OT3bIB
o¢pullnanLHOrO ONNOHEHTA, J0KTOpa OHoJ0rHYeckux Hayk, npodeccopa,
akagemuka PAH flukosckoro Hukonana Kasumuposu4a na auccepralinio
Illecrak AuHbI ['eHHAALeBHBI «MOaEKYAAPHO-TeHeTHYeCKHI NOAHMOpPHIM
APUTMOTeHHOM KapAHOMHONATHH NMPABOI0 #eJYI04Ka Y POCCHACKHX
O0oabLHbIX), NpeACTABAEHHYI0 HA CONCKAHHE YY€HOH cTeneHH KaHaHaaTa
Ouoslornyeckux Hayk no cneunaanHoctu 1.5.7. 'eHeTH kA

AKTYyajjbHOCTBL TeMbl AHCCEPTALUHOHHOr0 HCC/Ie10BAHHS
ApuTMOreHHas KkapauomMuonatus npaBoro xenygouka (AKIIXK)
3aboneBaHHEe MHOKapAa, XapaKTepU3YIOLIEECs MPOrpECCHPYIOIHMM 3aMELLIEHHEM
KapAHOMHMOLIMTOB [PaBOTO XelyaouyKa )XHpOBOH i GHOpPO3HO-)KHPOBOH TKAHBIO,
NpPUBOASIUMM K aTpOPUH M HCTOHHYEHHUIO CTEHKH >KeNyl0uyKa, ero AWJIaTalHH.
Cuuraercs, uto yactora BctpeyaeMoctH AKITK Bapsupyert B npeaenax ot 1:2000
no 1:5000. 3aboneBaHue CBsS3aHO C PHCKOM BHe3anmHOW cepaeyHON cMepTH. B
pasHbIX 3THHYECKHMX T[pyNnax apHTMOIEHHAas KapAUOMHOINATHA NpaBoro
xenyaouka saBnsercs fpuydHON 10,4%-25% cayyaeB BHe3armHOW cCepAeyHOH

CMepTH MoJoAbIx Jtoaei B Bo3pacte 17-40 ner.

3aboneBaHHe fA0Aroe BpeMs  CUMTAIOCh  Ka3yMCTHYECKH  pEeAKHM,
pacnpocTpaHEHHOCTb €ro Maljlo U3yuyeHa B CBS3H C MaJOCHMITOMHBIM TEYEHHEM
00ne3Hn W TPYAHOCTAMH [AMArHOCTHKH. Bbicokas nons ceMmeiHbIXx ciy4aeB
3aboneBanus BjeyeT 3a coboii 3ampoc Ha paspaborky JAHK-auarsoctuku
nns nauueHToB ¢ AKTIK.

B Hacrosuee Bpems neuenne AKIDK nmpoBoautcs ¢ uensto npoduIaKkTHKH
BHE3aMHOM CepAeYHON CMEPTH U MpelOoTBpaLUEHHS XU3HEYTPOXKAIOLIUX apHTMHH,
a  TaKKXe  CHHXEHHS  TpOTrpecCHpOBaHMs  XpPOHHYEeCKOH  cepaeuHoi
He10CTaTOYHOCTH.

Ponb MyTtauuit B reHax aecMocoM Yy OosblmidHcTBa nmalueHToB ¢ AKITDK
MOAYEPKHBAIOT KPUTHUECKYIO (PYHKLIHIO 3THX CTPYKTYPHbIX 3JIEMEHTOB B Cep/lle,
KOTOpbIE COXPAHAIOT LEJOCTHOCTh KAPAHOMHOLMTOB B LIMKJIHYECKHX TpoLeccax

COKpalleHHs U pacciabiieHus.



