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Ha aBTopedepar aucceprauun Bypbikunoii IOnun CepreeBunt «Kiaunuko-
reHeTHYECKAasl XAPAKTEPHUCTHKA KApAHOMHONATHH ¢ JIHJIATAHHOHHBLIM
(eHOTHIIOM Y POCCHIICKHMX JeTeii» HA COHCKAHHe YYeHOH CTelneHH KaHIH1aTa

MEAHIUHHCKHX HaYK o cneunajbHocTam 3.1.21. [lequarpus u 1.5.7. 'eneruxka.

Kapauomuonatuu ¢ nunaraumoHHbiM GeroTunom (JIKMIT) y nereit ocrarores
OJIHOW M3 HauboJjiee CIOXHBIX U 3HAYUMBIX ITPOOJIEM COBPEMEHHOMN MeAHaTpUH U
JASTCKOW KapJHOJIOrHd. Bricokas wacToTa WHBaJIMIM3AIMH, PHCK BHE3AITHON
Cep/IeYHOM CMEepPTH U MPOTPecCUpyIollee TeueHHe XPOHMUYECKOH cepiedHon
HegocraToyHoCTH (XCH) onpenensior HEOOXOAUMOCTb paHHEH ITHOIOTHYECKOI
JUarHOCTMKH M TEPCOHAIM3UPOBAHHOIO TMOAXO0/a K BEJIEHHUIO I1al[MEHTOB.
BHeznpen#e METO10B BBICOKOIIPOU3BOAUTEILHOIO CEKBEHHPOBAHH S OTKPBLIO HOBBIE
BO3MOJYKHOCTH JIJI BBISBJIEHHSI T€HETHYECKUX JeTePMUHAHT 3a00JIeBaHUs, OHAKO
70 HAaCTOSLIEro BPEMEHH CHCTEMATH3MPOBAaHHBIE JaHHBIE O CIEKTpe MYTAallHi,
FeHOTHUI-(PEHOTHITHYECKMX KOPPEISIIUAX U IIPOrHOCTHYECKMX MapKepax UMEHHO Y
poccurickux nerei ¢ JJKMIT orcyTcTtBoBanu. IlpencraBnenHoe aquccepTaluoHHOE

uccnenoanre bypeikunoit HO.C. BocronHseT 3TOT BaXXHBIH 1pobest.

Hayunas HOBM3Ha ucclle/OBaHHsS He BBI3BIBAET COMHeHMI. Brepsele B
OTE€YECTBEHHON IIeIHAaTPUYECKOH TNPaKTHKE TMPOBENEH KOMIIJIEKCHBINH aHalu3
reHeTudecko  ctpyktypel  JKMIT 'y 196 nereii. ABropoM IOKa3aHO
HpCBaHHPOBaHIer IIATOI'CHHbIX BApHaHTOB B CapKOMeprlX redax, Cpe,ﬂllfi KOTOprX
Haubosee yacTeMu siBisitorest MYH7, TPMI, TNNT2, TTN u ACTC!. BaxHbim
JAOCTH)KEHUEM SABIISICTCS OINMCAHHE HOBBIX, paHee HE HM3BECTHBIX HYKIECOTHUIHBIX
BapuaHTOoB. HOBH3HOHM paboThl sABISETCS BBISBICHHE T'€HOTHUII-CIENU(PUIECKUX
KIMHUYECKHX MAapKepoB, HAlpUMeEp, TaKHX KaK MO3MHIS MaHudecralnus H
cuHycoBas Taxukapius st I7N-oOycnosnedHod JIKMII. Bnepsoie Ha neTckoii
KOTrOpTe BBIZC/IEHBl HE3aBUCHMBIE MPEJUKTOPBl HEeOJAronpuATHOrO HCX0/a

(JIeTanbHBIR HCXOJ] HIIH TPAHCIUIAHTALIMSA CepALA).



