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OT3bIB
Benyield opraHu3zauuu — MHCTUTYyTa OMOXUMUU U TE€HETUKH — 000COOJIEHHOTO
CTpYKTypHOTO nopapasneieHuss PeneparbHOr0 rocyJapCTBEHHOTO OIOKETHOTO
Hay4HOIO y4pexaeHus Y GUMcKoro dbeneparibHOro UccleqoBaTeIbCKOTo LIeHTpa
Poccuiickoii axkamemun Hayk (MBI YOWI] PAH) — Ha nuccepTalluoHHYIO
pabotry CaBocrbsiHoBa Kupuiia BukropoBHua Ha Temy «OnTtHmMH3aunus
MOJIEKY/JSIPHOH  JHArHOCTHKHM  PpeIKHX HacJeICTBEHHbIX  OoJie3Heid
Y POCCHICKHX MALMEHTOBY, IPEICTABICHHYIO Ha COMCKAHHE yUeHOil CTereHH

JIOKTOpa 6uosorunyeckux Hayk 1o crneuranbHocTd 03.02.07 — ['eHeTuka

1. AKTYaJIbHOCTH T€Mbl JHCCEPTAIHOHHOH PadoThI

HuccepranuonHas pabora CaBocThsiHoBa K.B. mocpsieHa akTyaiabHOI
npoOjieMe COBPEMEHHOIO  3JpaBOOXPAHEHMS —  JHAarHOCTHKE  PEeaKUx
HacJIeICTBEHHBIX 3a0ojieBanuii. Ha Hactosimmii MomeHT, mo gaHHbeIM BO3,
OLICHOYHOE YHCJIO HacleJCTBEHHBbIX Oose3Hell MoxeT pocturarh 10 Teicsy, a
KonuuecTBO OonbHBIX — 10% Bcero HaceneHuss 3eMHOro uapa. Iloatomy
NepBOCTENIeHHas 3ajaya, CTosIlas Mepel BpauyoM, COCTOMT B IOATBEPXKIAEHUU
WIM UCKIIOYEHUU TeHEeTHYeCKOW Mpuponbl 3a0ojeBaHHUs, YTO IMO3BOJSET JaTh

[MIPOTHO3 TEYCHUA 6OJI€3HH, OonpeaciiuTb TaKTHUKY JICHCHMHH. ITocTanoBka



KJIMHUYECKOTO JIMarHo3a penkoro 3a0ojieBaHUs YacTo ObIBAaeT 3aTpyAHEHA,
OCOOCHHO y JeTeil paHHEero Bo3pacTa. B Takux ciydasx MOJEKyJIsIpHas
IMarHOCTUKAa HWMEeT Oompefelnstoniee 3HadeHue. lIpeanokeHHas aBTOpOM
JUCCepTalli KOHIIETINUA U pa3paboTaHHbIE METOJbI, aJTOPUTMbI M MPOTOKOJIBI
OMOXUMHUYECKON M MOJIEKYISIPHO-TEHETUYECKON TUAarHOCTUKU HanboJee 4yacThIX
TeHEeTHYECKUX OOJe3He TMO3BOJAT TMOBBICHUTH  BBIIBIAEMOCTb  PEIKUX
TeHeTUYeCKUX OoNe3He y pOCCHMHCKHMX TalMeHTOB. TakuMm oOpas3om,

AKTYAJIbHOCTb TCMbI IIHCCCpTaHHOHHOﬁ pa6OTI>I HE BBI3BIBACT COMHCHHUM.

2. CBsi3b padoThl ¢ IVIAHOM COOTBETCTBYKOIIHUX OTpPacjieil HAYKH M
HAPOJHOI0 X03AMCTBA

Hucceprauus CaBocthaHoBa K.B. BbINoIHEHA B COOTBETCTBHM C ILJIAHOM
HAy4YHO-UCCJIEIOBATEIbCKUX  paboT  deaepalbHOro roCy1apCTBEHHOTO
ABTOHOMHOTI'O yupexaeHus « HanoHanbHbI MEIUIIMHCKUAN UCCIIEA0BATEIIbCKUI
LEHTp 3I0pOBbA Jeren» MuHuncrepcrBa 3apaBooXpaHeHus Poccuiickon
@enepanuu. COBOKYNHOCTh  IMOJYYEHHBIX UM IPEACTABICHHBIX JaHHBIX
MOJTHOCTBIO  COOTBETCTBYET 3amadyam DenepabHOM HAYYHO-TEXHUYECKOU
MpOrpaMMbl Pa3BUTHS T€HETHYECKUX TexHojorui Ha 2019-2027 roasl B yacTu

MenuLnHbL, yTBepxkAeHHON [locTanoBneHuem [IpaButensctBa PO ot 22 anpens

2019 roma Ne 479.

3. HoBu3Ha Mccie0BaHUS H MOJYYeHHBIX pPe3yJIbTATOB

Hay4ynyro 1ICHHOCTh W HOBHM3HY JIMCCEPTAIMOHHON pabOThI OMpPEICIISIOT
CIICYIOIINE PE3yIbTaThl UCCIICIOBAHUS, TIOJyUESHHBIC JTMYHO COMCKATEIICM.

ABTOpoM BHepBble B Poccuy MpemiokeHO M OIMHCAaHO MPHMEHCHHUE
METOJIa KOMIUIEKCHOTO CEJICKTUBHOTO CKPUHWHTA JUIS JTUATHOCTHUKU OOJIC3HH
®abpwu, 60ne3nu ['ome, 6one3nu [lomne, mykononucaxapuaosa (tum I, Tam 1),
Tupo3uHeMuu (THil [) B BBICYIICHHBIX IMATHAX KPOBH, B CYXHMX ISATHAX KPOBH, a

TaK)Ke IUCTUHO3a — B JICHKOIMTaxX KpoBu (0a3za uccienoBanus coctaBmia 30893
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NAI[MeHTOB, OTOOPAaHHBIX B COOTBETCTBUU C OMNPEICICHHBIMH KIMHUYECKUMHU
IPU3HAKAMHU).