Hauuvnas c nybnaukauuu B 2000 r. o6 OTKpbITUM NEpBOH TOMO3UIOTHOMH
MyTallMM B TreHe miakoryobuHa y oskuteneit octpoBa Hakcoc (I'peums),
MOJIEKYJIIpHO-TEHETHYeCKHe  HWCCleJ0BaHHs O3TOro 3aboneBaHUs  MpHBEIH
K BBIABJIEHHIO ULIMpokoro criektpa 6Oonee yeM 1400 reHeTHyecKHX BapHaHTOB
B 12 renax, accounupoBaHHHbIx ¢ AKIDK. HecMmorps Ha 3T0, MojekyaspHas
npyH4yMHA 3ab60eBaHUs OcTaeTcsl He BbisiBIIeHHON npumepHo Yy 50% npobanaos,
a 4YacTb  HaxoAOK  [MpeAcTaBnseT coboi  reHeTHYecKHe  BapHaHThI
C HEeYCTaHOBJIEHHbIM 3Ha4€HHEM, TpeOyIolIHe TONOJHHTENbHbIX HCCIeI0BaHH.

YuuTbiBass MepekpbIBalOllMeCs TIeHeTHYeCKHe  CHEeKTpPbl  pa3IH4YHbIX
KapAHOMHONATHH, MOHUCK MYTaUHi B TreHax [JecMOCOM H acCOLMMPOBaHHBIX
C HMMH OesNKoB C onpeaeneHHEM HX 3HAYHMOCTH Ui KJIHHHYECKOIO TeueHHs
3aboneBaHHss U MNpOrHO3a $ABJISETCS COBpPEMEHHOM TeMOH [1s MeAHMUHHCKOH
reHeTHKH.

B cBa3M c 3TMM, akTyallbHOCTb TeMbl JHCCEpTALHOHHON paboTbl
Hlectak  AHubl  ['eHHagbeBHBI, MOCBSLIEHHOH  aHaNM3y  MOJIEKYJSPHO-
reHeTHyeckoro noiumopdHusMa apUTMOreHHOM KapaAHOMHOMAaTHH NpPaBoOro
XeNyao4Ka y pOCCHHCKHX O0JbHBIX, HE BbI3bIBa€T COMHEHHIA.

CreneHb 000CHOBAHHOCTH HAYYHbIX N010KEHH i, BLIBOJOB H PeKOMeHAAUMI,
chpopMyIHPOBAHHBIX B AHCCEPTALIHH

B nMccepralMOHHOM HCCnenOBaHWW MCMOJIb30BAaH KOMIJIEKCHBIH MOAXOA
K pelleHHI0 MOCTaBJIEHHBIX 3aJay C HWCMOJIb30BaHHEM COBpPEMEHHbIX,
anpoOHpOBaHHbBIX B HAayYHOH [IpaKTHKE METOJOB HCClelOBaHHs, BKJIKOYas
BBICOKOMPOW3BO/HTENbHOE  CeKBeHHpoBaHHe  HoBoro  mnokoneHus  (NGS)
Ha nnargopme lon Torrent ¢ nocienyrOLUIMM aHANH30M TapreTHbIX y4acTKOB reHOB
METOAOM  INpsMOro  JAByHanpaBleHHOro cekBeHUpoBaHHs mno  CeHrepy,
sBJIsOLIeMYcCs «30J10ThIM cTaHaapTtom» JITHK-auarHoctukwm.

Pe3ynbTaThl HCCIE10BaHHS CMIEKTPA BEISBIEHHBIX FeHETHYECKHX BAPHAHTOB
ObUIH COMOCTaBEHbl ABTOPOM C JIHTEpaTYpHbIMH [JAHHBIMH: C pe3ynbTaTaMH
M3y4eHHs  CMeKTPOB TEHETHYECKMX BapHaHTOB MNpH  pasHbIX  THMax

Kap,r_momnonamﬁ B NMATH HCCIE€OO0BAaHHAX. HPOBBABH dHaJdH3 KIHHHYECKHUX



NposiBIEHUH apUTMOreHHON KapJHOMHONATHM MPaBOro Xeiayaoyka B rpynmne
pocCUCKUX OONBHBIX.

