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OT3bIB BEAYIIEIl OPTAHA3AITNNA

denepaTbHOTO TOCYIApPCTBEHHOTO OIO/DKETHOrO yupexaeHus «HanuoHansHbIN
MEIUIMHCKHA HCCIIeOBAaTEeIbCKUN IeHTp MMeHH B.A. Anmasosa» MunHCTEpCTBa
3npaBooxpaHeHuss Poccuiickoit @enepanyyd O HAyYHO-IPAKTUYECKOH 3HAYUMOCTH
mucceprau CosuroBoit Hatanuu AHapeeBHBI Ha TeMy: «KIIMHUKO-reHeTHYECKas
XapaKTepUCTHKa HEKOMITAKTHON KapJMOMHOIIATUU Yy NETE», IPEICTaBIEHHON Ha
COMCKAaHHE Y4YEHON CTeNeHHM KaHaujaTa MEIULUHCKHX HayK IO CIELHAJILHOCTH
14.01.08 — Ileguatpus

AKTYyaJIbHOCTh TeMbI HCCJIEJOBAHHUS

deHoMEH HEKOMIIAaKTHOTO MHOKapAa MPOAOJDKAET OCTABATHCA «KaMHEM
NPETKHOBEHMS» CpeIy HCclefioBaTesielli B 00JacTH JETCKOM KapIUOJIOrHH
IIOCKOJIbKY OJTHO3HAYHBIX OTBETOB Ha BOIIPOCHI O IIaTOT€HE3€ JAHHOI'O SBJICHUS,
€ro 3THOJIOIMM, MeCTa B KJIACCHPHUKAIUIX Cpeau Apyrux ¢opM KapIUOMHOIIATHH,
BapHaOeNbHOCTH KIMHHUYECKUX MPOSIBICHUN M IIPOrHO3aX HA CErOJHAIIHEH IEHb
He moynyyeHo. Eme 6ojiee CIOPHO IMOJIOKEHHE IOBBIIIEHHONW TpaOeKyIsIpHOCTH
MHOKapia y JeTeil, ITOCKOJNBKY OTCYTCTBYIOT TOYHBIE KPHMTEDHM JaHHOU
XapaKTEPUCTUKU, & WCCIEeNOBaHUS, IIPOBEACHHBIE B JAPYrdX CTIpaHaX M Ha
B3pPOCJION  IOMYJISAIHMK, JEMOHCTPUPYIOT HEOJHO3HAa4yHble pe3yNbTaThl. B

nocjegHue Troabl BCE Oonplee pacipoCTpaHEHHUE TMOJYJaloT HE TOJIBKO



HHCTPYMEHTAIbHbIE METOJNBI IUAarHOCTUKH, HO U MOJIEKYJISIPHO-T€HETHYECKHE,
OJIHAKO, B HAIlleW CTpaHe MeauaTpuyeckas KOropra MalheHTOB ¢ HEKOMIIAKTHEIM
MHOKApP/IOM U IOBBIIIEHHOW TPaOeKyIsSIpHOCTHIO ONKMCaHa HEJOCTAaTOYHO IIOJIHO,
yTO OO0yCIaBIMBaeT HEOOXOAUMOCTh IIPOBEIECHMs MCCIENOBaHMA B 3TOM
HaIpaBJICHUH.

Takum o0pa3zoMm, muccepTallioHHOe HccienoBanue Crsurosod Haramuwm
AHJIpeeBHBI, LETBI0 KOTOPOrO CTAN0 H3yYEHUE KIMHUYECKHUX M MOJEKYJSIPHO-
reHeTHYECKHX OCOOEHHOCTEW y MAalleHTOB C HEKOMIIAKTHOX KapAUOMHUOIIATHEH
JUISL YIIYYIICHHs] TUArHOCTHKH, TAKTHUKUA BEACHUS M IPOTHO3a, HECOMHEHHO,

SIBJIIE€TCA aKTyaJIbHbIM.

