit xypuan umenu JI.O) banansua. 2025;6(4):195-208)
NMpeACTaBlIeHO KIMHUYECKOe TedyeHHe 3aboneBanHyst y mnauueHtoB ¢ MYH7-

06yCIIOBIIEHHONH — KapIMOMMOTATHEH, [03BOJIAOLIEe| ONpPeNeuTh OnaronpUATHLIN

POTHO3 MpPH JaHHBIX HYKJIEOTHIHBIX BapuaHTax. ABTopckuii Bknaa — 82%. B craTee




«KJIMHMKO-TeHeTHYeCKHE XApaKTEepPUCTUKM KapAWUONHONATHH ¢  JIHJIaTallMOHHBIM
(enotunom y 196 poccuiickux aereil. OpHoleHTpoBoe uccieloBanue» (BypbiknHa
I0.C., Xaposa O.I1., 'annaesa JI.A. u np. Mennunnckas renetuxa. 2025;24(12):16-27)
OTpa’keHbl pe3y/bTaThl CPaBHUTEILHOINO aHalu3a BCeX MALMEHTOB C JHMJIATallMOHHON
KapJIOMHUONATHEN, OMKMCAHO TedeHWe 3a00JieBaHWs B|3aBHCHMOCTH OT I'€HETHYECKOH
NepBONPUYUHBL. ABTOPCKUH BKIax — 87%.

Ha nucceprauuio u aBTopedepaT NOCTYNHIIN OT3bIBbI OT:

LM.H., [OLEHTa, 3aBeiyioulell Kaeapoil (akylbTeTcKoil M IOTMKIMHHYECKO#
neguatpurn @I'BOY BO PssI’'MVY Munsnpasa Poccun beneix H.A.; 1.M.H., qoleHTa,
M.0. TEPBOr0 3aMeCTHTEeNsl JAMpeKTopa, 3aBeaylolled Kadeapol MOJEKyISIpHOM
reHeTMKH M OMOMH(OPMATMKKA  MHCTHTYTa  BbICIIEr0O W JIOTIOJIHUTEJIBHOIO
npodeccuonanbHoro obpasosanuss PI'BHY «Meauko-reHeTUUECKU HAy4HbId LEHTP
HMEeHU axaJleMHuKa HH bouxkosa» Illarunoit OJ/A. OT3BIBbI TOJOKHUTEJIBHBIE,
3aMevaHuil He cofepKar.

Bri0op oduIManbHBIX ONMOHEHTOB 00OCHOBBLIBAETCA MX HAY4YHBIMH MHTEPECaMH,
BBICOKOM KOMIIETEHTHOCTBLIO M aBTOPUTETOM B OO0NacTH NeJHaTpuH, JIETCKOH
KApIMOJOrMA M TEHETHKH, a TakKe HalUYMeM 3HAYUMbIX NyOJMKaLMA 1O TeMe
auccepranud. Beibop Bemyieif opraHuzanuu oOyCIOBIEH HaIMYUEM KIMHUYECKUX H
HAy4HBIX [OApa3[eeHHi, KOTOpble 3aHMMAalOT Bedyllde MO3MLUHMH B MOJrOTOBKE
HayuYHO-Te/IarOTHYeCKUX KaapoB, cHOpMUPOBAHHOM

ay4yHoil wkonbl. [IpoduibHble

CIELMAIMCThl OPraHU3alii — MeJuaTpbl, AETCKHE KapAMOJOrH, MeHETHKH — BedyT
AKTUBHYIO MCCIIEOBATENIbCKYIO JESATEeIbHOCTh U UMEIOT MyOJMKAallMU, MOCBSAILIEHHBIE
Kapauomuonatusm y gereid. CeeseHus 00 oQHUIMATBHBIX ONNOHEHTaxX W BEAyIIEH

OpraHu3aL{K pa3sMelleHbl Ha caiire: http://www.nczd.ru.