PesynbTathbl uccienoBaHuss  0DOCHOBaHbI ~ aBTOPOM  pacHeTamH
M BbISBJIEHHbIMM 3aKOHOMEpPHOCTSIMH, HTO TNO3BOJAET OLEHUTb U TPUHATH
chopmyIMpoBaHHbIE Hay4Hble TON0XeHH, NoJy4YeHHble BBIBOJIbI
M NpeIoKeHHble Ha MX OCHOBE MpaKTHYEeCKHE peKOMeHAauud, B TOM HHCIe
BKJIIOYAIOLIHE aIrOpUTMBI MeHKO-IreHeTH4eCKOro KOHCYJIbTHPOBAaHHA
ans naurentoB ¢ AKIDK. CdopMynupoBaHHble aBTOPOM BbIBOJbI COOTBETCTBYIOT
3asiBJIEHHO ClIeLlHalbHOCTH, TPAaKTUYECKHEe peKOMEH/1alMH [TPH pa3IuYHbIX TUMAxX
peMoJenupoBaHUs MHUOKapJa aJeKBaTHbl KIMHUYECKUM 3aAayaM, peliaeMbiM
BpayaMu reHeTHKaMH U KapaMuoJioraMu st MTAaLMEeHTOB
¢ AKIDK u nns ux poacTBeHHUKOB.

PesyneTatbl auccepraudoHHONW paboTbl omyOnukoBawbl B 76 HayuyHbIX
paboTax, BKkJItO4as 23 craTbM, U3 HUX 18 B U3naHusax, pekomeHaoBaHHbix BAK PO
Ans nyONMKAUMKH OCHQBHBIX pe3yNbTaToB AMCCEPTAUMOHHBIX HCCEeL0BaHHUH,
M S5 crareit, uHAeKkcupyeMbix B 6aszax maHHbIx Scopus u/unu Web of Science,
M 53 Te3uca HaywyHoil paboTbl B MarTepuanax KoHdepeHUHl. Marepuansl
aucceprauMd  gonoxensl Ha 10 poccuiickux M 12 MexayHapoaHbIX
KOH(}epeHLHAX.

Pe3ynbTaThl Mccle0BaHUS BHEAPEHbl B NPAKTUKY MEAUKO-reHeTH4eCKOro
KOHCYJbTUPOBaHHUs, JUarHOCTUYeCKMH U JiedeOHbIH npouecc naboparopuu
MEMLMHCKOH TeHeTHMKH W OTHENEeHHS XUPYpPrUuyecKoro JedyeHHs CIOXHbIX
HapyuleHHH pUTMa Cepua U dNIeKTPOKapAHOCTUMYJISALIMH, @ TaK)Ke B NPOrpaMMbl
HEeNnpepbIBHOIO JONOJHUTENbHOrO npodeccuoHanbHoro obpasosanuss OI'BHY
«PoCCHICKUI Hay4HbI LeHTp XUpypruu UM. akaa. b.B. [leTpoBckoroy.

Pe3ynbTaThl JHK-auarnoctuku BKJTFOYEHbBI B KJIMHUYECKYIO
knaccupukaumio AKIDK, koropas 6bina BHeapeHa B JiedeOHBIN M yueGHBIH
npouecc PakynbTeTCKON TepaneBTHHECKOH KIMHUKKH WMmeHu B.H. Bunorpamosa
M kadeapsl dakynbrerckod Tepanud Ne | ®I'AOY BO IlepBriit MI'MY

uMenn M.M. Ceuenosa Munsapasa Poccuu (CeueHOBCKUI Y HUBEPCUTET).



Hay4Han HoBH3Ha M TeopeTH4eckasl 3HAYHMOCTb PadoThI

B  nucceprauuoHHoit pabore llecrak A.I. HccnegoBaH — chekTp
reHeTH4ecKuX BapHaHTOB B TreHax, Koaupyoumux Oenku  gecMocoM
M accoUMHpoBaHHbIX ¢ HUMHM OenkoB. Hcropuuecku AKIDK paccmarpuBanu
KaK «Oone3Hs gecMocoM», T.K. B OONbLIMHCTBE ciy4yaeB 3aboneBaHue
acCCOLUMMPOBAHO C [MOTEHUMAJbHO [AaTOreHHbIMH BapMaHTaMM B TeHax,
KOAMPYIOLIMX JECMOCOMHBIE OENKH: TpaHCMEMOpaHHble JECMOCOMHbIE KaArepHHbl
(IecMoKoNnuH, AECMOINerHH) U aganTepHble Oenku (1ecCMOMIaKkHH, JIaKoQHIHH,
M1aKoryioouH). OnHako, B HacToslllee BpeMs HakKalJMBaKOTCH OaHHbIE
O NOTEHLHANBLHO NMAaTOTeHHbIX BApHAHTAaX B reHax, KOAUPYHIOLIHUX OelKH KIeTOYHOM!
aAre3u, TaKxe acCOlMHpPOBAHHbIE c J€CMOCOMaMH. ABTOpOM
MICHTHQHUMPOBAHbl MYyTalUWH, B TOM 4YMCIIE€ HOBble, MPUBOISALIME K Pa3BHTHIO
3aboieBaHUS, KakKk B JECMOCOMHbIX, TaKk W B He-IECMOCOMHBIX TreHax,
¢ npeobnagaHueM TUIAa T€HETHYECKUX BApUAHTOB, PUBOASAUIMX K MpEKpalleHHIO

