3AKJIFOYEHUE JIMCCEPTALIMOHHOI'O COBETA
21.1.026.01, CO3JTAHHOI'O HA BA3E ®EJIEPAJILHOI'O
I'OCYJTAPCTBEHHOI'O ABTOHOMHOI'O YYPEX/IEHUS
«HAITMOHAJIbHBIM MEJIALIMHCKUI UCCJIEJIOBATEJIbCKUIA
LIEHTP 3JI0POBbSI JIETEM»
MUHHCTEPCTBA 3JPABOOXPAHEHU S POCCUMCKOMN ®EIEPALIAA

10 JIMCCEPTALIUA
HA COUCKAHUE VUEHOI CTEIEHU KAHAUIATA HAVK

aTTeCTallMOHHOE JIesI0 No

peleHHe nuccepraluoHHoro coseta ot 06.10.2026 r Ne 17

O npucyxnenun Kasepunoit Banentune [eHHanbeBHe, TIpaKIaHHHY
Poccuiickoit @enepaiuu, y4eHo cTeneHn KaHIMAATa MeTHIAHCKHIX HayK.

HAuccepranust «KivHuYeckas M MOJNEKYIAPHO-TEHETHYECKas XapaKTePHCTHKA
KapAUOMHOIIATHH B CcTpykType RAS-martuii y mereii» mo cneumansuocTsM 3.1.21.
Ilenuatpus (MeguumHckue Hayku), 1.5.7. ['eHeTuka (MeaMIMHCKHE HAYKH) IIPUHATA K
3ammTe 14 mrons 2026 r., nporokon Ne 15 muccepraunonssiM cosetom 21.1.026.01,
CO3JIaHHBIM Ha 0ase (enepanbHOro rocyapcTBEHHOTO aBTOHOMHOTO YUpEKICHHS
«HaunoHanpHbIA MEIUMIMHCKMIM HCCIEAOBATENBCKUM LEHTP 370pOBBS  HeTeil»
MunucrepctBa 3mpaBooxpanenus Poccuiickoit Qenepaunu (119991, r. Mocksa,
JloMoHOCOBCKMH TmpocmekT, 2, crp.l, co3MaH B COOTBETCTBHH C [IPUKa30OM
MunucrepcTa Hayku U BhICIIero oGpasosanus Poccuiickoit ®enepaumn No 1695/Hk

or 07.12.2022, vacTMYHOE H3MEHEHHE COCTaBA B COOTBETCTBMH C IIPHKA30M

MunucrepcTBa Hayku | BhicuIero o6pasoBanusi Poccuiickoit ®eneparmu Ne 412/HKk
ot 29.05.2026).

Couckarens Kapepuna Banentnna [ennambeBna, 10 okTsa6ps 1993 roza
poxaenus, B 2017 r okonunna ®I'bOY BO «HauuoHanmsHEBIH HcCienoBaTelbCKuil
Mopnosckuii rocynapcrsensblit yHusepcuter uM. H.IT. OrapeBay 1o crnenuansHoCTH
«llemmatpusi». PaGotaeT MIaaMM HaydHBIM COTPYIHHUKOM J1abopaTOpuy paspaboTKu
HOBBIX TEXHOJIOTMH NHMarHOCTHKM M JedeHus Ooyie3Heil [JeTckoro BospacTa, IO
COBMECTHTEIIBCTBY BPauOM-IIeIUaTPOM, BPayoOM-JIETCKHM KapIHuO0JIOrOM

KapaIHOJIOTHYECKOIr0 OTIOEIIeHHA Cbeﬂepa.TIBHOFO rocyaapCTBEHHOro aBTOHOMHOI'O



yupexzaenus «HaiuvoHaIbHBIA MEeIMIUHCKHI HCCIeN0BaTebCKHIl LIEHTP 310POBbS
Aetei» MunucrepcTsa 3apaBooxpanenus Poccuiickoit ®enepanum.
JMccepTanys BBINONHEHA B KapAMOJIOTHYECKOM OTHENIEHMH M JiabopaTopuu

MEJMLUMHCKOH  TeHOMHMKM  MeIMKO-TeHeTHYeCKOro  IeHTpa  (elepaJbHoro

rOCyIapCTBEHHOI0 aBTOHOMHOIO YyupexneHus «HamuoHaneHell MenumHCKMMA
MCCIIENIOBATENIbCKUAM LEHTP 3J0pOBbS JAeTei» MHUHHCTEpCTBA 31paBOOXPAHCHUS
Poccuiickoii ®eneparuu.