JluccepTallMOHHBIA COBET OTMEYaeT, YTO Ha OCHOBAaHWH BBIMOJIHEHHBIX
COMCKaTeseM UCCIIeJOBaHUM:

paspaboTaH ¥ KJIMHHYECKH amnpoOMpOBaH |airOpUTM JIMATHOCTHKH MpH
nunatauMoHHoM (erHotune kKapauomuonartud (JAKMIT) y nerelt, Bxmrovarommii
KacKaJHbli ceMeHHBI CKPMHUHT, 00eCleYnBaroOUi MMOBbIIIEHHE YaCTOTLI BBISIBICHUS

remeruueckoil mpuumHbl  3abonesamusa g0 78% um  paHHee  oOHapyxkeHHUe



OECCHMIITOMHBIX HOCHTENEH MAaTOTeHHBIX M BEPOSTHQ MATOr€HHLIX BAPUAHTOB CpEH
POACTBCHHHUKOB;
npeAnokKeH IEPCOHATM3MPOBAHHBIA MOAXOA K AMHAMHUYECKOMY HaOIIOIEHHUIO
nauuentoB ¢ JAKMII, 6a3upyronuiics Ha reHoTUIIe U pa3paboTaHHON MHOrO(aKTOPHOH
IPOrHOCTUYECKOW MOJENIH, IO3BOJSAKOWENR CTpaTUPUIMPOBAThL PHUCK JIETAIBHOTO
HCX0/la HIH  HEOOXOOUMOCTH  TpaHCIUIAHTAUMH | cepAua  J1abopaTOpHbIM U
MHCTPYMEHTAJIbHBIM MPEIUKTOPaM;
JAOKA3aHA BBICOKAS KJIMHUKO-IPOrHOCTHYECKAS 3HAYUMOCTh TI'eHETHYeCKOH
BeprU(DUKALMKU JMAarHO3a: YCTAHOBJEH CIEKTP Kay3ajbHbIX T'€HOB, XapaKTepHBIN s
POCCHICKO  MeaUHaTpHYeCKOi  KOropTel, ¢  aGCOMIOTHBIM  JIOMUHHPOBAHHEM
capkoMepHbIX reHoB (72,9%), omnucaHbl HOBbIE BapHAHTHI M'€HOB, OTBETCTBEHHBIE 34
pasputne JJKMIT y nereit;
BBe/leHbl B KIMHHYECKYIO NMPAKTUKY AuddepeHIupoBaHHbIE MOIXO/BI BEASHUS
nperei ¢ JIKMII ¢ ygeTom reHotumna.

TEOPCTH‘ICCKaﬂ JHAYHUMOCTDb HCCJI€eJOBAHUA OQOCHOBaAHa TeM, 4YTO:

JI0OKA3aHA KOHLIEILMS BO3PACTHOM IeTepOreHHOCTH eHEeTHUYECKOH apXUTEeKTYpbI
JAKMII: B oTnuuue OT B3pOCHBIX, y A€TeH BEAYLIYIO [pOJIb UPalOT MYTAallMM B reHax
capKoMepa, a 4acToTa YyCeKarwlUX BapuaHToB 17N cyluecTBeHHO Huxke (6,9%), uTo
pacliMpseT COBPEMEHHbIe MpeACTaBlIeHUs O MaTorgHese 3adoljieBaHus W Tpedyer
OT/IEJILHOIO H3YYeHHMs NeUaTPUIECKUX KOTOPT;

NPHMEHHUTEJbHO K  mnpo0JjieMaTHKe  JHCCEPTAllHH  Pe3yJIbTATHBHO
(3¢ dexTHBHO, TO ecTh ¢ NoJydeHHeM 00/1aJaI0MHUX HOBH3HOIN pe3y/bLTATOB)
HCMOJNb30BAH  KOMIUIEKC  OuOnuorpaduyeckux, KIMHUYECKHX, J1a0OpaTOPHBIX,
MOJIEKYJISIPHO-TEHETUYECKHX, HWHCTPYMEHTAJbHbIX MaTeMaTUKO-CTATHCTHYECKHUX
METO/0B;

