3AKJTIOUYEHUE JIMCCEPTAILTMOHHOI'O COBETA 24.1.215.03,

CO3JIAHHOT' O HA BA3E ®EJIEPAJILHOI'O T'OCY IAPCTBEHHOI' O
BIODKETHOI'O HAYUYHOI'O YUPEXEHUS « TOMCKHU
HALIMOHAJIbHBIM UCCJIEIOBATEJILCKWUM METULIMHCKHWIN LIEHTP

POCCHUMCKON AKAJIEMUU HAVK», MUHUCTEPCTBO HAYKU U

BBICIIIEI'O OBPA30BAHNS POCCUMCKON ®EJIEPAITAN, 1O

JIMCCEPTALIMA HA COMCKAHUE
VUEHOW CTEITEHU KAHIUJIATA HAVK
arrecTaloHHoe aeno Ne
pellleHye qUCCepTalnoHHOro copeta oT 31.05.2024 Ne 11

O nmpucyxnenun SkosneBodi Ajekcanape EpeMeeBHe, TI'paKIaHKe
Poccuiickoii ®eepanuy, y4eHOH CTENEHU KaHAUAAaTa OHOTOrMYECKUX HAYK.

Juccepramus  «MoNEKyIAPHO-TEHETHYECKHH — aHAMM3  MHOXXECTBEHHOU
HK30CTO3HOH XOHAPOAMCIUIA3uH B SIKyTHm» Io cnenmanpHocTH 1.5.7. I'eHeTHKa
(Guosoruueckue Hayku) TpuHATa K 3ammre 12 okrabps 2023 r. (mporokon
sacenaruss Ne 6) muccepranuoHHBIM coBeToM 24.1.215.03, cosmaHHbIM Ha 0ase
defepanbHOro  TOCyJapCTBEHHOrO  OOJDKETHOTO — HAy4HOTO  YUPEKICHHUS
«TOMCKHI HAIMOHANBHBIN HCCIeI0BATEILCKAH MEIUIMHCKUH HeHTp Poccuiickoi
aKkazmeMrd Hayk», MHUHHCTEpPCTBO HayKd M Bhicuiero obpasosanus Poccuiickoi
®enepanun; 634050, r. Tomck, yi. Habepexnas pexu Ywaiku, a. 10; TIpukas
MunoGpuayku Poccum ot 24.01.2017 Nel9/mk (¢ wm3menenwsmu Ilpukas
Muuo6prayku Poccun Ne 568/uk ot 07.06.2017 r.; Ilpukas MuHOGpHAyKH
Poccuu Ne 1203/uk ot 12.12.2019 r.; ITpukas Muxo6paayku Poccun Ne 561/uK ot
03.06.2021 r.; [Tpuka3 Muno6pHayku Poccru Ne 760/uk ot 11.04.2023 r.; ITpuka3s
Muno6prayku Poccum Nel492/mk ot 12.07.2023 r.; Ilpuxa3s MunoGpHayKu
Poccuu Nel1955/mx ot 12.10.2023; Ilpukas MunoGpuayks Poccun Ne 219/uk ot
12.03.2024 r.). JlesiTenbHOCTh JHccepTaljHOHHOTO cosera 24.1.215.03 Obuta
npuoctanosneHa (IIpukas Munobprayku Poccuu Ne1955/ux or 12.10.2023) B
mapte 2024 roja NeATENLHOCTh JUCCEPTALHOHHOTO COBETA 24,1.215.03 ©bu1a
Bo3o6HoBIeHa ([Tprkas Muno6prayku Poccuu Ne219/uk ot 12.03.2024).

Comckarens SlkosneBa Aiexcannpa Epemeesna, «20» ¢espans 1982 rona
poxzenus, B 2012 roxy oxonuuna DenepalbHOe roCyJapCTBEHHOS aBTOHOMHOE
06pa3oBaTeNbHOE YUPeXISHHE BhICIIEro 00pasoBaHHUs «CeBepo-BocTouHbIi
dbenepanbueii  yHueepcuter umend M.K. Ammocosa» 10 HalpaBJICHUIO
moaroroBku  «06.04.01 Buomorus». B 2019 romy couckarenb OKOHHUHIA
acrmpanTypy B DenepalbHOM roCynapCTBEHHOM aBTOHOMHOM 00pa3oBaTEILHOM
VUPEXKIEHAM BBICIIEro  00pa3oBaHMsA «CeBepo-Bocrounsli  (enepaibHbIi
yuusepcureT uMeHH MLK. AMMocoBa» 110 HANpaBlIeHHIO MOArOTOBKA 06.06.01