Hayu4Hble pykoBopuTens — NOKTOp MeIMUMHCKHX Hayk, mpodeccop Bacapruna
Enena HukonaesHa, ¢enepanbHoe TrocyapcTBEHHOE aBTOHOMHOE YUPEXKIEHHE
«HanuoHanbHBI METULMHCKUI  HCCIIef0BaTebCKHUIA LEHTP 3I0pOBbs JETEH»
MunncrepcTsa 3npaBooxpanenus Poccuiickoii ®enepauuu, maGoparopus pa3paboTku
HOBBIX TEXHOJIOIMH JIMAarHOCTUKH M JIe4eHHs OoJie3Hel JeTCKOro BO3pacTa, TIaBHBIN
HayYHBIH COTPYIHHK;

JOKTOp GHoNOrMueckux Hayk, noueHtT CaBocThaHOB Kupumn BuxToposwuy,
denepanbHOE  rocymapcTBEHHOE  aBTOHOMHOE yupexaenue «HanuoHanesHBIH
MEIHMIMHCKUM  HMCCIIEI0OBATENIECKUIA  LIEHTP 310poBeA  AeTel» MuHHCcTEpCTBa
3apaBooxpaHeHusA  Poccuiickoit  ®epepaiun, Menuko-reHeTHYeCKHi LEHTD,
11abopaToOpHs MeIUIMHCKOM Fe HOMHKH, HA9aTbHHUK, 3aBeIYIOLIHiA.

OduumanbHele ONIOHEHTHI:

1. CanbixoBa Jlunapa VmkrusapoBHa — JOKTOp METHITHHCKHX HAyK, npocdeccop,
benepanpHOE rocyIapCTBeHHOe OrO/DKETHOE 00pa3oBaTelbHOe —ydpexkaeHUe
BbICIIEro o6pasoBaHus «Ka3aHCKui TOCyNapCTBEHHBI MEAULUHCKUI YHUBEPCHTET)
MunucrepcTBa 3apaBooxpanenns Poccuiickoil ®enepammu, Kabeapa rocnuTambHOI
TeIHaTPHH, 3aBEIYIOIIHIA.

2. MewkoB Anekceit HukonaeBuy — JOKTOp MeIHIIMHCKHX HayK, ¢exepaibHoe
rocyJapcTBeHHOe  Oro[KeTHoe  yupexaeHue «HalMOHaNBHBIA — MeIUIUHCKUIA
MCCIEIOBAaTeIbCKUI  LIEHTp  Tepamud W  NPOoQHIAKTHYECKOH  MeIMIMHBI»
MunnucrepctBa  3mpaBooxpaHeHHs — Poccuiickoii Denepanumy, HHCcTUTYT
NIEPCOHATTM3UPOBAHHOM Tepanuu U NPOPUIAKTHKH, PyKOBOIHTEE,

A1 TIOJNIOXKMTENbHBIE OT3bIBEI Ha auccepranmio. Or3eis Cappikosoit JIU.

COAECP>XHUT BOIIPOCHI.