VYcTaHOBIEHBI  MPOTHOCTUYECKOE 3HAYEHUE HEKOTOPBIX  MAapKEepoB
(r1o6oTpHao3uic- U TIMKO3UICHUHTO3UHA Y TAIIUEHTOB ¢ Oone3nsimu dabpu u
['omie, CyKUMHUIAIIETOHA M IUCTUHA y TAIMEHTOB C TUpPO3WHEMHUEH, Tum [ u
IIUCTUHO30M) M WX CBS3b C TCUCHHEM W HUCXOJIOM  3a00JieBaHMS.
HccnenoBanusiMu aBTopa JO0Ka3aHa U 0OOCHOBAHA BO3MOXHOCTb MOHUTOPHHIA
MPOBOJMMOM Tepaluy y TMalUeHTOB C MCIOJb30BaHUEM pPaccMaTpUBAEMBIX
OMoOMapKepoB.

BoiiBieHa ~ 3aBUCHMMOCTh  OTHENBHBIX  MOKa3zarened  (Hampumep,
KOHIIEHTpAllU LHMCTUHA, CYKUUMHWIALETOHA, TJI000TpHAO3WIC(HUHIO3UHA U
NIMKO3WJIC(UHIO3MHA Y TAIMEHTOB C LHUCTUHO30M, THPO3UHEMHEH, Tum I,
oonesnsimu @abpu u ['omie COOTBETCTBEHHO) OT BPEMEHM Hadajla U YCIOBUH
IIPOBEJICHHUS IATOI€HETUYECKON Tepanuu.

OmnpeneneHbl U OXapakTEPU30BaHbl OTHOCUTENbHBIE YACTOTHI M CHEKTP
NaTOr€HHBIX BAPUAHTOB T'€HOMAa, OTBETCTBEHHBIX 332 BO3HUKHOBEHHME U Pa3BUTHE
HACJEACTBEHHBIX  Oone3Hel  OOMEHa,  HECOBEPIIEHHOTO  OCTEOIeHe3a,
HE(POTUUECKOTO CUHAPOMA, KApJUOMUOIATHH.

Pa3zpaboTtanbl anroputMbl BepupuKanu HanOO0JIee YaCThIX TeHETHUYECKUX
OoJnie3HeW, BBIABISIEMBIX B BEAYIIEM MEAMATPUYECKOM MHOTONPOPUIBLHOM
MEIUIMHCKOM LeHTpe Poccnn, Ha OCHOBE COYETaHUs KIMHUYECKHX,
OMOXMMHUYECKUX W MOJICKYJISIPHBIX TAHHBIX.

HccnegoBanusiMu aBTOpa OIpPEACNIEH CHEKTP MyTalui, BbI3bIBAIOIIUX
IJIMKOTEHOBYIO ~ Ooyie3Hb  (pa3Hble  THUMBI), HEHPOTHUUECKHN  CHUHAPOM,
HECOBEPILECHHBI OCTEOre€HEe3 M KApJUOMHOINATUM Y JAETEH, MPOBEACH aHAIN3
CTPYKTYpbl HACJIEACTBEHHON IaTOJOTMM y NALUMWEHTOB JIETCKOIO0 BO3pacTa.
Bnepsbie B mupe onucan 321 HOBbIM HYKJICOTHIHBI BApUAHT F'€HOMA YEJIOBEKa,
B TOM 4Hciie 212 maTOreHHbIX BAPUAHTOB, 73 BEPOATHO NATOT€HHBIX BAPUAHTOB
U 36 BapHaHTOB C HEW3BECTHOM MATOT€HHOCTHIO. [IJ1s1 OOJBIIMHCTBA YKa3aHHBIX

BApUAHTOB AaHO OIIMCAHHEC BbI3BIBACMLIX HMH (I)CHOTI/IHI/I‘IGCKI/IX HpOSIBJ'IeHI/Iﬁ
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Oone3Heil. BrpisiBIeHBI W oOmHMCaHbl TEHOTHUI-(PEHOTUMHYECKUE KOPPEIALUU
MEXKIy MyTallMsIMH pa3HbIX KJIACCOB IMATOTEHHOCTH W  KJIMHHUYSCKUMHU
NPOSIBICHUSIMU ~ WCCIIEAYyeMBIX  3a0OJiCBaHWM  HAa  OCHOBE  HM3y4YCHUS
pacmpoCTPaHEHHOCTH U CTPYKTYPBI MyTallUH.

Coznmanpl  opuruHaibHbIE  d(PPEKTUBHBIE  CHOCOOBI  TUATHOCTHKHU
HACJICJICTBEHHBIX 3a00JeBaHMA y JETe ¢ WCIOJIb30BaHUEM TEXHOJOTHUH
CCKBEHHPOBAHUS HOBOTO TOKOJeHHS (mareHThl PD Ne 2621161, Ne 2621162),
KOTOpBIC TO3BOJIAIOT CENaTh BBIBOJ O HAIWYMHM Y TAIMEHTa TCHETUYCCKU
OOyCNOBJIEHHOTO 3a0o0jieBaHMs, YTO B CBOIO O4YEpeAb JaeT BO3MOXKHOCTH
CKOPPEKTUPOBATh TAaKTUKY TEpamud M COKPATUTH MOCIEJACTBUS BO3MOXKHOMN
WHBAJIMIN3AIAN U 3HAYUTEIHLHO IMOBBICUTH KAYECTBO KU3HU TaKUX MAIMEHTOB.