Buonormdeckue Haykw, crnemuansHocth «Mccnegosarens. IpemosaBarens-
uccinenosarens». C 2013 roma comckarenb paboTaeT HayYHBIM COTPYIHHMKOM B
Hay4HO-HCCIIeI0BaTeNbCKON nabopaTopun «MoekyisipHas MeMLIUHA U I€HETHKA
yemoBekay MeOMIMHCKOro HHCTUTYTa DelepalbHOro rocyIapCTBEHHOI'O
ABTOHOMHOTO 00pPa30BaTENBHOTO yUpeXIeHus BeiciIero obpasoBanus «Cesepo-
Bocrounslii penepansusli yausepcuter nmverrn M.K. Ammocosa», MuaHCTEPCTBO
HayKu U BeIciIero oopasoBanus Poccuiickoi ®eneparnum.

Jluccepranys BHINONHEHA Ha 6a3e HayIHO-MCCIE0BATENbCKOM naboparopun
«MornexynspHas MeIWIMHA W TeHeTHKa dYeloBeka» MeIUIHHCKOr0 HHCTUTYTA
®deepabHOrO TOCYIAPCTBEHHOIO aBTOHOMHOIO 00pa3oBaTeNbHOTO yUPEXKICHHS
BeIcIIero obpaszosaunusi «CeBepo-BocTouHbll (eepaibHblii YHHBEPCUTET HMCHH
M.K. AMMocoBay, MHUHHCTEpCTBO HayKd M BhICIIero odpasosaHus Poccuiickoii
®enepauy 1 Ha 6a3e I'0cy1apcTBEHHOrO aBTOHOMHOTO YupexaeHus Peciry6unku
Caxa (SIxyrus) «Pecrybnukanckas OonpHmma Nel— HanmoHanbHBIH NEHTP
Memuimabl  umenn M.E. HukomaeBa», MUHKMCTEPCTBO 3paBOOXPAHEHHS
Poccuiickoit enepanuu.

Hay4HBbIif pyKOBOIMTENE — JOKTOP MeIUIMHCKUX Hayk Makcumosa Hanesxna
PomanoBHa, ®eJepabHOe TOCYAApPCTBEHHOE aBTOHOMHOE 00pa3oBaTeNlbHOe
yupexneHue  Beicero obpasopanus  «CeBepo-BocTodHEIH (benepanbHbIM
yausepcuter umenn M.K. AMvocoBay, MeTMIMHCKAH HHCTUTYT, PyKOBOAUTENb —
[MaBHBI HAYYHBIH COTPYJHMK HAyYHO-MCCIENOBATENBCKOH  J1abopaTopHH
«MonekyyspHas MEeIUIAHA U T€HETHKA YeIIOBEKa».

OduipansHbe ONIIOHEHTHI:

[MTuemnna Codrs HuxonaesHa, TOKTOp OHONOrHYecKux Hayk, dezepanbHOe
roCy/lapCTBeHHOe  OropKeTHOe  00pa3oBaTeNbHOE — YHUPEKACHHE  BBICIICTO
o6paszosanust «Ileperrii CankT-IleTepGyprekuit roCyapCTBEHHBIH MeIMIMHCKAM
yauBepcuter umern akagemuka VLI [NaBnosa» MuHHCTEPCTBA 3PABOOXPaHCHUA
Poccuitckoit ®epepanuu, HaydHo-HCCIENOBATENBCKAN IIEHTP, PYKOBOIHTENIb
OTJIeNIa MOJIEKY/IPHO-TeHETHYECKUX W HAHOOHOMOTHIECKIX TEXHOIOTHil;

XycaunoBa Pura WropesHa, IOKTOp OMONOrMYecKUX HayK, [OILEHT,
I'ocymapcTBeHHBIM HaydHBIM IeHTp Poccuiickoi Depepanun  PeznepanbHOe
rocyJapcTBeHHOe OrojuketHoe  yupexnenue «HanuoHambHBIA MeALUHCKAR
HCCIIeOBATEbCKIN [IEHTP SHIOKPHHOIOTHM» MUHUCTEPCTBA 3APaBOOXPAHCHU
Poccuiickoii Deepaluu, IIaBHbIA Hay4HBIH COTPYIHUK J1ab0paTopHH TeHOMHOH’
MeTUIIAHEI

4| TIOJIOKUTENLHBIE OT3bIBBI HA JUCCEPTALMIO.