Benymas oprammsamus - QenepansHOe TOCYNApCTBEHHOE — OIOIKETHOE
yupexaenue «HanuoHanpHbIM MeIUITMHCKUM UCCIIeJOBAaTENbCKUI LIEHTP uMeHH B.A.
AnmazoBa» MuHnucreperBa 3apaBooxpaHenus Poccuiickoin @enepanmu, r. CaHKT-
[lerepbypr, B CBOEM IOJOXHTEIBHOM 3aKIIOYEHHWH, MOANUCAHHOM I[lepByHUHOI
TarpsHoit MuXaiIOBHOM, HOKTOPOM MEIUIMHCKHX HAayK, XOLEHTOM, 3aBeXyleH
Kagenpoil TMepUHATONOTUM M NeAHaTpud VIHCTHTYTa MEJHUIMHCKOro 00pa3oBaHus,
AUPEKTOPOM HHCTHUTYTa I[I€PUHATOJIOTHM M mnenuatpun W KocrapeBoit AHHOM
AJIEKCaHIPOBHOM, JOKTOPOM MEIMIMHCKUX HayK, IEKAaHOM OHOMEIHUIIMHCKOTO
akynbTeTa, AUPEeKTOpOM MHCTHTYTa MOJIEKYIAPHOM GHONOTHH U FEHETHKH, yKa3aa,
9TO  JHCCEpTalUs Kapepunoit B.I. sBnsleTcs  3aKOHYEHHOW  HAYYHO-
KBaTH()UKALUKOHHOW paboTOif, B KOTOPOHl aBTOPOM MPETONKEHO pelIeHHUe
aKTyaJbHOW Hay4YHOM 3aJa4u: Ha pernpe3eHTaTHMBHOW BhIGOpKE U3 98 poccuilcKHx
JeTed C HCMONBb30BAHUEM COBPEMEHHBIX METOAOB BBICOKONPOHU3BOAUTEIEHOIO
CEKBEHMPOBAaHMS YCTaHOBJIEHbl KIWHHYECKHE, FeMOJANHAMUYECKHE U MOJIEKY/ISPHO-
reHeTH4YeCKHe OCOOEHHOCTH KapJHOMHONATHH y POCCHHUCKHMX IeTel ¢ CHHIPOMAaMH
RAS-matuii ¥ Ha OCHOBE BBHIABIEHHBIX T'€HOTHI-()EHOTUNMYECKMX KOpPPESLHiA
ONTHMHU3UPOBAHEI JHAarHOCTHYECKHe Moaxoxbl. OT3pIB 3aMe4aHHWil HE CONEPIKHUT,
COZIEPIKHUT BOIIPOCHI.

Couckarens umeer 17 omyONHKOBaHHBIX pabOT, B TOM WYHCIE [0 TEMe
JMCCEPTANHU OIMyOnMKoBaHO 11 paboT, U3 HUX B pelieH3UPyEMBIX HAYYHBIX U3TAHHAX

OmyONMKOBaHO 4 paboThl M TOJNYYEHO CBHIETENBCTBO O TOCYNAPCTBEHHOMN

peructpauuu basel nanHeix RU 2023624593 ot 13.12.2023 r. «DNeKTPOHHEIN pecypc.
[Mononnsemas 6a3za MaHHBIX IS HM3y4YeHHS KapauomMuonatui y neredr ¢ RAS-
naTuemny.

B nucceprauuu OTCYTCTBYIOT HEOCTOBEPHBIE CBEIEHHS 00 OIMYGIHKOBAHHBIX
paboTax.

B cratee «umeprpoduueckas KapAHOMHONATHS B CTPYKType RAS-marmii y
netei» (I'annaesa JIL.A., Kasepuna B.I'., Bacapruna E.H., u np. [etckue 6omnesuu
cepaua u cocynos. 2022;19(4): 297-303) oxapakTepH30BaH reHETHIECKHIH CIEKTp TIPH

THIIEPTPOYHIECKOM THUIIE PEMOJIENMPOBAHHUS Y MALMEHTOB ¢ RAS-naTusivy,



OTPaXXC€Hbl KIMHUYECKHE XAPAKTCPUCTHKH MU YCTAHOBJIEHBI B3aHMOCBS3H MEXIY
KOHKPETHBIMH T'C€HETHYECKHMH BapWaHTaMH W TSDKECThIO (GeHOTHIa. ABTOPCKUIA
BKJa] — 85%.

B nyGnukanuu «MonekynsipHO-reHeTHUeCKie W KIMHUYECKUE XapaKTePUCTUKH
IAaTOJIOTUH  CEepAeYHO-COCYIUCTOM cucTeMbl npud RAS-matmsax, o0ycioBieHHBIX
FeHeTHYeCKUMH BapuaHTamu B rene PTPNI] y 27 poccuiickux nerei» (Kasepuna
B.I', I'annaesa JLA., Bacapruna E.H., u ap. Ilenuatpus um. I.H. Cnepanckoro.
2025; 104 (4):33-48) npencraBieHsI pe3y/ibTaThl KOMILIEKCHOTO M3YYEHMS TPYIIIHI
poccuiickux nereit ¢ RAS-natusmu, o6ycnoBieHHEIME MyTalusiMU B rene PTPNI1, ¢
AKLUEHTOM Ha IOPaXCHHUE CEPAEUYHO-COCYJUCTOM CUCTEMBI. ABTOPCKHIA BKIIaa — 85%.