CHUHTe3a Oenka.

-
<

ABTOpOM MNpOaHaIU3UPOBaHbl KJIMHHYECKHE OCOOEHHOCTH MNaLMEHTOB
¢ AKIDK u oueHeHa nauarHoctuueckas 3¢dexktuBHocTs JIHK-auarHoctuku
Kak B o0meid BbibOpke OONBHBIX C Y4YeTOM pa3lM4YHbIX BapHaHTOB
peMoJeNnMpoBaHUs MHOKapaa, TaK M OTOenbHO B rpynnax OojbHBIX
C JOCTOBEpPHbIM, BEpOATHbBIM HWIH BO3MOXHbIM  auarHo3amu  AKIDXK,
MOCTaBJIEHHBIMH [0 MpOBENEHHN T'eHETHYEeCKoro HcciefoBaHHus. PaHee Ttakoii
noaxon He npuMmeHsancs. IlokazaHo, 4To auarHocTuyeckas 3¢@eKTHBHOCTDH
MCClle[JOBaHHS 3aBHCENIA OT YPOBHS JOCTOBEPHOCTH JHArHO3a.

ABTOpOM BrepBble HccrnenosaH (GEHOMeH «BbIMAAEHUA» anjens Ha obowux
rmardopmax nna cekBeHupoBaHus JIHK (npsiMoe cexkBeHupoBaHue no C3Hrepy
M cekBeHHpoBaHHs HoBoro mnokoneHus (NGS)). brino npoaeMoHcTpHpoBaHo,
4YTO SIBIIEHUC «BBIMAJEHHA» ajyens MoxeT 3arparuBate O0 0,77% aMnivMKOHOB
B TapreTHbIX MaHENsIX FeHOB, YTO MOXET MPHBOAHUTH K CHHXKEHHIO TOYHOCTH

JJHK-nuarHoctukm.



ABTOpOM TpOBeleH aHanu3 IOTEHUMaNbHbIX KOppeNslUHH «reHOTHII-
¢beHOTHT» TIpH OLEHKE 3HAYMMOCTH pasIMuuid Mexay AByMs TpyInaMu
KONMMYeCTBeHHbIX TOKa3atened C mnpuMcHeHHEM t-kputepus CrblogeHTa.
[Tokxa3zaHo, 4TO BbISIBIEHHE reHeTHYeckoro BapuanTa [V-V knaccoB naToreHHOCTH
ABISETCA (PAKTOPOM, YKasblBalOUIMM Ha Oosiee BblpaXeHHbIE (QEHOTHITHUECKHE
npossnenus AKIDK u cepb&3uslii nporHo3 3aboneBaHus.