Benymas opranmsanus — @enepanbHOe TOCYAApCTBEHHOE 010 KETHOE
HAay4HOE yupexaenue «MenuKo-reHeTHIeCK i HayYHBIA IIeHTP HMEHH aKaJeMHiKa
H.IT. BoukoBa», MHHHCTEPCTBO HayKH W BbICIIEr0 06pa3oBanus POoCCHHACKOH



Denepaun, r. MockBa, B CBOEM IOJIOXKHTEIPHOM OT3bIBE, IIOANHCAHHOM
Mapkosoii  TaresHON BragumMupoBHOH, AOKTOPOM — MEIMIMHCKHX — HayK,
3aBe/lylollel  HAyYHO-KOHCYJIBTATHBHBIM  OTHENOM  MennKo-reHeTHIeCKOro
Hay4Horo IeHtpa uMenyu akagemuka H.IT. boykosa, ykasana, 9T0 TEOpPETHIECKAs
3HaYMMOCTb pE3YJIbTaTOB WCCIEJOBAaHMS 3aKIIOYAeTCs B IIOJYYEHHH HOBBIX
GyHIaMEHTANBHBIX ~ 3HAHMH O  MOJIEKY/SIPHO-TEHETHYECKMX — NPUYMHAX
MHOYKECTBEHHOH 3K30¢T03HOH xonapomuciuiazun (MOX]]), panee He ONMHCAHHBIX
MATOTeHHBIX BapuaHTax reHa EXT7/. Pesynbratel OaHHOTO HCCIIEIOBAHHA
ITO3BOJIAIOT PACIIMPUTH M3BECTHEIM [ATONOTHYECKHH CIEKTp MyTalWd B IeHax
EXT1 u EXT2, nonars stuosoruro 6onesan MOX]I, 4To B JaNbHEHIIEM MOXET
6BITH BKITIOYEHO B NPOrpaMMy paHHe! AMarHocTUKH 3aboseBanus. [Ipakrrdeckas
3HauMMOCTh paGoTHl CBsi3aHa C pa3pabOTKOM M BHEAPEHHEM 2 MEIMIIMHCKHX
TEXHOJNOTUH B  [JMArHOCTHYECKYH)  IIPAaKTHKy  MEIUKO-TeHEeTHIECKOTo
KOHCYJIGTHPOBAHUS PErMOHa, IPEJHa3HAYEeHHBIX UL AUArHOCTHKM JBYX 9acThbIX
[IATOTeHHBIX BapHaHTOB rena FEXT72, SBIAIOIAXCA MPUIHHOM 3a00JIeBaHHUA.
JluccepTanuoHHOe Hccienosanne SIkoBrneBoil Anexkcanapsl EpemMeeBHbI Ha TeMy
«MoneKyIsIpHO-TeHeTHIeCKHUH aHaAJIU3 MHO>KE€CTBEHHOM HK30CTO3HOM
XOHJIPO/UCIVIa3HH B SIKyTHN» ABISETCS 3aKOHYEHHOH, CAaMOCTOSTENIbHON Hay1HO-
KBauhUKAIHOHHOW paboToM, KoTOpas CONEPXKHT PEIICHUEe aKTyaJIbHOMI
npoGIeMBl TI0 H3YYEHHIO MOJIEKYJISIPHO-I€HETUYECKUX TPHIUH MHOKE€CTBEHHOM
3K30CTO3HOMN XOHPOMCILIa3HH. Pe3yabTaThl paboThl JOMOMHSIOT CYIIEeCTBYIOIINE
NpeACTABICHAS O MONEKYISAPHBIX IPHYMHAX PasBUTAA U ocoOeHHOCTeN
kuHuYeckoro Tedenus MDOXJI, a TakKe BBIBISIOT HOBBIE MATOJOTMYCCKHC
BapHaHTBl TeHOB. [lpeicTraBieHHas ECCEPTAMOHHASL paboTa TMOIHOCTEHEO
COOTBETCTBYET TPeOOBAaHHMSAM, MpPEIbABIAEMBIM K IMCCEPTAlMAM Ha COMCKAHHE
y4eHOM CTenmeHW KaHIMJaTa HaykK, a ee aBTOp JAOCTOMH IPUCYKACHHA y4eHOHN
CTEeNeHW KaHaumara OHMOJOIHYEeCKWX HAyK II0 CIEUHWaIbHOCTH 1.5.7. I'enetruka
(6uromnoruyeckue HayKH).

OT3BIB Ha [ACCEPTALMOHHYI0 paboTy SkoBIeBOH AJEKCAHIPhI EpemeeBHEI
Ha TeMy «MOJEKyISIpHO-TeHETHYECKUN aHaIu3 MHOKECTBEHHOM O9K30CTO3HOM
XOHIPOIUCIUIA3HH B SIKyTHH» OOCYNKICH H omo0OpeH Ha 3ace/laHiH Hay9IHO-
KOHCYIbTaTUBHOro otjena DejnepalbHOr0 TroCyIapCTBEHHOIO OIOKETHOTO
HaydHOro ydpexaeHns «MeauKo-reHeTHIeCKHH HAyYHBI IIEHTp HMEHH
akamemuka H.II. BoukoBa», MUHUCTEPCTBO HAyKH H BBICIIEIO oOpa3oBaHus
Poccuiickoi @enepaliun.