Crates «KnuHMYeCKass M MOIEKy/ISPHO-TEHETHYECKas XapaKTepUCTHKa 19
POCCHICKUX MalMeHToB ¢ cuHApoMoM HyHaH, 0GyciiOBIEHHBIM BapHaHTaMHU B TeHe
RAFI» (KaBepuna B.I'., I'annaesa JLA., Bacapruna E.H., u np. HeBponorudeckuii
kypHan um. J.O. banansana. 2025;6(2):85-97) npeacrapieHsl JaHHbIE KIMHHYECKOTO
U reHeTudeckoro criekrpa RAF1-acconuuposanHoro cuaapoMa HyHan B poccuiickoit
TIOIYJIALIMH. ABTOPCKUH BKiag — 90%.

Ha nuccepranuro u aBTopedepar NOCTYIIHIH OT3BIBEI OT:

A.M.H., Tpodeccopa, mpodeccopa kadenpsl nerckux 6omesneit ®IAOY BO
Ilepeeit MI'MVY  um. WM. CeuenoBa Munsapapa Poccun (CeueHoBCKHiA
Yuusepcurer) JKono6osoit Enens: CrnapTakoBHBI, K.M.H., II€PBOTO 3aMeCTHTEJIs
AUPEKTOpa IO Pa3sBUTHUIO O0pa3oBaTENbHON NEATENFHOCTH M KaJpOBOH IMOJIMTHKE,
AoLeHTa Kadeapbl neauaTpuid MeIuIUHCKOro HHCTHTYTa PIAQY BO «Poccuiickuii
YHUBEpCUTET ApY}Obl Hapogos um. Ilarpuca Jlymym6ei» Kantemuposoit MapuHe
I'pHropeeBHbl; 1.M.H., JONEHTa, I[IEPBOTO 3aMECTHTENs IHPEKTOpa, 3aBeAYIOIEeH
Kaenpoi MOJIEKYIIPHOH I'EHETHKH M GHOMH(OPMATHKH HHCTUTYTa BBICIIETO H
JIOTIONHUTENIBHOTO  NpodeccuoHansHoro  obpasoBanus OIBHY  «Menuko-
F€HETHYECKUI Hay4HBIM LIeHTp MMeHH akagemuka H.IT. Boukosa» Illarunoit Onmeru
AHatonbeBHbl. OT3bIBEI MOJOXKUTENbHBIE, 3aMe4aHUH He COAepKHT. OT3BIB 1.M.H.,
nouenTa Illarunoii O.A. cogepxxur 2 Bompoca.

Br160p oQuIHaIbHEIX ONMOHEHTOB 060CHOBEIBAETCS MX HAayYHBIMH HHTEPECAMH

B 00JacTu IeAHaTpuH H JETCKOM KapaAHOJIOTHH, T'€HETHKH. OnmnoHeHTEl UMEOT



aBTOPUTET B NPO(GECCHOHANBHBIX Kpyrax H IyONMKALMH 110 TEME JMCCEPTAllHH.
BriGop Bemymieii opraHu3anin 0G0CHOBEIBAETCS HATHYHEM Kadeapsl MepHHATONOTHH
¥ TeNHaTpPUM M HMHCTUTYTA MOJIEKYISPHOH OUONIOTMM M Te€HETHKH, NPOQUILHBIX
CIIeNUaIMCTOB MIEAHATPOB, OJETCKHX KapaIHOJIOTOB H I'CHCTHKOB, BE€AYIIHX aKTHBHYIO
HCCIICIOBATEIBCKYHD NEATEIbHOCTh U MMEHIIUX HyﬁJIHKaHKI/I 10 TEME OHUCCEePTalUH,
B T.4. TIOCBSICHHbIE KapAHOMHONATHAM Yy gnereil. CBemeHHA 00 oQHUHATBHBIX

OMITOHEHTaX W BeAyIlleld OpraHu3aliy pasMelleHbl Ha caiite: http:/ www.nczd.ru.