[IpencraBieHsl yTBEPKACHHBIMH MMHHUCTEPCTBOM  3/IpaBOOXPaHEHUS
Poccuiickoii @eaepanuy KIMHUYECKHE PEKOMEHIAUUU (TIPOTOKOJIBI JIEUEHUS) 10
IATH  HO30JIOTHUsAM: THpo3uHemMuun (tum |), Mykomonucaxapumo3y (tum l),
mykononucaxapuao3sy (tun II), 6onesnn ["omre, 6osesan dadpwu.

BbeiBoiBI M pe3ynbTaThl, IMOTYYCHHBIE TUCCEPTAaHTOM, OOOCHOBAaHBI M
JIOCTOBEPHBI, TaK KaK OMHUPAIOTCS Ha pEe3yNbTaThl aHaiW3a U COBPEMEHHBIC
METO/Abl  HCCICOBAaHUM,  TMOAKPEIUICHBl  JIOCTATOYHBIM  KOJUYECTBOM
OKCIIEPUMEHTAIBHBIX JIAHHBIX M PENPEe3CHTATUBHOCTHIO BHIOOPOK, HUMEIOT
BBICOKYIO CTENEHb COBIAJCHHS PE3yJIbTaTOB pacyeTa, MOJyUYEeHHBIX pPa3HBIMHU
METO/IaMH C MCTOJB30BAHHEM COBPEMEHHBIX METOJIOB 00pabOTKM MH(MOpMAIUU

U CTATUCTHYCCKOI'O aHaJIn3a.

4. 3HAYHMOCTH JJISl HAYKH M NIPAKTHKH MOJYy4YeHHBIX Pe3yJIbTaTOB
Pa3paboTanbsl anropuT™Mbl MOJEKYISIPHOM JMATHOCTHUKUA OOJE3HU
®abpu, 6one3nu ['ome, 6one3nu [lomme, Tuposunemun (tun 1), nucTuHO3a,
HE(POTUUECKOTO CHUHAPOMA, HECOBEPIIEHHOIO OCTeoreHe3a, Oose3Hei
HAKOTUICHWSI TJMKOT€HA W KapJAUOMHUONATHH Y POCCHIMCKHX TAalMeHTOB,

MIPOJIEMOHCTPUPOBABIIINE BHICOKYIO 3((HEKTUBHOCTD.



VYcraHoBieHa  aKTyallbHOCTh M HCCIENOBaHA  MPOTHOCTUYECKAs
[IEHHOCTh KJIMHUYECKUX, TE€OrpauUecKuX W MOJICKYISIPHO-TEHETUICCKUX
(dbakTOpOB  MPOrHo3a  HACIEJACTBEHHBIX  3abojieBaHuil.  IIpoBeneHHbIC
HCCISIOBAaHUS OAIOT O0JIee TOYHOE ITOHMMAHHUE MEXaHM3MOB, JCKAIIUX B
ocHOBE (hOpMHUPOBAHUS JICKAPCTBEHHOM YCTOWYMBOCTH 3a00JI€BaHHUS K
MIPOBOJIUMOM TEpaInuu, a TAaKKE XapaKTEPU3YIOUIUX IJIUTEILHOCTh OTBETA HA
JedeHue (HampuMmep, B CiIy4ae CTEPOHIPE3UCTEHTHOTO HE()POTHUECKOTO
CHUHJIpOMa), MMO3BOJISIOT noj00paTh HauoOoJee palMOHAIBHYIO
TEpPANEeBTUYECKYIO KOHIEMIHIO JJISI KaXJAOro KOHKPETHOTO MallMeHTa
(mampumep, B ciydae Oosiesnu @Dabpu, Oozneznu ['omie, TUpo3uHemuu I,
[IUCTUHO3a), TIIO3BOJISIIOT HE TOJBKO OIKUCAaTh OTHOCHUTEIbHBIC YaCTOTHI
pa3IUYHBIX TEHETUYECKHM OOYCJIOBJICHHBIX 3a00JleBaHUN y JeTell B
Poccuiickon @enepannu, HO U CBSI3aTh HAWJICHHBIC BAPUAHTHI T€HOMA, B TOM
JuCcJ€ HOBBIE MYTallMH, C Teorpa@uyeckuM pPETHOHOM HW/WIW  C
MOMYJISIITUOHHON TPUHAJICKHOCTRIO. [IpoBeieHHBIE aBTOPOM HCCIIEIOBaHUS
3aKJIAJbIBAIOT OCHOBY JUJIS CO3JIaHUS PETHUCTPOB IO PEIKUM OOJIC3HSIM,
KOTOpBIE OYIyT coaepkaTh UHPOPMAIUIO O KIMHUYECKUX, TeorpauyecKux,
BO3PACTHBIX U MOJIEKYJISIPHBIX OCOOCHHOCTSX POCCHUMCKHX MAIIMCHTOB.

AmnpoOupoBaHa  METOAMKAa  MPOJOJDKUTEIBHOTO  JUCIIAHCEPHO-
JTMHAMUYECKOT0 HaOMtoieHus] (MOHUTOPUHTA) KOHIICHTPAI[UU OIpPeIeIEeHHbIX
OMOMapkepoB B KpPOBM TAIMEHTOB C peIKUMH Oone3HsMu Ha (oHe
IIPOBEJCHHUS TEPANUU B LETAX €€ AANbHEHIIEH KOPPEKIIUH.

OnpeneneHbl U CKOPPEKTUPOBAHBI ONTHUMAabHBIE OTPE3HbIE TOUKH,
COOTBETCTBYIOIIIME MAaKCUMAJIbHBIM IIOKa3aTelssM YyBCTBUTEJIBHOCTH U
crenuPpUIHOCTH, YTO MOXKET OBITh UCIIOIB30BAHO JJIsI JUATHOCTUKU OOJIe3HEH
®abpu, [Nome, [Tomne, MIIC, tun I, TuposuHemun, tun | u mucTUHO3a Y
POCCUNCKHX MAlIUEHTOB.