H3JI0KeHbI JI0Ka3aTe/IbCTBA HEeJI0CTaTOYHOM MH(POPMATUBHOCTH TPAAULUOHHOIO
KJIMHAYECKOro oOciieqoBaHusi 0e3 reHeTH4eCKOro TeCTUPOBaHHS, YTO OOOCHOBBIBAET
HEOOXOJMMOCTh PYTHHHOTO NIPUMEHEHHs TapreTHeIX naHeneit NGS B neamaTpuueckoi
IPaKTUKE KaK BaJKHOTO JUArHOCTHYECKOIO HHCTPYMEHTA,

packpeiTa 1npoOiema BapHadelbHOH  AIKCIIPECCHMBHOCTM M HEMOJHOM

IICHETPAHTHOCTH HACJIECICTBCHHBIX BAPHAHTOB, a TAK)KE€ HaJIUYHE€ OJIMIOTEHHBIX d)OpM 151



KOMOpGH,[[Hb]X COCTOHHHﬁ, NMOAYEPKHBAKOIIHUX Ba’KHOCThL paCcIIupEeHHOr'0

JIMarHOCTUYECKOrO MOMCKA MPU HETUMUYHBIX KIMHUYECKUX MTPOSBICHUAX;

H3Y4CHDbI OCOOEHHOCTH KJIHMHHMYECKOro Te4YeHUS MU MCXO0B IMpH pa3/IM4HbIX
FeHOTHIIAX: YCTAHOBJIEHO, YTO MyTALMU B FeHaX TOHKOIO (uIaMeHTa acCoLMUPOBAHBI C
Hanbosee paHHed MaHH(becTaluei, MaKCUMallbHOM AHIaTalUel JeBbIX KaMep, caMomn

HHU3KO# (ppakumei BpIOpoca U aecaTHIIETHEH BblkuBaeMocTbo 80%, Torna kaxk MYH7-
obycnosnenHas  JIKMII  nporekaer  OoJiee JaronpusiTHO  (JecATUIIeTHSAA
BBDKHBaeMoCcTh 97,6%) 1 4acTo coyeTaeTcsi C HEKOMITaKTHBIM MHUOKApPI0M;

npoBeJeHa MOJAEPHH3ALHUSA JIHATHOCTHUYECKOIO| alfOpUTMa IyTeM WHTErpalud
MOJIEKYJISIPHO-TeHETHYECKUX JaHHBIX B CHCTeMY CTpaTH(MKALMK PUCKA, YTO MO3BOJISET
NPOrHO3MPOBATH TeueHWe 3a0ojeBaHUs M ONTUMU3MPOBATL TAKTHKY BEJEHMA
nauueHToB ¢ JIKMII.

3HayeHHe NOJYYEHHBIX COHCKATEJNEM pe3yJbTATOB HCCAeI0BAHHUS s
NpPaKTHKH nouTBepMaeTca TeM, 4TO:

pa3paboTaHbl H BHeAPeHbl B [IPAKTUYECKYIO AEATEIbHOCTh KapAHOIOTHYECKOro
OTHEeHUS, JadopaTOpUM MEIMUMHCKOW TI€HOMHUKH M OTJEJNEHUs MEIULMHCKOH
reHeTiku Meauko-reHetudeckoro ueHrtpa ®I'AY «HMMUL] 3poposes  nperein»
MunszapaBa Poccun, a takxke xapauonorudeckoro otmenenus ['bY3 «AI'Kb um. 3.A.
BauuisieBoii» anropuTMbel MOA3TAHOM TeHETHYECKOH [JMAarHOCTUKUM M CEMEHHOro
CKPUHUWHTA, YYWTHIBAIOIIME BBISBACHHbIE TEHOTHUI-CeUM(DUUECKHEe MapKepbl H
BO3pACTHBIE OCOGEHHOCTH;

onpeaeeHbl KOHKPETHBIE MMOPOrOBbIE 3HAYEHUS MPOTHOCTHYECKUX (DAKTOPOB,
MO3BOJISIOIIME HA PAHHUX 3Tanax HUAeHTU(PUUHUPOBATH MALUEHTOB C BBICOKMM PUCKOM
HeONMaronpusiTHOro  McxoJa U CBOEBPEMEHHO anpaBlisiTh HMX B LEHTPBI
TPaHCIIAHTOJIOTUH;