Conckarens umeer 20 omyOIMKOBaHHBIX paboT, B TOM YHCJIE IO TeMe
juccepTanuy omy6iukoBaHO 13 pabor, M3 HUX B PEECH3UPYCMBIX HAyHHBIX
u3naHusX omy6nukosano 5 pabor. PaboTsl, HamMCaHHBIE [IPH HEIIOCPEICTBEHHOM
JMYHOM YYacTHH COMCKATENsl, TOCBSIIEHBl KIMHUKO-3MHIEMHOIOTHICCKOMY H



MOJIEKY/IIPHO-TEHETHUIECKOMY ~ W3YYEHHI0  MHOXKECTBEHHOH  9K30CTO3HOH
XOHIPOAUCIUIA3UH B SIKyTHH.

B omy61MKoBaHHBIX paboTax coMcKaTelNs HajiexamuM o0pasoM OTpaxeHsl
BCE OCHOBHBIE HAy4YHBIE PE3yJIBTATHI JUCCEPTAIMK U MOJOXKSHNUs, BBIHOCUMBIE Ha
3ALLUTY.

CrpcOK OCHOBHBIX paboT:

1. SixoBaeBa A.E., MakcumoBa H.P. MoneKkylaspHO-reHeTUIECKHEe
MPUYMHEl MHOXKECTBEHHOM 9K30CTO3HOH XoHapoaucriasuu //  SIKyTckuid
MeauiuHCKHi xypHan 2018. Ne3. C. 94-98 (Web of Science)

2. SIkoBaeBa A.E., Ileryxosa /[.A., T'omukosa ILW., I'ypunosa E.E.,
Jarunosa A.JI., Cyxomscosa A.Jl., MakcumoBa H.P. Crmydaii MHOXeCTBEHHOMH
3K30CTO3HON XOHAPOAMCILIA3MM B SKYTCKOH CeMbe, OOYCIOBICHHOM penKoi
myranueii B rese EXT?2 // Memuuunckas reseruka. 2019. T. 18. Ne12 (209). C. 25—
33 (BAK)

3. SIkosaesa A.E., ITeryxosa JI.A., [lanmnosa A.JL, Cyxomsacosa A.JL,
MaxkcumoBa H.P. MoexyspHo-reHeTH4YecKril aHainnu3 B rene EXT2 — MpuYHHEI
MHOYKECTBEHHOM 5K30CTO3HOHM XOHIPOJHMCIUIA3HK y fAKyToB // MeaunuHcKas
rerermka. 2020. T. 19. Ne 8 (217). C. 59-60 (BAK)

4. SIxosnesa A.E., Ileryxosa /I.A., Jlanunosa A.JL, Cyxomscosa A.JL,
Maxkcumosa H.P. Tlomck myramuit B remax EXT/ m EXT2 y GONBHBIX C
MHOYKECTBEHHON SK30CTO3HOM XoHapoaucnasueit B PecyGmuke Caxa (Sxyrus) /
SIkyTcKuit MeauIEHCKHi xypHair. 2020. Ne4(72). C. 31-33 (Web of Science)

5. SIkosaesa A.E., [lanmmoBa A.Jl, ®emopoB A, Ileryxoma [L.A.,
HukonaeBa HM.A., CyxomscoBa A.Jl., Makcumosa H.P. I'eHO-(peHOTUNTHIECKUH
aHaaM3 y OONBHBIX C MHOXXECTBEHHOM 9K30CTO3HOM XOHIPOAUCIIIA3UEH B
AKyTCKo# momynsuuy // MenwuuuHckas reseruka. 2022. T. 21. NelO. C. 69-74
(BAK)

Ha nuccepranuro U aBropedepar MOCTYITUIN OT3bIBbIL:

1. 3amectrTens IMPEKTOpa MO HAYYHO-KIMHHYECKOH padote, 3aBelyroleH
naGopatopueil  TeHETHHECKOH  SIMIEMHOJIOTHH,  3aBeyIOIIeH Kageapoi
Opragusa@yé  3[paBOOXpaHeHHs, OOIIECTBEHHOro 310pOBbS M MEJHKO-
FeHeTHIECKOr0 MOHHTOpHMHTa ®eepaibHOro TOCY/apCTBEHHOIO OFOKETHOro
Hay4qHOro yupexaeHus «MeauKo-reHeTHIeCKUi HayqHbIH LHEHTP MM. aKajleMuKa
H.IT. BoukoBay, MUHHCTEpPCTBO HayKM W Bbicmiero obpasosanus Poccmickoi
denepanuy, wieHa-KoppecnoHaenTa PAH, 3aciyXeHHOro JeATeNd HayKu
Poccuiickoii deepaluy, I0OKTOpa MEIHIMHCKHX HayK, mpodeccopa. 3UHYEHKO
Pens! AGynbdazoBHsl (I. Mocksa).