HoBu3Ha Hcc/ieq0BaHUS U MOJIy4YeHHBIX Pe3yJibTaTOB, BHIBOJOB H
peKoMeHaan il

HoBu3zHa wWcclIeqoBaHHS M TOJYYEHHBIX pe3yJIbTaTOB HE BBI3BIBAET
COMHEHHUH.
Brepseie B Poccuiickoit @enepanvy IpOBEAEH KOMILIEKCHBIA CPaBHHUTEIBHBIH
aHaJIH3 pe3ybTaTOB - KIMHHUYECKIX MIPOSIBTICHUH, nabopaTopHO-
HHCTPYMEHTAIBHBIX U MOJIEKYJIIPHO-TE€HETHYECKUX MCCIIEJOBAHUN y JETer IIpH
KapIUOMHOIIAaTHH C HEKOMIIAaKTHBIM MHOKapJOM U KapJUOMHOIIATHH C
MOBEIIIIEHHOM TpabeKyIsIPHOCTHIO.
OneneHa  pe3yJbTATHBHOCTE  MOJIEKYJISIPHO-TEHETHYECKOIO  MCCIEJOBaHMS
MetomoM NGS B 06beMe TpUMEHEHHS ITaHENIA [EHOB.
[IpoBemeHo mompoOHOE  ONKMCAHWE  BapUaHTOB  PEMOIEIHPOBAHHUSA  IIPU
HEKOMIIAKTHOMW KapIMOMHOIIATUH C COIIOCTABICHUEM JAHHBIX Te€HETUYECKOU
Bepu(dUKALINU JUATHO3A.
BrisBiieHa ceMeliHas cerperanus HYKJICOTHAHBIX BapuaHTOB B 20 ceMbiax, B
pe3yJbTaTe KOTOPOTrO OTpakKeHa IepCIEeKTHBA JMAarHOCTUKH [JIi CeMed ¢C
OTSTOILIEHHBEIM M HEOTSIIOIIEHHBIM CEMEMHBIM aHaMHE30M, IIPOJEMOHCTPUPOBAH

IIpuMep I[OpOI[OBOﬁ JUAarHoCTHUKH.



JIu4HbIi BKJIAJ cOHCKATEJIS

CnsuroBoii H.A. caMOCTOSITENIBHO MPOBEAECH aHAIU3 HAYYHOU JIUTEPATYpPHI
10 TeMe HCCIIeOBAaTeNbCKONH paboTel, OOOCHOBaHA €€ AaKTyalbHOCTb,
chOpMyIHpOBaHbl IENM U 33Jadyd MCCIENOBaHUS, IPOBEIEHBl BCE OTaIlbl
HCCIEOBaHUs, CTaTHCTHYeckas  o0paboTka  MONY4YeHHBIX  pe3yJIbTaTOB.
JuccepraimonHas paboTta uznoxeHa Ha 188 cTpaHuIlax MAIIMHOIKUCHOTO TEKCTa
U TIOCTPOCHA II0 TPAAWIMOHHOMY IUIaHy, COCTOMT M3 BBeJIeHHs, o030pa
JUTEpaTyphl, TJaBbl MAaT€pHAJIOB U METOJIOB, YEThIpeX IJaB COOCTBEHHBIX
pe3yJbTaTOB, TpeX KIMHUYECKUX IIPUMEpOB, OOCYXIEHHs, BBIBOIOB WU
MPaKTHYECKUX pekoMmeHjaluid. Pabora comepxut 53 pucyHka U 43 TaOIHLEL
CIHCOK HCITOJIb30BaHHOHM JIUTEpaTyphl BKIOYaeT B cebs 223 HMHOCTPaHHBIX
yUCcTOYHHKAa M 6 oTedecTBeHHBIX. OmyOauKoBaHO 7 HaydHBIX paboT, U3 HHUX 3
CTaThU B M3JaHMIX, pekoMeHnoBaHHBIX BAK MuHucTepcTBa HaykKu M BBICILETO
obpazoBanust Poccuiickoii @enepannu. Pe3ynpTaTsl IPOBEACHHOIO UCCIENOBAHUS

IMHUPOKO O6CY)K,[[CHI:I Ha paaec BCCpOCCHﬁCKHX KOHI'PECCOB.