CO3JaH alrOPUTM IMEPCOHUPHUIMPOBAHHOIO BBIOOpAa KpPaTHOCTH U 00beMa
MHCTPYMEHTAJIBHOTO KOHTPOJIS B 3aBUCHMOCTH OT F€HDOTHIIA, 4TO obecrneyrBaeT doee
palioHalbHOE MCII0JAb30BAaHHE PECYPCOB 3/PaBOOXPAHEHHUSl W yJyyllaeT Ka4yecTBO
HAOIONEeHHUS; '

npeacTaBjeHbl  PEKOMEHJAIMU MO0  JajbHEHIIeMY  COBEPIIEHCTBOBAHHUIO

MOMOIIY,  BKJIIOYas  co3jgaHde  QenepanbHOro | peruicTpa  HaclleJCTBEHHbIX



KapauMOMHONaTHii,  yriyOJeHHOe  H3yueHHe OJIEKYJISIPHBIX ~ MEXaHU3MOB,

OTBETCTBCHHBIX 3a Bapua6eanylo NEHCTPAHTHOCTD, pa3pa60'r1<y [IaTOreHETHYCCKH

OpPUEHTHUPOBAHHBIX METO0OB TepaIuu.
OueHka 10CTOBEPHOCTH Pe3yabTaTOB HCC/IE0BAHHSA BbIAIBHJIA:
UCCIeJOBaHWe BBIMOJHEHO B JM3ailHE OJIHOLEHTPOBOIO PETPOCIEKTUBHO-

MIPOCIEKTHBHOTO KOTOPTHOrO aHalli3a, [NOJIHOCThHO COOTBETCTBYIOUICIO MTOCTABICHHBIM

3a1a4aM; 00beM BbIOOpKH (196 mauueHToB) oOecneynBaeT CTaTUCTUYECKYHO MOIIHOCTh

BBIBOZIOB; TPYIIBl MAlMEHTOB COMOCTABMMBI IO OCHOBHBIM JeMOrpapHuecKuM M

KJIUHUYECKUM napaMei"paM;
Teopusi paboThl onupaeTcss Ha (QpyHIaMEHTAlIbHBIE MOJOKEHHA O FEHETHYECKOH

npupoge u mnarobusuonoruu JKMII, cornacyromuecss ¢ JaHHBIMH COBPEMEHHOM

OTEYECTBEHHOW M 3apyOeKHON Hay4HOH JIMTEepaTyphl;
uaess 0 HeoOXOJUMOCTH KOMIIJIEKCHOTO KIMHUKO-TEHETUYECKOro MOoAXo[a y

nereii ¢ JIKMII OGasupyercs Ha aHalM3e MMpPOBOTO OIBITA, OrPAHUYEHHOCTH

e MaTPHUECKUX JaHHBIX M MATOreHeTHUeCKOH Le¢cooOpa3HOCTH yueTa TeHOTHII-

(beHOTHIMHYEeCKUX B3aUMOCBsA3EH;
HCIOJIb30BaHbl paHee OINyOIMKOBaHHBIE PE3YJIbTATHl  OTEYECTBEHHBIX U

3apy0OesKHBIX aBTOPOB MO reHeTHdYeckoi cTpykType JAKMII y B3poCbIX, 4TO IT03BOIHIO

MIPOBECTH COTIOCTABUTENbHBIN aHAIN3 U BBISBUTH ClELIH(PUKY JAETCKOI KOrOpTHI;
YCTAHOBJIEHO COOTBETCTBHE IONYYEHHBIX HOaHHBIX O CIEKTpe MyTalHud M

MPOrHOCTHYECKHUX (haKTOpax ¢ He3aBUCHMBIMU MEXIYHAPOJHBIMU HUCTOYHHKAMH, IPH

3TOM HMACHTH(OHIMPOBAHO 3HAYMTE]bHOE 4YHMCIO HOBBIX TIE€HEeTHYECKHX BapHaHTOB

(6onee 40 B rene MYH7 w npyrux), 4To pacliUpsieT MUPOBbIE KaTajlOrd MPUYMHHBIX

MYyTallui;
MCIO0JIb30BAHbI COBPEMEHHbIE METOJIMKH cOopa W 00paborku HH(pOpMALHMU C