Pazpaborana onTuManabHasi cxeMa JUArHOCTUKHU JIETe C BPOXKICHHBIM

U UHQAHTWIBHBIM CTEPOUAPE3IUCTCHTHBIM HEPPOTUUECKUM CHHIPOMOM Ha



6

OCHOBE TPOBENICHUS MOJICKYJSIPHO-TEHETUYECKOTO OOCIENOBaHUS METOJIOM
CEKBCHUPOBAHUS HOBOTO TTOKOJICHHSI.

Co3znianbl OpUrMHAIBHBIE, B TOM YHCIIE HA YPOBHE M300pETEeHUS, CIIOCOOBI
JIMarHOCTUKU HACJEACTBEHHBIX 3a00JieBaHUN y JETed ¢ HCHO0JIb30BAHUEM
TEXHOJIOTUM CEKBEHUPOBAHUSI HOBOT'O MOKOJICHUSI.

5. JIuyHBI BKJIAJ aBTOpPA

ABTOp BBIIBHUHYJ HAay4HYIO THIOTE3Y, pa3paboTal Mu3ailH U MPOTOKOI
UCCJIEIOBAHMSI, TPOBEN aHaJIU3 OTEUECTBEHHOM W 3apyOeKHOM JHUTepaTyphl.
CaBocthsHoB K.B. mnpuHMMan HENOCPEACTBEHHOE YydacTUE€ B pa3paboTKe
QITOPUTMOB MOJIEKYJISIPHOW JHUAarHOCTUKH HanWOoJiee YacCThIX TCHETHYECCKUX
Oome3Hen, MIPOBEJICHUH MOJIEKYJISIPHO-T€HETUYECKOTO UCCIIeI0BAHMUS,
pa3palboTKe maHeseH JJisl UCCIEAOBAaHUS TapTeTHBIX 00JacTeld reHOMa METOJI0M
MacCcoBOTO napayIeIbHOTO CEKBEHUPOBAHMSI, IPOBEJICHUU
OMOMH(OPMATUYECKOTO aHaJIU3a BBISBICHHBIX TE€HETHMUYECKUMX BapUaHTOB, a
TaK)K€ B MHTEPIIPETAIIMN ITOTYYCHHBIX MAHHBIX M CTaTUCTHYECKOW 00paboTKe
pe3yibTaTOB OMOXUMUYECKMX U MOJICKYJISIPHO-TEHETUYECKUX HCCIIeI0BAHUM,
o000meHnn  pesynbTatoB  pabotrel. Kpome Toro, CaBocthsHoB K.B
CaMOCTOATENIbHO Hamucall TEKCT JUCCepTalud, a TaKKe IOArOTOBHUII
nyOJMUKaIMK 10 TeME JUCCEePTAllMU M JIMYHO JOKJIABIBAN PE3yJbTaThl PaObOThI

Ha MHOTOYMCIICHHBIX POCCUICKUX U MEXIYHAPOIHBIX HAYYHBIX KOH(PEPEHIIUX.

6. PexoMeHAamuMm MO MCHOJb30BAHUIO Pe3yJbTATOB U BbBIBOJ0OB
AUCCEePTALMHA

Pesynbrarhl ¥ BBIBOJBI, MOJYYEHHBIE B HACTOSIIECH JTUCCEPTALH,
PEKOMEHAYeTCsl HUCIOJb30BaTh B pabOTe€ MPAKTUKYIOIIUX Bpaued mpu
oOcieoBaHUM W JICYCHUM  MAIMEHTOB C  MYKOIOJIMCAaXapHua03aMH,
TIIMKOTeHo3aMHu, OoJie3HsMu ®adpu u ['omre, Tupo3uHemun, Ty I, MUCTHHO3E,
HECOBEPIIICHHOM OCTE€OreHe3e, HePPOTUUECKOM CHHIApPOME, KapJAHUOMHOMATHUsX,
YTO TMO3BOJIAT ONTUMHU3UPOBATH YCWIUS CIICLIMAJIMCTOB, HANPABJICHHBIE Ha

BBISIBJIGHUE W TMOJATBEPKACHHE HOBBIX CJIy4yaeB pelakux (opQaHHBIX)



3a0oneBanuii B Poccuiickoit ®enepauuu, a Takke Ha NPOPHIAKTUKY U
HEJOMYLIEHUE MOBTOPHBIX CIy4aeB BO3HUKHOBEHHUS OOJIE3HEN B OTATOLICHHBIX
CEMBSIX.

Pe3ynbTaThl ¥ BBIBOJBI MCCIEIOBAHUSA HMMEIOT MEKIMCUUIIIMHAPHBINA
XapakTep U TMPEJCTaBISAIOT MPAKTUYECKUM WHTEpeC ISl CIEHAIIUCTOB,
3aHUMAIOUIUXCSl MPOOJIeMaMH TEPCOHAIM3UPOBAHHOTO TMOAXOJa K JICUCHHUIO
NAlMEHTOB C TEHETHYECKUMHU 3a0osieBaHusIMU. [lonydeHHBIE aHHBIE MOTYT
ObITh KMCHOJB30BaHBl B Pa3pabOTKE MUATHOCTUYECKHUX MaHeNeH, NIl OUEHKH
TUHAMHUKU 1 3G ()EKTUBHOCTH JiIedeHHs] OONBHBIX, AJISI CO3/IaHUsl TEHETUYECKUX
KapT W TEeHOreorpa)Myeckux aTjiacoB, PETHCTPOB MO H3YUYEHHBIM PEIKUM
Oone3HsiM, KOTOpble OynyT cojJepkaTb HH(OpMAaLMIO O KIMHUYECKHUX,
reorpa)Muyeckrux, BO3PACTHBIX U MOJEKYJSIPHBIX OCOOEHHOCTSIX POCCHUICKUX
NanueHToB. BoO3MOXHO MX HCNONB30BaHME B HAy4YHO-00pPa30BATEIHLHOM
IPOLIECCE BY30B MPHU CO3/IaHUU KyPCOB JIEKIUI 17151 CTYJEHTOB OMOJIOTUYECKUX U
MEIUIMHCKUX CIIEHHATIBHOCTEHN, a TaK)KE€ B KaUyeCTBE Y4EOHOro maTepuasia Mmpu
IPOBEJICHUM 3aHATHI CO CTyJIEHTAaMH YKa3aHHBIX HaIpPaBJICHUN MOJITOTOBKH.
[lonyuennas ©0a3a JaHHBIX 1O (PEHOTUIAM-TEHOTUIIAM MOXKET  OBITh
UCIIONIb30BaHA B KadecTBe pedepeHTHOH 0a3bl B MEIUKO-TE€HETUYECKOU
skcnieptuse. Komnekuust oOpasioB, coOpaHHasi B LENSAX BBITOJHEHUS PalOTHI,
MOXET OBbIThb MCIOJIb30BaHAa B JaJbHEWIIEM JJig MPOBEICHUS MEIUKO-
T€HETUYECKUX MCCIIEIOBAaHUM.