OT3BIB NOJIOKUTETBHEIN, 3aMeYaHNul HeT.



2. W. o. mupextopa Mucrutyta OGmoxumuu ¥ TreHeTHKH DenepalbHOTO
FOCYZApPCTBEHHOTO  OIOKETHOrO  HAyYHOTo  yupexzeHws — «YQHMCKHMH
deepanbHbIA HCCIenoBaTeNbCKUi 1eHTp Poccuiickor aKaJeMuH HAykK», WiIeHa-
KoppecnoraerTa PAO, 3aciyxkeHHOro nesitens Hayku Poccuiickodt ®enepaiud,
[OKTOpa GHONOrMYecKux Hayk, npodeccopa XycHYTAUHOBOH ONb3bI KamuneBHBI
(r. Voa).

OT3BIB MOJOXKUTENBHBIN, 3aMEeUaHW HET.

3. Crapmrero HAy4HOTO COTPYIHHKA 71ab0OpaTopuu IOMYJSALMOHHOM
reHeTHkH HaydHO-HMCCIIeIOBATENBCKOrO HHCTHTYTAa MEJULUHCKOH TeHETHKH
®de/lepabHOr0  rOCYJapCTBEHHOTO  OMO/DKETHOrO  HAYYHOTO  YYPEKACHUA
«TOMCKH HAITMOHAIBHBIN MCCIIEI0BATEIBCKINA MEIUIMHCKUM LIEHTP Poccuiickon
aKkaZeMWd HayK», KaHaugata Ouonormueckumx Hayk baOymkunoit Hamexnsl
[Terposus! (1. ToMck).

OT35BIB [OJOKUATEILHBIA, 3aMeYaHui HET.

4, Buomora nabopaTopvd MOJIEKYJIAPHO-TEHETHYECKOH IHArHOCTHKH
MeIMKO-TeHeTHYECKOr0 [I€HTpa MEepUHATaJLHOro LEHTpa TroCyIapCTBEHHOTO
aBTOHOMHOTO0 yupexnenus PecryOmuku Caxa (Sxyrus) «PecmyGmuKaHcKas
Gonpuuna Nel - HamuonanpHbI LeHTp Meauuuusl mmenn ML.E. Huxonaeay,
xanqunara 6uonorudeckux Hayk Crenanosoii Ceetnansl KumoBHEI (T. SKyTCK).
OT3BIB [OJIOKHUTEILHEIN, 3aMe4aHul HET.

5. 3aBenmyroluen MEIUKO-T€HETHYECKON KOHCYJIbTAIeH
["ocymapcTBeHHOTO ABTOHOMHOI'O YUpeKICHHS 3/IpaBOOXPaHEHNS
«PecryOnuKkaHcKuii NepUHATAIBHBIA IeHTp» MUHHCTEPCTBA 3/paBOOXpaHCHHA
PecriyGrnuxu  BypsaTusi, Kanadpata MEIULIMHCKHX HayK Epemunoii Enensl
PoGepToBHsI (T. Ynas-Y ).

OT3BIB OJIOKUTENIBHEBINA, 3aMEUYaHUM HET.

6. Bpaua TpaBmarosora-opronena KoHCYIbTaTHBHO-IMATHOCTHIECKOIO
ornenenuss PesepalbHOrO  TOCYApCTBEHHOrO  OO/DKETHOrO  YHPEKICHHUA
«HammoHanbHEI ~ MEIMIMHCKHI  MCCIEeOBAaTeNbCKMM  IEHTp  JIeTCKOH
TpaBMaTonormi u opromemuu umenm [, Typrepa» Munucrepcrsa
3apaBooxpaHeHuss Pocchu, KaHOMAaTa MEIMIHMHCKUX — HAyK BenoycoBoii
Exarepunst Anaronsestsl (1. Cankt-Tletep6ypr).

OT3BIB ITOJIOKUTETBHBIN, 3aMeYaHUN HET.