3HAYHMOCTDb NOJIyYeHHBIX Pe3yJdbTaToB AJIS HAYKH H NPAaKTHKH

PesynbraThl, BbIBOABI M TNpaKTHYECKHMEe pEeKOMEeHAAlHH, H3J0XKeHHbIe
B JAMCCEPTALUH, HECOMHEHHO, HMEIOT KYMYJIATUBHOE 3HAY€HHE 1 MEAUUMHCKOM
HaYKH, QOpMYJIUPYIOT Pl NPAKTHYECKUX peileHUH B 00nacTH reHeTHKH, B cdepe
KapauoJoruteckoi nomoiix mnauventam. CeroaHs anroputMbl obcieroBaHHS
C HCNOJB30BAHMEM TapreTHbIX MaHened reHOB AN ONpelesIeHHs TeHETHYECKHX
BapMaHTOB M KJIAaCCOB [MAaTOreHHOCTH, YCTaHOBJIEHHbIX B PykoBoacTBe
MO0 WHTEpHpETauMH AAHHbIX, MMOJYYEHHbIX METOJAaMH MAacCOBOIO MapaJiieIbHOro
cekBeHHpoBauus  (MPS) 2018-2019 rr., a Takke B peKOMeHJIaLUsX
AMepHKaHCKOro Kojulemka MeAuUuHckoi reHetku 2015 r., BHeapeHbl
B KJIHMHHYECKYIO MpakTUKy. B auccepraunoHHoi paboTe MpoaeMOHCTPHPOBAHBI
pe3yJibTaTbl pe-MHTepHpeTalny reHeTHYeCKUX BapUaHTOB C T€YEHHEM BpeMEHH
Mo Mepe MOSBIEHHA HOBBIX NAHHBIX 00 WX MATOreHHOCTH WJIH €€ OTCYTCTBHH,
3aTparvBalolllde BaXHbIH acrekT T[IOBTOPHOIO KOHTAaKkTa Bpaya TIeHETHKa
M TalueHTa.

Ilonyyennole  aBTOpOM  pe3ysbTaThl  MO3BOASIOT  pPEKOMEHIOBATh
NepcoOHUPUIHPOBaTE  MeAMKO-reHeTHueckoe  KOHCYJIbTHUpPOBaHHE  CeMbAM
NaLMEeHTOB C  apuTMOIEHHOH  KapAuWoMuomnaTue#  MpaBoOro  >Kejyaodka
npy opraHu3auuu auddepenunansHoro noaxoaa k JIHK-nuarHocTuke M oleHke
pHCKa XH3HEYTPOXalOLUHUX COObITHH M TAKTHKH JledeHHs OONbHbIX.

Tema aucceprauuy fBJISETCA MEPCNEKTUBHON 1Js AalibHEHMEN Hay4yHOMH
pa3paboTKku. ABTOpPOM MpEACTaBleHbl OCHOBHbIE HAMpaBJIECHHUS B Pa3BUTHH
NAHHOrO HAmMpaBNEHHUS: ONMCAaHME HOBbIX T[EHETHYECKHX BapHaHTOB Hapsly

C J€TaJIbHbIM (beHOTHHHPOBaHMEM, 4TO MO3BOJHUT BbIABJIATH HOBBIE KOPPEISLIUHU



«TeHOTHN-(EHOTHN» W AaHHble O B3aHMOCBA3H pa3JIM4HbIX KapAHOMHOMNATHH;
aHanu3 «4JacThix» MyTauuii B BbiOopkax AKIDK, obuiero npoucxoxaenus
ajenel, 4acTOT PEAKMX TI'eHEeTHYECKHMX BapHaHTOB B PpasHbIX 3THHYECKHX
rpynmnax.

[lepcnckTHBHBIM NpeACTaBAseTCs AanbHellee HayyeHHe BKkaaa GpeHoMeHa
«BBITIACHUAY aiensa B CHHxeHHe To4HOoCTH JIHK-anMarHocTku: aeTekumH HoBbIX
cnyyaes ADO, onucanve npuydH W THNoB ADQO, a Takxe pa3paboTku
3pdeKTHBHBIX anropuT™MoB ansi u3beranua ADO npu auzaifiHe npalMepoB
s ITHP-onocpenoBaHHbIX METOA0B CEKBEHHPOBAHHA.

CTpykrypa # oueHKa coAepKaHHus AuccepTALHOHHOH paboThl

Hucceprauua A.I'. llectak nznoxxeHa Ha 149 cTpaHMuUax rne4aTHOro TEKCTa,
COCTOMT M3 TPagHMLHMOHHBIX pa3aenoB (BBeaeHHe; 3 IaB — 00630p nHTepaTyphl,
MaTepual W MeToAibl, pe3ynbTaThl W 0OCyXaenue; 3aKmoueHHs; BbIBOJOB;
MPaKTHYECKHX pexoMeHaaLu i H 6ubnuorpaduyeckoro CIHCKa)
W NPOMJUIIOCTPHpOBaHa 25 tabavuamu U 31 pucyHkoM. B 6ubnHorpaduyeckom
cnucke 217 nuTepaTypHbIX MCTOYHMKOB, HW3 Hux 210 3apy6exHbIx
H 7 oredecTBeHHbIX. Coaep>xaHHe aBTOpedepaTa NOJHOCTBIO COOTBETCTBYET
OCHOBHBIM MOJIOXKEHHAM AHCCEPTALIHH.