[lepcniekTUBHBIM ~ TPEACTABISIETCS Pa3BUTHE TEMATUKH  HACTOSIIEH
JTUCCEPTALIMOHHOM  palOThl,  MOCKOJIBKY  COBPEMEHHBIE  MOJIEKYJISIPHO-
FEHETUYECKUE IOAXOABl JAT B  PYKH  MCCIEIOBAaTEI)  MHOXECTBO
WHCTPYMEHTOB i1 paboThl B oOyslacT  j1aOOpaTOpPHOM  T€HETHKH,
HOMYJISAIIMOHHON TCHETUKH, (uIoreHeTHYECKuX PEKOHCTPYKLUH,
dbunoreorpaduu u psaa IPyrux HapaBICHUN.

[Tonmy4yeHHble pe3ysbTaThl pabOThl PEKOMEHAYIOTCA ISl MCIIOJIb30BAHUS
HAyYHBIMH, MEIMWIMUHCKUMU M HUCCIEIOBATEILCKUMU OPTaHU3aLUAMH, a TAKXKe

YUpEXKACHUSIMU BBICIIETO 0Opa30BaHUS.



7. O00OCHOBAHHOCTb M /[IOCTOBEPHOCTH HAYYHBIX IOJIOKEHMIH,
BBIBOJ0B U PEKOMEHAANNH, cOPMYJIHMPOBAHHBIX B JUCCEPTALMHI

OOOCHOBaHHOCTh ~HAYYHBIX TOJOXXEHHUH, BBIBOJAOB, MPAKTHUYECKUX
pPEKOMEHAM M JIOCTOBEPHOCTh PE3yJIbTATOB JIUCCEPTALlMOHHOM pPabOThI
CaBocTtbsiHOBa K.B. HE BBI3BIBAlOT COMHEHUH U MOATBEPKIAIOTCS TOCTATOYHBIM
YHUCIIOM 00CIIeTOBaHHbBIX ManneHToB (31954 yer.), TIIaTensHO CIITaHUPOBAHHBIM
MHOTOSTallHbIM  CEJICKTUBHBIM  CKPUHMHIOM  YYaCTHHUKOB  HCCIICJOBaHUS,
BKJIIOUasi KOPPEKTHO pa3pabOTaHHBIE KPUTEPUU BKIIOUCHUS/HEBKIIOUCHHUS,
1abopaTopHble METOABI MccaeaoBaHus. B pabore mprMeHEeHbl COBPEMEHHBIE U
OTBEYAIOLIME  3aJayaM  METOAbl  OOCIENOBaHMs,  KOTOpbIE  IIMPOKO
pPacCIpOCTPAHEHBI M HMEIOT BBICOKYI0 BOCHPOM3BOAMMOCTB. [IpoBeneHHBIN
aBTOPOM CTAaTUCTHYECKUN aHAIM3 Pe3yibTAaTOB, a Takke OMOMH(pOpMaTUYECKUI
aHaIM3 JaHHBIX COOTBETCTBYIOT IIOCTABJICHHBIM 3aJadaM, HCIIOJIb30BaHHbIE
METO/1bl (CPaBHUTENIbHBIN U KOPPEISIUMOHHBIA aHAJIU3, MHOTOMEPHBIN JIMHEWHBIN
PErPEeCCHOHHBIM  aHalW3, OJHO- U  MHOTO(AKTOPHBIA  JIOTHUCTUYECKHI
pPErpeCCHOHHBIA  aHauu3) SBISAIOTCS COBPEMEHHBIMU U KOPPEKTHBIMHU.
[lonmydyeHHble BBIBOABI W IPAKTHYECKHME PEKOMEHIALUMU KOHUENTYAJIbHBI,
MOJIHOCTbIO OCHOBAaHBI Ha pe3yjbTaTax OOCIEJOBaHUS U COOTBETCTBYIOT

ITOCTAaBJICHHBIM LICJIISIMU M 3a4a4aM HUCCIICOOBAHUA.