JUCCepTAMOHHBI COBET OTMEYaeT, YTO Ha OCHOBAHHM BBINOJHEHHBIX
COMCKaTeJIEM MCCJIeIOBaHMIA:

pa3paboTaH  auropuT™M  KIMHMYECKOH M  MOJIEKYJIAPHO-T€HETHIECKO
JAMArHOCTHKM y N€TeH ¢ TUIEPTPOPUYECKUM THIIOM PEMOJEIHPOBAHNS MHOKAP/IA [IPH
ogo3peHud Ha RAS-naTuio;

NpEeIOMkKeH TEePCOHATM3UPOBAHHBIN  AITOPUTM  MYIbTHIUCHUILTHHAPHOTO
MOHUTOPHHIa NAlIUEHTOB ¢ RAS-aTHsMH, yYUTHIBAIONIMI [€HOTUII-CIIEHDHYECKHE
PHUCKH co CTOPOHBI  CEPAECYHO-COCYAMCTOMH, HEPBHOH, SHIOKPUHHOM,
réMaToJIOrHYECKOM CUCTEM U OPraHOB YYBCTB;

AOKa3aHa BBICOKAs KIMHUKO-IIPOTHOCTHYECKAsT 3HAYUMOCTh TI'€HETHYECKOMH
BepH(UKaLMK AMarHo3a: TSKeCTh IMOPAKEHHS MHOKApAa M JONTOCPOYHBIA IIPOrHO3
OpH KapAHOMHONATHUAX B CTPYKType RAS-matwmit o0ycioBieHBl reHeTHuYecKoi
IIPHYHHON;

BBEJE€HbI B KIMHUYECKYIO IIPAKTHKY TOAXOAbl K BEAEHHIO JeTell cC
KapAMOMHONIATUAMHU B CTPYKType RAS-natuii, BKIIOYarOUHEe KPUTEPHH TOI03PEHUS
Ha RAS-matuio npu runeprpodum Muokappa, stamHocts JIHK-amarHocTHkw,
CeMEHHBIA CKPUHHMHT ¥ TeHOTHII-OPHEHTHPOBAHHBIN MOHUTOPHHT TIallHEHTOB.

Teopefnqecxaﬂ 3HAYHMOCTh HCC/IeI0BaHHA 000CHOBAHA TEM, YTO:

AOKAa3aHA 3aBUCHUMOCTh THUIA PEMOJEIHPOBAHMS MHOKApAa OT [EeHETHYECKOM
NPUYHHBI, YTO pacIlMpseT W JOMOJHAET 3HAaHHWS O BapUaHTax TeYeHHUA
CHHIPOMAJIBHBIX KapIHOMHOIIATUH I€TCKOr0 BO3PACTa;

NPHMEHHTEJIBHO K  NpobjieMaTHKe  QHCCEPTALMH  Pe3ybTATHBHO
(3¢ ¢deKTHBHO, TO €cTh ¢ MOJy4eHHeM 0G/IAAIOMIMX HOBH3HOH pe3y/bTATOR)

HCNOJIb30BAH  KOMIUIEKC OHOIMOrpaduueckux, KIHHHYECKUX, J1abOpaTOpHBIX,



MOJICKYISPHO-T€HETHYECKUX, HHCTPYMEHTATBHBIX M MATeMAaTHKO-CTATHCTHUECKHX
METOIOB;

H3JI07KEHBI 10Ka3aTeNBCTBA HENOCTATOYHOM MH()OPMATHBHOCTH TPagMLHOHHOMN
KIHHUKO-(QEHOTUIIHYECKOH  NMarHOCTHKH  RAS-matéii  6e3 MOJIEKY TSI PHO-
FCHETUYECKOH BepHOHUKALMH, 4YTO O0OOCHOBBIBAET HEOOXOUMOCTh IIPUMEHEHHS
TEXHOJIOTHI BBICOKOIIPOU3BOJUTEILHOTO CCKBEHHPOBAHMS KaK 00s3aTensHOro 3Tama
obcrenoBanus;

PACKPBITBI  KINHUKO-aHAMHECTHYECKHE OCOGEHHOCTH KapIMOMHOMATHH B
CTpykType RAS-maruit B BHIe BbICOKO#H 4acTOTHI BHYTPHYTPOOHOH MaHH(ecTanuw,
HacToro Co4YeTaHWs C BPOXKIAEHHBIMH IIOPOKAaMH Cepala u 9KCTpaKapAUaILHON
T1aTOJIOrHH, a TaKKe BBICOKOH IOTPEOHOCTH B KapAHOXUPYPTHYECKOM JICUEHUH;