JlMccepTauMoHHas paboTa HarMcaHa XOpOLIHM Hay4YHbIM S3bIKOM, MaTepHall
M3JI0XKEH B  JIOTHHECKOW  MOCNEN0BaTEeNbLHOCTH. PHCyHKH #  Tabnuusl,
npeAcTaBleHHble B paboTe, NOCTaTOYHO HHGPOPMATHBHBI, XOPOLIO JOMOJHSIOT
H MJUTIOCTPHPYIOT OCHOBHOH TEKCT AHCCEepTaLHH.

B rnase 1 «O630p nureparypsl». NpeACTaBIEHO COBPEMEHHOE COCTOSHHE
npobnembl HM3yueHHS TeHETHMYeCKOoro pa3HooOpa3susi TNpHYHMH apHTMOreHHOM
KapaAMOMHONIAaTHX NPaBOro >KenyAo4yka ¢ NoApoOHON mNpe3eHTauHeld OCHOBHBIX
reHOB, MyTaUMH B KOTOpbIX OTBETCTBEHHbl 32 pa3BUTHe 3aboJieBaHHA,
a TaKXe HOBBbIX reHOB-KaHAuaaToB. [lonpoOHO onMcaHbl COBPEMEHHbIE MOAXO/BI
M onpeaeneHsl orpaHu4envis B 3ddextuBHoctd [AHK-nuarnoctuku AKIDK,

HMeEIoLIHeCcs Ha CeroaHALIHUN A€Hb, YTO OTpaxaeT aKTyaJlbHOCTb p860Tbl.



ITpoaeMOHCTpHUPOBaHbl KJIMHUKO-WHCTPYMEHTAaNbHbIE METObl J1HarHOCTHKH
3abosieBaHus, a TaKXke BKJajA pe3yJbTaTOB TEHETHYECKHMX HCClel0BaHuil
B noctaHoBKy auarnosa AKTIXK. Ipusenensl onyOaukoBaHHble Hay4Hble pabOThI
O JanbHeilleM W3YYeHHH OTAENbHbIX MyTalHil U UX QYHKUHOHANBHOTO 3HAYEHHUS,
KOTOpble HanpsIMyl0 3aBUCAT OT TakUuX TEHETHYECKUX HCCIeNOBaHHUH,
KaK MpeACTaBi€eHHbIE B JAHHOW AMCCepTauMOHHON paboTe. JluTtepaTypHbIil 0030p
CBUIETEIbCTBYET O BBICOKOM TEOPETU4ECKOM YPOBHE [OAIOTOBKH AWCCEpPTaHTA.
Conepxxanue o0030pa XOpOUIO COOTHOCUTCS C JanbHENIIMMH COOCTBEHHBIMU
MCCllel0BaHUSIMH.

B rnase 2 «Marepuansl ¥ METOAbI» 0XapaKTEpHU30BaHa CTPYKTYpa BEIOOPKH
nauveHToB c auarHozoM AKIDK, npumeHseMble MoeKyJIspHO-reHeTHh4eckue
M cratucTuyeckue  Mertoabl.  KonuuecTBO  mauMeHTOB,  BKJIKOYEHHBIX
B uccieaoBaHue (80 mpoOGaHa0B U 16 1x KPOBHBIX POACTBEHHUKOB), TOCTATOYHO
AJ1sl BBIIOJHEHUs] pabOThl COMNIACHO MMOCTABJIEHHBIM Lenu W 3azadam. IloapobHo
OCBeEILIEHBI GMOMH(bongjnqecxaﬂ 00paboTKa MoAyYeHHBIX pe3ysbTaToOB, BKAKOYas
MHTEpPNpeTaLHio reHeTUYECKUX  BApUAHTOB COTJIaCHO COBpPEMEHHbIM
PYKOBOACTBaM, M NPOTOKOJ BbISIBIIEHHUS «BbINaIeHUs» ajleNs Kak B pe3yJsbTarax
BbICOKOMPOU3BOAUTENBHOrO CcekBeHHpoBauuss Ha maardopme Ion Torrent,
TaK U NpsMOro cekBeHnpoBaHus no CeHrepy.