8. OOwmas oneHka padoThl

Huccepraunonnas pabora CaBoctbsiHOoBa Kupuiia BukropoBuua Ha Temy
«Ontumu3anys  MOJEKYJISIPHOW  JMarHOCTHKM  PEAKUX  HACJIEICTBEHHBIX
Oone3HEe y PpOCCHUHCKMX TMAalMEeHTOB» OQOpMIIEHa B TPAAUIUOHHOM JUJIS
Hay4yHBIX paboOT CTWIE€ B COOTBETCTBUM C TpeOoBaHusiMuU Bricmiei
aTTECTAalMOHHOM KOMHUCCHEM Tpu MHUHUCTEpCTBE HAyKHM W BBICHIETO
obpazoBanus Poccuiickoit ®enepannn u 'OCT, uznoxena Ha 593 crpaHunax,
COCTOMT U3 BBEJCHHs, o0030pa JUTEpaTypbl, MaTepuasoB MU METOJIOB

oOcrea0BaHusl, COOCTBEHHBIX PE3YJIbTATOB, 0OCYKIEHUS, CITUCKA JTUTEPATYPHI U3



1037 UCTOYHMKOB, WIIOCTPUPOBAHA PHUCYHKAMH, CXEMaMH, AHarpaMMaMH H
TabmuuamMu.  BBIBOOBI M MpaKTUYECKUE  PEKOMEHJAIMH  XOPOIIO
chOpMyIMpPOBaHbl, HAy4YHO OOOCHOBaHBI, COOTBETCTBYIOT M€K M 3ajadyam
uccinenoBanus. [IpennoxeHsl MEepCrneKTUBHI JalbHEWIEH pa3paboTKU TEeMbI
JMCCEPTALIMOHHOTO UCCIEA0BAHUS.

[IpeacraBnenHass  paboTa  sIBASETCS  3aBEPUICHHBIM  HAYYHBIM
MCCJIEIOBAHUEM, B KOTOPOM H3JIOKEHBI TEOPETHUECKUE PELICHUS U TTPEIITI0KEHBI
MPAKTUYECKUE TYTH YCOBEPUICHCTBOBAHUS JHATHOCTUKU HACJEICTBEHHBIX
oone3nel B Poccuiickoilt denepanum Ha OCHOBE JAHHBIX O CHEKTPE M 4acTOTax
MyTali, XapakTEpHBIX [JIs1 ONpPEAENIEHHbIX NOMYJISUUOHHBIX TPYII, IpH
YCIOBUM TOATBEPKACHHON MaTOreHHOCTH Ha OMOMH(OPMATUYECKOM YpPOBHE
HOBBIX, HE ONKMCAHHBIX PAHEE TEHETUYECKUX BAPHAHTOB.

PabGora Oa3upyercs Ha pe3ysibTaTax HCCIEIOBaHUM, NPOBEICHHBIX B
1a00paTopun MOJIEKYJISIPHOM TE€HEeTMKM M MEAMIMHCKONM TreHomMuku lleHTpa
byHIaMEHTATBHBIX VCCIIEIOBAHU B neInaTpun dbenepaibHOTO
rOCyAapCTBEHHOTO aBTOHOMHOIO y4pekaeHus: «HamuoHanbHbI MEeIUIIMHCKUI
UCCJIEI0BATENBCKUI LIEHTP 370pPOBbs JieTei» MUHUCTEpCTBA 3ApaBOOXPAHEHUS
Poccutickoit ®eneparuu ¢ 2014 o 2019 roasl. B auccepranuu chopmupoBana
U HaydHO O0OOCHOBaHAa aBTOPOM KOHLENTyajdbHasi MOJENIb MOJEKYJISIPHOM
JMAarHOCTUKM TOMO- M TE€TE€POreHHbIX OO0Je3HEH y POCCHUUCKHUX MalUEeHTOB,
npeanoiaraiomas ONTUMH3ALUI0  CYIIECTBYIOIIUX M pa3pabOTKy HOBBIX
QITOPUTMOB JTMarHOCTUKU HACJIEICTBEHHOW MAaTOJIOTHH; ONPEETICHbl YaCTOTHI
BCTPEYAEMOCTH U CIIEKTP MYyTallMi, XapaKTepPHBIX ISl POCCUHUCKUX MAlMEHTOB;
BbISIBJICHBI HOBBIE MYTAllUU M OMUCAHbl TeHOTUN-(PEHOTUINYECKUE KOPPEIIALIH.

Buenpenue pa3paboTOK aBTOpa BHOCUT 3HAUYUTEIbHBIN BKJIaJ B Pa3BUTHE
MEIULUHBI W 30pPaBOOXPAHEHMS HAIEH CTPaHbl, CYLIECTBEHHO PpAaCUIMPUT
CHEKTpP BBISBISEMbIX HACJIEICTBEHHBIX 3a00JIEBaHUNW W TMO3BOJIUT CBECTH K
MUHHUMYMY BEpPOSITHOCTh JUArHOCTUYECKUX OMIMOOK B peajbHOM KIMHUYECKON

MIPaKTHUKE.
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B pabGote mmeercsi psia MUCKYCCHOHHBIX MOMEHTOB, KOTOpbIE TPeOyrOT
OOCY>KIEHHSI B XO/1€ 3alUThI AUCCEPTALIHH.

Bonpocs! no padore

1. ABrtopoMm paspabotan u BHenpeH B mnpaktuky PI'AY «HMMUIL]L
3I0pOBbs JleTei» Munszapasa Poccuu anroputM JUarHOCTUKH U JICUCHUS JETEH
C HACJEACTBEHHBIMH TMATOJIOTHSIMHU, MO3BOJSIOMUNA MNEPCOHUDUIIMPOBAHHO
NOJAOWTH K BEJACHUIO TAaKUX MAlMEHTOB HA pa3HbIX JTalax OKa3aHWs
MEUIIMHCKON TOMOIIIM, TPEJICTABIIEHa PENpPe3eHTAaTUBHAS BHIOOPKA MAI[MEHTOB
3HAYUTEIBHOTO 00BEMA, ONUCAHO OOJIPIIOE YKCIIO HOBBIX MYyTalUld, TEM HE
MeHee U3 padOThl HE BIOJHE MOHATHO BEAETCS JIM B HAcTosIIee BpeMs 0a3a(bl)
JAHHBIX TMAIMEHTOB JETCKOTO BO3pacTa C KaKoOW-TMOO U3 HCCIEIyeMbIX
ITaTOJIOTHH.