H3y4YeHbl [aHHBIE 00 OTHOCHMTENLHBIX YacTOTaxX M CIIEKTPE TE€HEeTHYECKUX
BAPUAHTOB, NPHBOJAIIHX K PasBUTHIO KapAMOMHONATHI, B CTPYKType CHHAPOMOB
RAS-natuii y nereit, nposxusaronux na TeppuTopuu Poccuiickoii ®enepanuy;

TPOBE/ICHA MOJAEPHH3AUMS JHArHOCTHYECKOr0 MpOLiecca MyTeM BKITIOUCHFS
MOJICKYIAPHO-TeHETUMECKOTO ~ HCCIIEIOBAHUSL B alrOPUTM  OGCIENOBAHHUS |
NIOCIIEIYIOIEro BLIOOpa HWHAMBHAYATbHOM TaKTUKH HaOMIOJIeHUsI, HCXONA W3
BBIABJICHHBIX 3aBUCUMOCTEH MeX[y TIeHETHYECKAM BapHAaHTOM M KIMHHYECKOR
KapTHHOH.

3HaueHHe MNOyYeHHBIX CcOMCKATeeM Pe3yJIbTATOB HCC/AEA0OBAHHSA IS
NPaKTHKH NOATBEPKRIAAETCA TEM, YTO:

paspaboransbi H BHEPEeHbI B IIPaKTHYCCKYIO ACATCIIBHOCTD
KapM0JIOrMeCKOro OTAE/CHHUS, 1ab0paTOPHH MEAMLUHCKON TeHOMUKH M 0TI/ ICHUS
MEIUUMHCKON I'€HEeTHKH MeIuKo-reHeTHYecKoro neHrpa ®I'AY «HMUIL] 3x0poBbs
netei» Munsnpasa Poccun, a taxke Kapaunosiorudeckoro oraeneHus I'BY3 «JII'’Kb
uM. 3.A. BamnseBoii» AITOPUTMBI  KIIMHUKO-TEHETHYECKOM JHArHOCTHKM IIpH
THIIEPTPODUIECKOM THIIE PEMOMETHPOBAHHS MHOKapaia ¥ MyJbTHAUCLUMUILTHHAPHOTO
MOHHMTOPHHIA MIALIHCHTOB C YCTAHOBICHHBIM F€HOTHIIOM;

ONMPEEJCHbl TCHETHYECKHE TIPYIIEl BEICOKOTO PUCKA TSOKEJIOrO TEYEHHS
KapAMOMUONATHH: BapuHaHTel reHoB LZTRI, PTPN]] (cunmpom Hynan ¢

MHOXECTBCHHBIMH JIEHTUIO) U RAF] accouMUpOBaHEbI ¢ 00CTPYKTHBHBIMH (JOpMaMH H



HauOONbIIEH MOTPEOHOCTEI0 B CENTANBHOM MHOPKTOMHMH, YTO TO3BOJSET
CBOEBPEMEHHO HAlpaBJIATh [ALMEHTOB HAa KapAUOXUPYPrHYECKOE JIECUEHHE;

CO3AaHA  DJICKTPOHHAs  IOMONHsAeMas 0a3a JaHHBIX I8 M3yYeHHs
KapauoMuomnatuii y nereit ¢ RAS-natusmu, sBistroiasics MHCTPYMEHTOM HaKOILIEHHUSI
M aHamM3a MHQOPMAUMM O TeHOTHI-(DEHOTHIIHYECKHX XapaKTEPUCTHKAX W
MPOTOTHUIIOM HAI[HOHAJIBHOIO PETHCTPa,;