B rnaBe 3 «Pesyabratel M 00CyXaeHue» mnpeacTraBieHa I0ApoOHasn
XapaKTepUCTUKa KaXIOoro BbISIBJIEHHOIO NaTOr€HHOI0 W BEPOATHO MATOT€HHOro
reHEeTUYECKOro BapHMaHTa, CHEKTpa BapUAaHTOB HEYCTAHOBJIIEHHOTNO 3HAYEHMS.
[IpuBeneHa  pa3HOCTOpPOHHAA  oOueHka 3P HEeKTUBHOCTH NpoBeAEHHON
JHK-nuarHoctuku naumeHtoB ¢ AKIDK c pa3Hoil cTeneHblO JOCTOBEPHOCTH
JMarHo3a, a TaK)Xe C YYeTOM CpaBHEHHs CMEeKTPOB T'€HETHYECKWX BapHaHTOB
C rpyIIioH NalMeHTOB C AUIaTallMOHHON KapAHOMHONaTHEN.

Hlecrak A.I'. nposiBua cedsi CAMOCTOSTENBHBIM UCCIEA0BATENEM, IETAIBHO
U3YUMB sIBJIEGHHE «BblNafieHus» aniens kak mnpobdnemy JHK-auarHoctuku
C MpPUMEHEHHEM COBPEMEHHBIX METOJ0B CeKkBeHWpoBaHus. B paboTe mokasano,

4YTO KpOCC-Banuaaluuga TIC€HETUYECKUX PpeEe3YJILTATOB, BBIIBJIE€HHBIX OJIHOM



nnaThopMoii 11 CeKBEHHPOBAHHS, ¢ MOMOLILIO albTePHATHBHOM MIaT(OPMBI
sBnsietcss  3bdextuBHoN  cTtparerwedt  JIHK-guarHocTukd gy CHUXKEHHUS
KOJIHYECTBA JOXHBIX pe3y/ILbTaToB.

Ha ocHoBaHMM mMoONy4YeHHBIX AAHHbIX ABTOPOM NPOBEAEHBbI KJIHHHKO-
reHeTHYeCKHE COMOCTaBIEHHS W 00CYXAeHbl reHO-PEHOTHNHYECKHE KOPpPEIsALHH
B rpynne ©OonbHbix ¢ AKIDK. IlpuBeneHsl npuMepbl pe-HHTepripeTauHdy
reHeTHYEeCKMX BapHaHTOB C TEYEHHEM BpEeMEHH, B pesynbTate 4Yero 18
BbIABJIEHHBIX ~ TEHETHYECKMX  BapHaHTOB  NOMEHAIH  CBOH  «CTaTyC».
B 3axmoudTenbHol 4YacTH rnaBbl, Ha OCHOBE IPOBEJEHHBbIX HCCleI0BaHHH
M aHagu3a, aBTOPOM MPENJOXKEH OPHUIrHHAIBHBIA alrOpUTM MOJIEKYJAPHO-
reHeTH4ecKoil  JMAarHOCTHKH  OONBHBIX €  HAaNpaBASIOUIMM  [JHarHO30M
"ApHTMOreHHas KapAHOMHOMNATHA MPaBOro XXeayao4yKa".

B «3axnouenun» paborbl He TONLKO 00OOLIEHB! MOJy4YeHHblIE B pabote
JaHHble, HO MW TMpHBOAATCA nepcnexkTuBHble mnoaxoabnl K JIHK-muarnoctuke
NMaLKEeHTOB C KapAHOMHOMATHAMH.

BbiBobI mo monyuyeHHbIM pe3ynbTaTaM cHOpMYITHPOBAHBI KPAaTKO H SCHO.
ITpeanoxeHsl BO3MOXHBIE HAMpaBJE€HHs AaNbHEHIIMX HCCIENOBaHHA Mo 3TOH
TEeMaTHKe, a TaK)Ke JaHbl MpakTHYecKHe pekomeHaauuu. [lpeacraBnenHas padora

ABJACTCA 3aBEPIIEHHBIM HAYYHBIM HCCIIEAOBAHHEM.