NpUMEHEHHEM IporpaMmHoro obecnedenust StatTech v. 4.12.1. Cratuctrudyeckui

aHaJ M3 BBIMOJHEH C TPUMEHEHHWEM METOJ0B HENapaMeTPUYECKOW CTAaTHCTHKH

(xputepun Illanupo-Yunka, Konmoroposa-Cmupnoba, Manna-Yurhuu, Kpackena-

Yonnuca, y? Ilupcona, Tounsiii kpurepuii @uiiepa), a raxxke ROC-ananusa, GunapHoi

JIOTHCTHYECKOH perpeccMu M MOCTpoeHHs KpuBbIX BbhknBaemoctu Karnana-Maiiepa,

yTo obecrneuynBaeT 0OOCHOBAHHOCTD CTATHCTHUYECKUX BbIBO/IOB.



JInuHbIH BKJAZ COMCKATeNd 3aKjIKyaercs B HEMOCpPeACTBEHHOM Y4acTHM Ha
BCEX JTarnax BBITOJIHEeHUs paldoThl: ONpe/e/ieHu e U 3a1ad, pa3paboTKe nu3anHa,
cucTeMaTU4ecKkoM 0030pe NMuTepaTypbl, POPMUPOBAHHH KOTOPThI NAUUEHTOB, BEIEHUH
6a3el JAHHBIX, YUIACTMH B MPOBEAEHMH MOJEKYISpPHO-TeHeTMUeCcKUX HCCiel0BaHUHA
(BKitouast paboTy ¢ OUOMATepHasoM MW HHTEPIPETALMIO pe3ylbTaToB), BbINOTHEHHHU
CTATHCTHUECKOTO aHAaJM3a, HAlHCAHUM HAY4HBIX MyOnIMKauuid W IpeJICTaBIeHUH
MaTepHalioB Ha BCEPOCCHICKUX H MEKIYHaPOIHBIX KOHDEPEHUHAX.

B xoje 3alMThl AMCCEpPTalLUM He ObIIO BBICKA3aHO KPUTUUECKUX 3aMeYaHMH.
Couckarenn bypeikuna HOnust CepreeBHa apryMeHTUPOBAHHO OTBETHIIA HA 3aJ1aBaeMble
B XO/Ie 3ace/laHusl BOIIPOCHI.

Ha 3acenanum 14.07.2026 roga auccepTallMOHHBIA COBET MPHHsII pellieHHe, 3a
HOBOE pelleHHe aKTyalbHOH Hay4dHOW 3aJayd - MOJEpPHH3alHI0 JIHArHOCTHYECKOIo
npoliecca IyTeM [PUMEHEHHUs  MOJIEKYISPHO-TEHETHYCCKOr0  TeCTHPOBAHUA U
HHAWBUYATU3UPOBAHHONW TaKTUKM BEACHHUS, OCHOBAHHOM HAa BBISBJICHHBIX CBS3SX
MEXy TE€HOTHIOM M (EHOTUIIOM, YTO HMEeT BakKHO€ 3HAaYeHHe Ui pPa3BUTHS
OTEUECTBEHHOMN MeMaTpUH, IETCKOM KapAHOIOrH ¥ TE¢HETHKH, IIPUCYAUTh by pbIKMHOM
FOnuu CepreeBHe yueHyIO CTeleHb KaHIH1aTa MEIUIIMHCKHUX HAYK.

[Tpyu npoBeaeHUH TaHHOTO r'OJOCOBAHMUA JHMCCEPTAHOHHBIH COBET B KOJIMYECTBRE
29 uesnoBex, U3 HUX 13 MOKTOpPOB Hayk no crneuuanbHoctu 3.1.21. Ilenuarpus, 3
JOKTOpPOB HaykK no cneuuansHocTH 1.5.7. ['eHeTHKa, y4acTBOBABIUMX B 3aCeNaHMH, U3
34 yenoBeK, BXOAAILIMX B COCTaB COBETA, JOMOJIHUTEILHO BBEAEHBI HA PA30BYIO 3aLHUTY

3 yenoBeka, MPOroJoCoBaIu: 3a 29, MPOTHUB HET, HEACHCTBUTE/IbHBIX OIOJIJIETEHEH HET.

[Ipencenarens

JIUCCEPTALlMOHHOTO COBETA ~ Mucenko Anaped [letposuu

YyeHsblll cexperapb
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