npeacTaB/IeHbI IIPaKTUYECKHE pEKOMEHIaun o JanbHEeRIeMy
COBEPILICHCTBOBAHUIO MEIUIIMHCKON NOMOILIY AeTssM ¢ RAS-nmatusaMu, BKiIrOYaroniie
o0crie/joBaHKe POJCTBEHHHKOB NEPBOM JIMHMM pojcTBa mpobanna ¢ RAS-marueit: B
Ka4eCTBE MEPBOro 3Tala CEMEWHOr0 CKPMHMHIa PeKOMEHJO0BAaHO TPAHCTOPaKaIbHOE
3XOKapuorpahuYecKoe HCCIENOBAHUE, NPH BBIBIEHHH T€HETHYECKOro BapHaHTa,
oOHapyXeHHoro y npobaHna, - o0cief0BaHHe B MPOGUIBHOM LEHTPe H MELHKO-
I€HETHYECKOe KOHCYNbTHPOBAHHE CEMbH; IPH IUIAHHPOBAaHHWH OEPEMEHHOCTH B
OTATOIICHHBIX CEMBAX PEKOMEH/IOBaHa IIpeHaTalbHas M IPEeUMILIAHTALMOHHAS
TreHeTHYecKas JUarHOCTHKA.

Ouenka 10CTOBEPHOCTH Pe3yJIbTATOB HCC/IE0BAHMS BhLISIBH/IA:

HCCII€/IOBAaHHE BBINOJHEHO B JH3aliHE OJHOLICHTPOBOIO pPETPOCHEKTHBHO-
NPOCNICKTHBHOTO ~ KOTOPTHOrO  aHajlW3a,  IOJHOCTBIO  COOTBETCTBYIOLIETO
TNOCTAaBICHHBIM  3aa4aM; 00BeM BLIOOPKH (98 maUeHTOB ¢  MoJeKyJIspHO-
FeHeTHYECKH BEPHUQHIMPOBAHHBIM JHAarHO30M) OOECleYMBAaeT JOCTATOYHBIH 00BEM
Ha0O/IeHUt M CONMOCTAaBHMO C KPYMHEHIIUMH 3apyGexKHBIMH KOTOpTaMH, HTO
oGecrie4rBaeT CTATHCTHYECKYHO MOIIIHOCTE BEIBOJIOB;

TEOpHsi TMPOBEJEHHOIO HCCIIE0OBAHUA ONHUpaeTcs Ha (yHIaMEHTAIbHBIE
MIOJIOXKCHUA O  MONICKYJIAPHBIX MEXaHW3MaX HapyIIeHHHl CUTHAJIBHOrO MyTH
RAS/MAPK ¥  narodusuonorud  KapAHOMHONATHH  JETCKOTO BO3pacrTa,
COracyromuecs ¢ TaHHBIMM COBPEMEHHON OTEYECTBEHHONW M 3apyOexHOM Hay4qHOI
JUTEpaTyphl;

HAesl HEOOXOOMMOCTH KOMILUIEKCHOTO KIMHHMKO-TEHETHYECKOTO TMOAX0Aa K
AVAarHOCTUKE M BENEHHUIO AETeH ¢ KapAUOMHONATUSMH B CTpyKType RAS-nartuii

Oa3mpyercs Ha aHATM3€ MUPOBOTO OIIBITA, OTCYTCTBHY CHCTEMATH3HPOBAHHEIX



POCCHACKMX JIaHHBIX M IIaTOTEHETHUECKOH LENeCO0OPasHOCTH yueTa TeHOTHI-
(EHOTHITHYECKUX B3aUMOCBSA3EH;

HCIO0JIb30BAHbI paHee OIMyOIHKOBaHHBIE Pe3YNETATHl 3apyOeKHBIX aBTOPOB IO
CICKTPY M 4acTOTaM BapHaHTOB reHoB IyTd RAS/MAPK, uTo mo3Bonusio mposectu
COTIOCTaBUTENILHBIN aHAIIU3 U BBIIBUTH OCOOGHHOCTH POCCHHCKOM KOTOPTHI;

YCTaHOBJ/ICHO COOTBETCTBME TNOMYYCHHBIX NAHHBIX O CIIEKTPE MYyTalMi, MX
JIOKaTH3alMi  MPEUMYIIECTBEHHO B «rOPSAYMX TOYKAaX» TIeHOB, O MpeobiafaHuu
MHCCEHC-BADHAHTOB M MPOTHOCTUYECKHX  (aKTopax ¢  HE3aBHCHMBIMHU
MEXAYHAapOAHBIMA HCTOYHHKAMH, IPH 3TOM HICHTUQHUUPOBaHBl 18 HOBBIX
TCHETHIECKIX BapHAHTOB, YTO PAacIIMpPSET MUPOBBIE KaTalOTH IIPUYUHHBIX MY TALIHIL;