Pesynbratbl paboTel yrayOmAroT (yHIaMeHTalbHble IPECTAaBICHHS O
[aToreHe3e M  BO3PACTHBIX  OCOOEHHOCTSX  TEYEHHHd  HAC/IACTBEHHBIX
KapAHOMHONAaTHH. ONTHMHU3HPOBAHHBIH QJIFOPUTM AHArHOCTUKH C BKJIIOYEHHUEM
KacKaJHOrO CEeMEHHOI0 CKPUHMHIA WMEET HEeNocpeJCTBEHHOEe 3HAYEHUe IS
KIHHHYCCKOH NMPaKTHKH. [Ipe/ioKeHHbIe MPOrHOCTHYECKHE KPUTEPHH T03BOIISIOT
CTPaTU(UUMPOBATH NALMEHTOB Ha IPYIIILI PUCKA U CBOEBPEMEHHO PellaTh BOIIPOC
00 HHBa3UBHBIX MeTonax nedenus. bypsikunoit FO.C. Takke npoaeMoscTpipoBana
BbICOKast 3 peKTUBHOCTb NGS-1MarHOCTHKH B JETCKOM NOMysiuy (BepuprKalis
9THOJIOTHH y 78% MAauMEHTOB), YTO OOOCHOBBIBAET HEOOXOAMMOCTH PYTHHHOI'O
BHEJIPEHUS] TEHETHYECKOr0 TECTHPOBAaHHMS B JETCKYK KapIHOJOTHYECKYIO

PaKTHKY.

ABTOpedepaT  BBIIONHEH B  KJIACCHYECKOM  aKaJeMHYeCKOM  CTHIIE,
CTPYKTYPHUPOBAH, COAEPKHUT BCe HEOOXOJMMEIE pa3jielbl (001as XapakTeprcTHKa
palboThl, pe3y/bTaThl MCCIENOBAHHS, BBIBOIbI, NPAKTUYECKHE PEKOMEHIALINH).
Marepuan uuOCTpUpoBaH 5 pUCyHKaMH M 2 TaGiMLAMM, KOTOPEIE SIBIISIOTCS
MHQOPMATHBHBIME M HarsiAHBIMA. [IpoBeleHa KOPPEKTHAs CTATUCTHYECKAs
00paboTka ¢ MpUMeHEHHEM MHOTO(AKTOPHOIO JOTHCTHYECKOTO PerpecCHOHHOrO
aHaju3a ¥ KpHMBBIX BeIKHBaeMocTH Kamnnana-Maiiepa. BoiBombl u npakTHueckue
PEKOMEHJIaMK JIOTUYHO BBITEKAIOT U3 IOJYYEHHBIX Pe3yJIbTaTOB, MOJIHOCTHIO
000CHOBaHBI M HMEIOT BBICOKYIO NPHKIAJHYKO [EHHOCTb. [IPHHIMITHATBHBIX

3aMeYaHUH K COIEP)KaHKIO U 0(OPMIICHUIO aBTOpedepaTa Her.

Huccepranmonnoe ucenenosanue Bypeikunoit H0nauu Cepreesus! « Kinuuko-
TeHETHYECKasl XapaKTepPUCTHKA KapIHOMHOIIATHH C IHIATAlIHOHHBIM (DEHOTHIIOM Y
POCCHUCKMX feTeil» sBisieTcsl 3aBEepIIEHHON, CAMOCTOSTENLHO BBITOIHEHHOM
Hay4HO-KBalTU(PUKALMOHHON PaGOTOM, B KOTOPOi CONEPIKHTCS pPellleHHe BasKHOM
HayYHOH 3a/1a491 — COBEPLICHCTBOBAHUE IMATHOCTHKHU, IPOrHO3HPOBAHHS TEUEHMUSI
u cemerHoro ckpunuura npu JKMII y nmereil Ha ocHOBe aHaim3a KIMHUKO-

F€HETHYECKHUX B3aUMOCRBS3E.



Jlucceprannonnas pabora bypeikunoi FO.C. monHOCTBIO COOTBETCTBYeT
TpeboBaHusM 1. 9 «[lonoxkeHHS O NPHCYKAEHMH YUYSHBIX CTEleHEH»,
yTBepKAE€HHOrO mnoctaHoBinenreM IIpasurensctBa Poccuiickoit ®enepauuu ot
24.09.2013 r. Ne 842 (B pgeicTByrowleH pelakuuH), TPebSIBIACMBIM
MuHncTepcTBOM HAayKH W BbICHIero obpazoBanus P® Kk jguccepraumsM Ha
COHCKaHMe Y4Y€HOH CTeleHH KaHaujaTa HaykK, a e¢ aBTop, bypbikuna IOunus
CepreeBHa, 3aciyKuBaeT MPHUCYXKIEHMS UCKOMOM  CTENeHM  KaHIHAATa

MEAMLMHCKUX HayK 1o crequanbHocTsaM 3.1.21., [leguatpus u 1.5.7. 'enetuka.

H.o0. nepBoro 3amecTuTelNIs IMpeKTOpa,
3aBeyromas Kagenpoi MosekynspHoii renernku 1 GuonHbopMaTHKHU
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