2. Ilo uccnenoBaHHBIM 3a00JI€BaHUSIM B COOTBETCTBYIOIIUX pa3jeiiax
paboThI MPENICTABICHO pacIpe/iesieHne 00CIeJOBAaHHBIX aBTOPOM MAIMEHTOB B
pa3nuuHbIiX cyObekTax P®d, rie mpuBOAUTCS YUCIO OOCIEIOBAHHBIX CEMEH,
YHCJIO MAIMEHTOB, a TAKKE YMCICHHOCTh HACEJICHHs B CyOBEKTaX CTpaHbl, U, KaKk
pe3yabTaT — OLIEHKA YacTOThI (BCTPEUAEMOCTH MAIlUEHTOB?) B 3THX CyOBEKTaX.
He o4eHb NOHATHO, O 4YeM TOBOPUT 3Ta OIIEHKA, O3HAYAEeT JU 3TO, YTO B
WCCJIEIOBAHUE BOIILJIM BCE TAIMEHTHI (MU XOTA Obl OOJBIIMHCTBO) U3 ITUX
PErMOHOB, KOrJa MOXHO ObLIO OBl pacCUMTHIBATH 4acTOTy 3aboneBaHusi? K
CO’KaJICHUIO, B JIUCCEPTAIIMU HE yKa3aHO, KaKUM 00pa3oM coOupalics mMarepuai
U3 PErMOHOB.

3. bompmoe BHMMaHme B paboTe  ymenseTcsS  HMCCISIOBAHHUIO
OTHOCHUTEJIbHBIX YacTOT M CHEKTpa MAaTOT€HHBIX BapHaHTOB reHoMma. (OJIHAKO
HE ICHO, Kakoll MeTOJi MNpPUMEHSETCS B JUCCEpPTAllUM ISl  OTHICKAHMS
OTHOCHUTEJIBHBIX 4YacTOT OOHAPYKCHHBIX MYyTaIllUid M C KaKOW TOYHOCTHIO OHH
BBIYUCIISIFOTCSL.

4. B opgHux mpoTOKONAX AMArHOCTUKHU HACJEACTBEHHBIX Oose3Hen
oOMeHa, M3yYeHHBIX B HacCTOsIIeH paboTe, aBTOp MpeaaraeT HCIOJIb30BaTh

CCKBCHHUPOBAHUC I10 CaHrepy B Ka4C€CTBC IIOCJICAHETO 3Tarla JUuarHoCTuKu, Toraa
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KaK i1 Apyrux 3a00J1eBaHUI npeIaracTcsa MmpoJA0JoKaTh IMOHUCK IMaTOTCHHBIX
BAapUAHTOB T'¢HOMa METOOAOM MYHBTHHHGKCHOﬁ JINTa303aBUCUMOM

amruukanuu npoo. C yeM CBsI3aHO JaHHOE pa3iandue?

9. IleyaTrHble paldoTHI, OTpaKaAIIHEe OCHOBHOE COJEpP/KaAHMe
AUCCePTALMHU

Martepuansl, BOLIEANINE B AUCCEPTAINIO, OMyOIMKOBaHbI B 79 HaydHBIX
Tpydax, B TOM uucie B 2 MOHOrpadusax M 27 HayuyHbIX CTaThsIX B JKypHaJax,
PEKOMEHAOBAaHHbIX BpIclIeld aTTeCTalMOHHONW KOMHCCHEN Npu MuHuHcTepcTBe
HayKu W BbIciiero oOpa3zoBanust Poccuiickoit @enepa. ABTOPOM MOJIyYEHbI
2 maTeHTa Ha u3obperenus Poccuiickoit Meaeparmn (Ne 2621161, Ne 2621162),
pa3paboTaHbl KIMHUYECKUE PEKOMEHAAIINH 110 MATH HO30JIOTHSIM.

ABTopedepaT auccepraluu IOJHOCTBIO OTpakaeT HauOosiee BaXKHbIE
IOJIOKEHUSI JIUCCEpTallii, JaeT IMpeJICTaBlIeHHEe O TpojAeIaHHOW padore,
COJIEP>KUT B KPATKOM BUJIE BCIO MH(OPMALMIO, XapaKTEPU3YIOILLYIO MTOTYyYEHHBIE

PE3YyIIbTaThbl, OCHOBHBIC ITOJIOKCHUS M BBIBOABI TUCCCPTALIHNH.

10. 3akr0uenune

Hucceprammonnas pabora CaBocTthsinoBa Kupuiia BukropoBruua Ha TeMy
«OnTuMH3anMsT  MOJIEKYJIIDHOW  TWAarHOCTUKM  PEIKUX  HACJEICTBEHHBIX
Oone3Hell 'y pOCCHHMCKMX TMalKWEHTOB», BBHINOJHEHHAas TpU HAay4YHOM
KOHCYJIbTUpOBaHUU  akagemuka PAH, goktopa OHMOJOrMYECKHMX  Hayk,
npodeccopa I'unrepa Eprenuss KoHcTaHTHHOBHMYA, SBISETCS 3aKOHUCHHBIM
HAayYHbIM TPYyAOM, B KOTOPOM HAa OCHOBAaHHUM BBINIOJHEHHBIX aABTOPOM
UCCJIEIOBAHUM  pa3pabOTaHbl TEOPETUYECKHE TOJIOKEHHS, COBOKYIHOCTb
KOTOPBIX MOXXKHO KBJIM(UIHUPOBATh KaK HAYYHOE TOCTHXKEHHUE, OCYIIECTBIICHO
pellieHne Hay4YHOW MpoOJieMbl COBEPIICHCTBOBAHMS PaHHEW IUArHOCTHKU U
NPOTHO3UPOBAHUSI  PEIKMX  HACJIEICTBEHHbIX  3a00J€BaHUN, HMMEIOUIUX
IIATOI€HETUYECKOE JIEYUEHUE, CBOEBPEMEHHOE IIOJy4EHHUE KOTOPOIO IO3BOJISAET

NPUOCTAHOBUTH HEOOpaTuMble, a B OOJBIIMHCTBE Ciy4yaeB (parasbHbIe
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U3MEHEHUs] OpraHOB M TKaHEW MalMeHTOB, HMEIOLIUX B CBOEM TIE€HOME
MaTOreHHble TeHeTUYeckue JedeKTbl, a TakKXXe U3JI0KEHbl Hay4yHo-
000OCHOBaHHbBIE pEellIeHUs, BHEAPEHHE KOTOPBIX BHOCUT 3HAYUTENbHBIA BKJIAM B
pa3BUTHE MEAULMHBI U CUCTEMBI 3/IpaBooxpaHenusi Poccuiickoii Oenepanuy.