Bei6op O(UIMAIbHBIX OMNIOHEHTOB M BelyIUCH OpraHW3alud, B KOTOpO#H
paboTaroT ydeHble, SBISIOMHKECS BEAYIIMMM CHCHUATHCTAMH IO TEME
samMImAeMoil TEccepTarliii, 060CHOBEIBANICS UX HAyYHBIM aBTOPHTETOM, IIHPOKOH
W3BECTHOCTHIO U JIOCTHIKEHMSAMHU B JAHHO! OTPACH HayKH, UX KOMIIETCHTHOCTBIO
IUTs OTIpeZiesIEHus HAYYHOM M NPaKTHYECKON [IeHHOCTH MUCCepTAalii ¥ HATHIAEM
HayUHBIX HAIpaBJIeHH} MCCIeN0BaHNMi (MOICKYIAPHO-TEHETHIECKHE TEXHOJIOTHH,



MEIUIMHCKAS TeHeTHKa, MeJWKO-T€HETHIeCKOoe KOHCYJIBTHPOBAHKE), KOTOPHIE
aKTHBHO pa3pabaTeIBalOTCA YYEHBIMM M KOJUIEKTHBAMH YYE€HBIX, HMMEIOIIUMHA
J0CTATOYHOEe KouudecTBO mpoduibHblX mmyOmukammid B Ilepeyne Bexymux
POCCHICKMX PELEH3NPYEMbIX JKyPHATOB M HM3JaHHMH B MEXTYHAapOIHBIX 0a3ax
U THPOBAHHS, YTO [IOATBEPIKACHO MPEICTAaBIEHHBIMHU CBEICHUAMH 00 OIIOHEHTaX
1 Beayued opranmsamui. OdunuanbHbIe ONIOHEHTHI ABIISIOTCS CIeNHaluCTaMy B
o6NacTd  TEeHeTHKH, HMMEIOT  BBHICOKODEHTHHIOBEle — MyOmMKamud B
COOTBETCTBYIOIIEH cepe UCCIIeIOBAHUS B CIIOCOOHBI OLIEHUTh HAYyTHYIO HOBHU3HY
¥ [paKTHYeCKYl0 LUEHHOCTh HAMccepTaiud. Bexymass opranuszanmus # €€
COTPYZHHKM (JOKTOp MEIMLMHCKHX HayK, mpodeccop, akagemuk PAH Kymues
Cepreii MBanoBu4, MOKTOp OWOIOTMYECKMX HAyK, mpodeccop, UIeH-
xoppecnonzenT PAH IMonsixos Anexcanap Biaagumuposud, JOKTOp MEAUIAHCKUX
Hayk Mapkosa TarpsiHa BiagumupoBHa) IDHPOKO M3BECTHBI CBOMMH HayYHBIMU
WCClIeloBaHUAMM B 00JIaCTH MEAMIMHCKOM TIe€HETUKM M TIeHETHKH Yel0BeKa,
ABISETCS OJHMM W3 OCHOBHBIX HAydHO-HCCIIENOBaTeNbCKMX IeHTpoB PO B
06acTH MeJUIIMHCKOM I'eHeTHKH, B KOTOPOU IPOBOIATCSA HAy4HBIC HCCICIOBAaHHA
MHpOBOro ypoBHsi. CoUCKaTeNb U Hay4HbI PyKOBOJUTENb HE paboTaloT B NaHHOH
OpTaHM3allii ¥ He SBJIIOTCS yYacTHHKAMH Hay4HO-HCCIEIOBATENbCKHX PaboT,
BeIyIIUXCS B 3TON OpraHH3aIuu.

JluccepTalHOHHBIA COBET 0TMEYaeT, YTO HA OCHOBAHHH BBHINOJHEHHBIX
CcOHMCKATeJeM Hec/Iel0BaHmil:

paspafoTaH aNTOPUTM JMarHOCTHKH MHOMKECTBEHHOH — 3K30CTO3HOH
XOHJPOMUCIUIA3HHA C WCIIOIb30BaHUEM MOJIEKYIAPHO-TEHETHIECKHX METO/0B,
BKJIFOYAOLIHH MAeHTHDHUKAINIO 2 MaKOPHBIX MyTanui B rene EXT2;

TIOJIy4eHBl HOBBIE SITUIEMHOJIOTHYECKUE AaHHBIE O PACIPOCTPaHCHHOCTH H
0COOEHHOCTSIX KITHHUKO-TEHETHYECKOT O [IPOSBICHUS MHOJKECTBEHHOM
5K30CTO3HOM XOHpoucnnasun B Pecrybmnke Caxa (SkyTus);

WIeHTHOHUIMPOBAaHEl HOBHEIE, paHee HE ONKMCaHHBIE IaTOJIOIHICCKHE
papuanTel B TeHe FEXT], OTBeTCTBEHHBIE 32 pPa3BUTHC MHOKECTBEHHOM
9K30CTO3HOM XOHIPOIUCILIA3HH.