3akJ04YeHne

TakuMm o0pa3zom, auccepraliMoHHas pabora llectak AHHbI ['eHHagbeBHbI
Ha TeMy  «MoneKkyJspHO-T€HETHYeCKHH  MOoJMMOpdH3M  apHTMOTEeHHOM
KapJAHOMHONATHH MPAaBOTO XKENydo4Ka y POCCHHCKHX OOJIbHBIXY, BBITOJHEHHas
NoJ pYyKOBOACTBOM [JOKTOpa MEAWUMHCKHX HayK 3akns3bMHHCKOH EneHsl
BanepbeBHbl M mnpeacTaBneHHas K 3allMTe HAa COMCKAHHE Y4YEHOH CTEmNeHH
KaHauaaTa OHONOrMYecKuX Hayk Io crieuHansHocTH 1.5.7. ['eHeTHKa, BbINOJHEHA
Ha JOCTaTOYHOM METOAHYECKOM YPOBHE H SBISETCA 3aBEpLUEHHOH Hay4yHO-
KBanHPHKaLHOHHOM paboToM, coaepxalleldl OOOCHOBAHHOE Hay4HbIM MOHWCKOM
pelieHHe aKTyalbHOM HaydHOM 3afaud — H3y4eHHe noJumopdu3ma reHoB,

KOAUPYHOUWHX OCHOBHBIE NECMOCOMHBIE H HE-IECMOCOMHBIE 6CHKH, H KJIHHHKO-



reHeTHYeCcKoro mnojaumopdu3mMa apUTMOTEHHOHW KapJHOMHMOMATHH  MpPaBOro
Xellylodka Yy PpOCCHACKHMX NaUMEHTOB, HMMEILIEH CYUECTBEHHOE 3HayeHHe
JUis COOTBETCTBYIOLIEH OTPAC/IH HayKH W TIPAKTHKH.

JuccepraunoHHast paboTa COOTBETCTBYET KPHTEPHSIM, YCTAHOBJIEHHBIM I1. 9
[TonoxeHHs o MPUCYXAEHUH yUEHbIX CTENEHEH, YTBEPXKACHHOIO TOCTAaHOBIEHHEM
I1paBurenscrBa Poccuiickoit @enepaunu Ne 842 ot 24.09.2013 r. (c U3IMEHEHHUAMHU
B pemakuMM rmnocrtaHoBieHuil [lpaBurennctBa Poccuiickoit  ®enepauuu
Ne 335 or 21.04.2016 r., Ne 748 ot 02.08.2016 r., Ne 650 ot 29.05.2017 r,,
1024 ot 28.08.2011 r., Ne 1168 ot 01.10.2018 r.), npeabsBAsSEMbIX

c

=

K JHCCEPTALHOHHLIM pa60TaM Ha COHCKAaHHE yquOﬁ CTENCHNW KaHanaara
OHOJIOrHYECKHX HAYK, a €€ aBTOp 3aCNy>XHBAC€T NMPHCYXKIACHHUA HCKOMOWH CTErNEHHU

no cneuvanbHoctH 1.5.7. ['eHeTHKa.

«/Z » anpens 2022 r.

Hayunbiii  pykoBoguTe/ie  ®elepaibHOro  roCylapCTBEHHOro  OIOMKETHOro
yupexnaeHus Hayku MHcrtutyra obuweit reHetukn wum. H.M. Basunosa
Poccuiickoit akanemun Hayk (MOl'en PAII), ngxTop 61onoruyeckux Hayk,
npodeccop, akageMuk PAH %:Konaﬁ Ka3sumuporud SIHKOBCKHi

CneuuranbHOCTb «I eHeTHKa» \\

Moanucs H.K. SIHKkoBCKOrO
«3aBepsiton

Vuenslid cexperaps MOl'en PAH,

JIOKTOp OHMOsI0rHYeCcKHX HayK, mpodeccop £ o Cepunbii Kapumosud Abunes
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