Pa6ora  CaBocthsiHoBa K. B.  oTBewaeT  macmopTy  3asBIEHHOM
crienuanbHocT 03.02.07 — I'eHetuka.

[To akTyalbHOCTH BBIOpAaHHOH TEMBbI, HAYYHOW HOBHU3HE U MPAKTHYECKOU
3HaYUMOCTH JuccepranuoHHas pabora CaBocthsiHoBa K. B. coorBercTByer
TpeboBaHusiM MyHKTOB 9-11, 13-14 «IlomoxxeHuss 0 MPHUCYXIEHUU YUEHBIX
creneHel», yTtBepxiaeHHoro IlocranoBnenueMm IlpaBurtenscTtBa Poccuiickoi
Oenepanun ot 24 ceHTsOps 2013 r. Ne 842 (¢ u3MeHEHUSIMH B pelaKluu
noctaHoBneHul [IpaBurensctBa Poccuiickoit @enepanuu ot 21.04.2016 Ne 335,
ot 02.08.2016 Ne 748, 29.05.2017 Ne 650, 28.08.2017 Ne 1024, ot 01.10.2018
No 1168), mpeabsaBisieMbIM K JOKTOPCKUM TUCCEPTALIUSIM.

ABTOp auccepraudoHHOM paborbl CaBocThsiHOB Kupmin BukrtopoBuy
3aCIy)KHBaeT MPUCYXJEHHUS YUeHOH CTereHU NOKTOopa OMOJIOrMYecKHUX HaykK 110
cneuranbHOCTH 03.02.07 — ['eHeTuka.

OT3bIB 3aciylIaH ¥ YTBEPXKAEH Ha 3acelaHuH YueHoro coBeta MHcTUTyTa
OMOXMMHUU U TEHETUKH — OO0OCOOJEHHOrO CTPYKTYPHOTO TOJpa3nieieHus
@denepasbHOTO TOCYJapCTBEHHOrO0 OIOHKETHOTO HAYYHOIO  yUpeXIAeHUs
VY dumckoro denepaibHOro Uccieq0BaTENbCKOT0 LieHTpa Poccuiickoit akageMuu
Hayk (mpoTtokoi Ne 2 ot 10 depans 2020 roga).

3aBenytoinas JiabopaTopueit
MOJIEKYJISIPHOM FeHEeTHKH YeJoBeKa

UBI" YOUII PAH, noxrtop
6uonoruyeckux Hayk (03.00.15),

npogecco
pod p 4(//7[/ Xunustosa Mpuna MuxainoBHa

Toanucek npod. Xuarsarosoit M. M. 3asepsito.

VYuensiii cekpetaps UBIT YOUI] PAH
noxrop 6uonornueckux Hayk'(03.01.04)

o)

['umanoB @yar PamazanoBuu
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10 ¢eBpans 2021 rona

HHcTUTYyT OHOXMMHH M TeHeTHKH — 000c00JieHHOe CTPYKTYpHoOe
noapasaenenne PegepajsbHOro rocyJapcTBEHHOro OHOIKETHOr0 HAYYHOIO
yupexxaeHusi Ydgumckoro ¢egepasbHOro HccCIeA0BATEbLCKOI0 LEHTpa
Poccuiickoii akagemun Hayk (MBI YOUILL PAH)

Anpec: 450054, Poccuiickas ®enepauusi, Pecnny6iauka bamkoproctan, r. Yoa,
npocnekT OkTs6ps, 71

Tenedon/pakc: 8 (347) 235-60-88

5. moyra: molgen@anrb.ru

Caiit: http://ufaras.ru/, http://ibg.anrb.ru

XycHytauHoBa Jab3a KamuniaeBHa, [0kTOp OHOJOTHYECKHX HayK IIO
cnenuanbHocTd 03.00.15 — I'eHetuka, mpodeccop, uneH-koppecnoHaeHT PAO,
akanmeMuk AxaneMud Hayk Pecnybnuku baumkoprocran, nupekrop UBIT Y OUL]
PAH

Ten: 8 (347) 235-60-88

On. nouta: elzakh(@mail.ru

Xuausatopa HMpuna MuxaiijoBHa, JOKTOp OHOJIOTHYECKHX HayK IIO
cnenquanbHoctd 03.00.15 — T'eHetuka, mpodeccop, 3aBeayroilas jadbopaTopuei
MoJiekyJisipHoi reHeTukH yenoBeka MBI YOUL] PAH

Ten: 8 (937) 309-15-31

On. noura: imkhid@mail.ru

CaeneHus o BeAyllleil opraHu3alluy, O JIULE, YTBEPKIAKOIIEM OT3bIB Beaylleil

OpraHu3alliy, O COCTaBUTE OT3bIBa U3 BeAYyILIEi OpraHu3aluy 3aBepsiIo.

VYuensrtit cexperaps UBI" YOUIL] PAH

IOKTOp GUONOTHYECKHX Hayk (03.01.04)

7D
\/ 77 ['mmanoB @yar PamazanoBuy
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