Teopernueckas 3HAYHMOCTDb HCC/I€]0BaHUsI 000CHOBAHA TeM, 4TO:

U3J0KeHBl  JaHHBle, KOTOpble MOTYT  OBITH  FWCIONB30BaHBl B
o6pa3oBaTeNbHOM Ipolecce IIpH MOATOTOBKE CTYAGHTOB MEIMIUHCKAX H
OHoMOrHYeckHx  (QakynbTeToB, B  y4eOHBIX  IporpaMMax — IOBBIIICHHA
kBanmuduKanuy Ha  (akyabTerax —IOCISAUILIOMHOTO o6pa3zoBaHusi H B
MPaKTHYECKOM 3IpaBOOXPaHEHHUH;

IIpeJICTaBlIeHbl paHee HEeW3BECTHBIE IIATOJOTMYECCKHE BAPUAHTHI B I'CHE
EXT, 4T0 103BOJIS€T PACIIMPHUTh CTIEKTp MyTaluii B reHax EXT1, EXT2.




3HaveHHe MOJYYeHHBIX COHCKATe/JeM pPe3yjbTaTOB HCC/IAEJOBAHHA VA
NPAKTHKH NOATBEPKAAETCH TEM, YTO:

IIPOBEJIEHO MOJIEKY/ISSPHO-TeHeTHYECKOe HCClel0BaHue NPUYUH OONE3HH C
IIOATBEPXKICHUEM IUAarHo3a,

pazpaboTaHpl ¥ BHEOPEHBl B JUArHOCTHYECKYIO MPAKTHKY MEIHKO-
reHEeTUYeCKOro KoHCynsTHpoBanus PecnyGmuku Caxa (Sxyrws) 2 HOBBIE
MEIMLIMHCKHAE TEXHOJOTHH, TpeJHa3sHadeHHble I HCIOJb30BaHHs BpavyaMu
pa3IUYHBIX CIELHATBHOCTEN;

W3YYEHBl  TeHOTUN-(EHOTHIIMYECKHe KOppelaluH y  OONBHBIX €
MHOXKECTBEHHOM 3K30CTO3HOM XOHIPOAUCIIIA3HEH.

OueHka J0CTOBEPHOCTH Pe3y/IbTaTOB HCC/IeJOBAHHS BhISBHIIA:

paboTa BHIMOJHEHA Ha BBICOKOM METOJUYECKOM YPOBHE C HCIIONB30BAHHEM
COBPEMEHHBIX BEICOKOWH()OPMATHBHBIX TEXHOJIOTHH aHATH3a TeHOMA;

TEOpHs MOCTPOEHA HA COBPEMEHHBIX IIPEJICTABICHUAX O MATOreHeTHIECKUX
MEXaHM3MaxX pPa3BUTHS HapylleHWH CKEeJETHOro armapara 4elloBeKa M BKIale
HAC/IeJICTBEHHON KOMIIOHEHTH B pasBATHE MHOMKECTBEHHOH OK30CTO3HOH
XOHAPOIUCILIA3HHY,

Wjes OCHOBAaHA Ha pe3y/ibTaTax aHaln3a OTEUECTBEHHBIX W 3apyOeimHBIX
HaydHBIX myGmuKarmii B 06IacTH IeHeTHKN MOHOTEHHBIX 3a00NeBaHMH CKeslera,
MEIHUIMHCKOM reHeTHKH U OPTOIE/UH,

HCIIOIB30BAHEl COOCTBEHHBIE pe3yJbTaThl aBTOpa, MOJIYYCHHBIC IIPH

o6CyX/leHuy JI@HHBIX [MCCEPTAlIOHHOTO MCCIE[OBAaHMA B CPaBHEHAH C
pe3ylIbTaTaMH COBPEMEHHBIX HAy4YHBIX MCCIEOBAHMA u 0a3 JNaHHBIX Ui
O6ronHGOPMATHIECKOTr0 aHATH3a;

YCTAHOBJIEHA BHICOKAs PACIPOCTPAHEHHOCTh MHOXXECTBEHHOH 5K30CTO3HOM
XOHIPOAUCIIa3MK B SIKYTHM ¥ PACKpBITl HOBBIC ITATOICHHbLIE BapHAHTEI
M3yYEHHBIX TEHOB B PETMOHE HCCIIEI0BaHM;

JCTIONB30BAHEl COBPEeMEHHbIE METOIBI cGopa M 06pabGoTku HHpOpMALHH,
o6pasisl  OHOJIOTMYECKOro  Marepuhana, IONYYCHHbIE — OT OONBHBIX C
YCTAHOBJIEHHBIM ~ KIMHHYECKAM  JIAATHO30M ~ MHOXCECTBEHHAS  9K30CTO3HAA

XOH/IPOIUCIUIA3US U UX 3/I0POBBIX POJICTBEHHUKOB.