HCII0/Ib30BAHBI COBDEMEHHbIE METOAMKH cOopa M 00paboTku mH(OpMammu c
NPUMCHEHHEM MporpamMmHoro obecneuenuss StatTech v. 4.12.1. CraTHcTHYecKHi
aHaJIi3 BBIMMOJIHEH C TIPUMEHEHHWEM METOJOB HENapaMeTPUUYEeCKOdl CTATHCTHKH
(xputepun  Illanupo-Yunka, Konmoroposa-CmuproBa, Kpackena-Yomiuca ¢
aloCTepHOPHBIM KpuTepHeM [lanHa, Xu-kBajpaT IIupcoHa, KpuTepuit YHIKOKCOHA
JUISl CBSI3aHHBIX BBIOOPOK), MOCTPOEHMS KPUBBIX BBEDKHBAEMOCTH Kannana-Metiepa u
perpeccuu Kokca, uro oGecreunBaet 060CHOBAHHOCTB CTATHCTHYECKHX BEIBOJIOB.

JIMYHBIA BKJIAJA COMCKATeNsl 3aKIIOYaeTCs B HENOCPENCTBEHHOM YyYacTHH Ha
BCEX dTanax BBINOJHEHHs PaOOTHI: ONpeeleHHH LIl | 3a]a4, pa3paboTke Au3aitHa,
CHCTEMAaTH4eCKOM 0030pe JHTepaTyphl, (HOPMHUPOBAHHH KOTOPTHl Ial[HEHTOB,
BelleHUM 0a3bl [aHHBIX, y4acTHM B IPOBEIEHHH MOJIEKYISIPHO-T€HETHYECKUX
MCC/ICNOBaHNMH, BBINOJHEHHH CTATHCTHYECKOTO aHANW3a, HAMWCAHMH HAay9HBIX
nyOiuKanuii ¥ HpeCTaBlIeHHH MaTepHaloB Ha BCEPOCCHICKHX M MEXIYHapPOIHBIX
KOH(epeHLHsIX.

B xozme 3amutsl auccepraimuu He GBUIO BBEICKA3aHO KPHTHYECKUX 3aMedaHHii.
Cownckarens Kasepuna Banentuna [eHHampeBHa apryMeHTHPOBaHHO OTBETHJIA Ha
3a/laBacMBbI€ B XOJI€ 3aceaHus BOIIPOCHI.

Ha 3acenanmu 06.10.2026 roma aucceprauvoHHBIH cOBET MIPUHSAJ pelLIeHHe, 3a
HOBOC pElICHHE AaKTyalbHOH Hay4yHOW 3ajauu II0 pa3paboTKe aIrOPHTMOB
AUArHOCTMKH M MOHHTOPHMHIA NAlMEHTOB C KapJUOMHONATHAMH B paMKax RAS-

IIaTUA HAa OCHOBE BBIABJICHHBIX KIHHHUYECKHX H MOJIEKYIIAPHO-TEHETHYECKUX



XapaKTEPHCTHK, YTO BHOCUT BECOMBIH BKJIaJ B Pa3BUTUE OTEYECTBEHHOIM NeIUaTpuu,
JETCKOH KapIHOJIOTMH M IeHETHKH, IPHCYIUTh Kasepunoii Banentune I'eHHabeBHe
YYEHYIO CTEIeHb KaH11aTa MeULMHCKHUX HaYK.

[Ipu npoBeneHHy TaHHOTO rONOCOBAHMS ANCCEPTALMORHBIN COBET B KONHUECTRE
33 uenoBek, u3 Hux 15 mokTOpoR Hayk mo crmemmambHocTH 3.1.21. [Tenuarpus, 3
JIOKTOPOB Hayk Mo crienuanbHocTy 1.5.7. ['eHetnka, y4acTBOBaBIIMX B 3aceanum, u3
34 denoBeKk, BXONSIIMX B COCTAaB COBETa, AOMOJHUTENBHO BBEIAECHBI Ha DPA3OBYIO

3aIMTY 3 4YelloBeKa, MpPOrojiocoBalu: 3a 33, IIPOTUB HET, HENEeHCTBUTEIBbHBIX

OroJuteTeHeil Her.

Ilpencenarens

JAHUCCEPTAaLlMOHHOI'O COBETA ®ucenko Anzapeit [TetpoBuy
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