JIuunHblii BKIAJ COMCKATENsS COCTOMT B HEIOCPEICTBEHHOM BBIIIOJIHCHUH
BCEX DOTAllOB JWCCEPTALMOHHOIO WCCIENOBaHWs, BKIIOYas IIIAHUPOBAHME,
onpezeNieHHe IeIH ¥ 3a7ad paboThl, U3y4eHHe COBPEMCHHBIX OTEHCCTBEHHBIX H
3apyOEKHBIX JUTEPaTypHbIX HCTOYHHKOB, 71abopaTopHble  HCCIEI0BaHNUS,
IpOBEJEHHEe  MOJEKYIAPHO-TeHeTHISCKHX HCCIeNOBaHUM, CTATHCTHYECKOr 0
aHanm3a ¥ 0000IIeHHs SKCIIEpUMEHTAIBHBIX JaHHBIX, TOATOTOBKY nyONUKaLWi 110
TeMe BBIIONHEHHON paboThl, NpeNCTaBlIeHUEe ITONYYCHHBIX pe3yIbTaToB Ha



KOH(epeHIUsIX PEerdoHajbHOr0, BCEPOCCHMCKOTO W MEXKIYHAapOJHOrO YPOBHA,
Hanmucanue U 0popMIeHHE IUCCEPTALMOHHON paboTHL.

OcHOBHBIE pe3ynbTaThl HACTOSILEr0 HCCIENOBAHUS IIOIYYEHBI aBTOPOM
b0 caMOCTOSTEIBHO, JTUO0 B X0/ie COBMEeCTHON paboThI C KoJUIeraMu U3 Hay4qHO-
HcclieoBaTellbckoit  naboparopun  «MonekynspHas MeEOUIMHA W T'eHETHKa
yenoBekay MenunuHckoro uHCTUTYTa DenepansHOro  rocyAapCTBEHHOTO
aBTOHOMHOI'0 00pa30BaTeNbHOrO YUpeXxAeHHUs BeIciiero obpasoBanus «Cesepo-
Bocrounsrit denepansueni yausepcurer nMenn M.K. AMMocoBay (pyKOBOIHTENb
— aM.H. Makcumosa H.P.) u I'ocynapcTBeHHOro aBTOHOMHOIO YUpEeXJIEHHUS
Pecniybmuxn Caxa (SIkytus) «PecrmyOnukanckas 6onbHuna Nel - HanponaneHslii
ueHTtp meauuussl uMeHn M.E. Hukonaesa» (3aB. — K.M.H. Cyxomscosa A.JL.).

B xoxe 3ammThl arccepTanuy 3aMedaHys Beicka3aHbl He Ob11u. Conckarens
SlxoBneBa A.E. oTBeTHIa Ha BCe 3a7jaBaeMble el B XOJie 3aceJaHusl BOIIPOCHL.

Ha 3acemanum 31.05.2024 r. quccepTalldOHHBIN COBET NPHUHSII pPEeIIeHue: 3a
pelIeHue aKTyalbHOW HaydHOM 3aJadd 110 M3YyYeHHIO CIEKTpa MaTOJOTHYeCKHX
BapuaHTOB reHoB EX7T] w EXT2, ABIAIOIMUXCH MOJEKYJISIPHO-T€HETHYECKUMHU
NpH9rHaMKu 3a00NieBaHWS y MALMEHTOB C MHOXKECTBEHHOM 3K30CTO3HOH
XOHJIPOMCILIA3HEN, W YCTAHOBICHHIO T'€HOTHI-()EHOTHIIMYECKAX KOPpEISsLH,
npucyauTh SkoBneBod AsekcaHape EpemeeBHe YUYCHYIO CTeNEeHb KaHAWJIATa
OHMOJIOrHYeCcKHX HayK 1o crienuanbHocTH 1.5.7 I'eneTnka.

[lpy mnpoBeJeHHWH TAHHOIO TOJNIOCOBAHUS JHMCCEPTALMOHHBIM COBET B
KonudecTBe 14 desioBek, U3 HUX 14 TOKTOPOB HayK, y4acTBOBABIIHX B 3aCeJaHHH,
u3 17 4genoBek, BXOAAIIMX B COCTaB COBETA, IIPOrojiocoBany: 3a — 14, npotus — 0,
HeeHCTBUTENBHBIX OrojieTeHei —0.

[Ipencenarens
JUCCepPTallHOHHOTO conejra-;"-"*"' :
akaneMuk PAH

CrenanoB BagnM AHaToJabeBUY

VY4eHblil cekpeTapsb
JIMCCEPTAIHOHHOTO COBE
JIOKTOp MEIUIIMHCKAX Ha: azapeEko Mapus CepreeBHa

«31» mas 2024 1.