3HAaYUMOCTD MOJIyYeHHBIX Pe3yJbTAaTOB AJsl Pa3BHTHS OTPACJIH
ITonydeHHBIE B XOJIe JUCCEPTAIIMOHHOIO HCCIIEOBAaHUS PE3yNbTaThl IO3BOIHIN
COMCKAaTEeNI0 CHOPMYIHUPOBATh COOTBETCTBYIOIIME BBIBOABI U PEKOMEHALIUU.
CornacHo pesynsratam pabotel Cusurosoit H.A. geTn ¢ HEKOMIIAKTHOM
KapAMOMHOIIATHEeH JOJDKHBI HAaXOIWTHCS IION HaOJMIOAEHHEM KapAHoJora BHE
3aBHCHMOCTH OT BBIPQXEHHOCTH TpPaOeKysIpHOCTA, a METOJ MacCOBOIO
[apaJUIeIGHOTO  CEKBEHHPOBAaHUS JOJDKEH IIPUMEHATHCS Ha IIPaKTHKE B
CHEIHAM3UPOBAHHBIX YUPEKACHUIX I Bepupukanuu guarsosa. OTpaxxeHo, 4To
BELISIBJIEHHE HYKJIEOTHIHBIX BapHAHTOB C KpaifHe HeOJarompUsTHBIM IMPOTHO30M
IIpU KIUHUYECKH TSDKEJIOM TEUYeHWU HEKOMIIAaKTHOM KapJIMOMHOIIATHU [OJDKHO
OBITH YYTEHO [JIS1 CBOEBPEMEHHOrO HalpaBieHHs peOeHKa Ha OPTOTOIUYECKYIO
TPaHCIUIAHTALIMIO Cep/lla WM Ha MMIUIAaHTAIMIO KapAuoBepTep-Ie@ubdpruisiTopa
JUISL TIpeJOTBpaIleHus] BHe3amHOW cMmepTH. CeMelHas cerperamnysi BBIIBJIEHHOI'O

HYKJICOTHUAHOI'O BapuaHTa O4Y€Hb Ba)XXHa IJIA 06CJ'ICIIOBaHI/IH CEMBH C BBISIBJICHHEM



I€HOTHII-HETAaTUBHBIX POJICTBEHHUKOB U T€HOTHUII-IIO3UTUBHBIX, C IIOCIENYIOIEN
nepeadell ociIeIHUX N0J] JMHAMUYeCKoe HaOIoAeHuE.

JIIst  yCOBEpIIIEHCTBOBAaHUS AUArHOCTUKM HEKOMITAKTHOW KapAUOMHUOIATUH Y
JeTell W B HX CEMBAX TMPEJIONKEH aITOPUTM, KOTOPhIM B Xome paboThI
IIPOZIEMOHCTPUPOBAJ CBOIO 3()(PEKTUBHOCTS.

OcHOBHBIE TTOJOXKEHUS, BEIBOJBI M PEKOMEHIAINY HayYHOH pabOThl BHEAPEHB! B
KIMHAYECKYIO MTPaKTUKY Kapauosorudeckoro otaeneHus ®PI'AY «HanuoHansHOro
MEIUIIMHCKOI0 HCCIIEIOBAaTeIbCKOTO LIEHTpa 300pOBbs feTeii» Munsapasa Poccun
U IpUMEHSIOTCS B «JleTckod WH(GEKIMOHHON KIMHU4YecKod OoibHuIE Ne6»

r.MOCKBBI.

Crenenb 000CHOBAHHOCTH HAYYHBIX MOJIOKEHHUI, BHIBOJOB H PEKOMEHIalU,
chopmMyIMPOBAHHBIX B JHCCEPTALHH

Huccepramuonnas pabora CasuroBoid H.A. BEINIOJIHEHA C UCIIONB30BaHUEM
CHCTEMHOI'0 ¥ KOMIUIEKCHOT'0 Io1X0/a. JIocTOBEpHOCTh NOJly4EHHBIX PE3YIbTaTOB
000CHOBaHa IIOHATHBIM M YETKUM [H3alHOM Hay4YHOI'O MCCIENOBaHMS,
HarISOHBIMH JHarpaMMaMd W TaOJMIaMy, JIAKOHHYHO COHOPMYIMPOBaHHBIMU
[eJbl0 M 3aJadyaMM, a Takke IPUMEHEHUEM COOTBETCTBYIOLIUX METOMOB
CTATUCTUYECKOT0 aHaJIu3a.

BEIBOIBI B PEKOMEHIAIIH JIOTUYECKHU CIEeIYIOT U3 PE3yIbTaTOB U OTPAXKAIOT
CYTh IIPOBEJEHHOW HAYYHO-HCCIIEHOBATEIbCKON paboTel. llens ucciemoBaHms

JOCTHUI'HYTa, 3ada491 BbIIIOJIHCHBI.

PexoMeHanuu MO UCMOJB30BAHHIO Pe3yJIbTATOB M BbIBOIOB
AUCCEePTALHOHHOMH PadoThI
Pe3ysbTaThl IPOBEJCHHOTO HCCIEIOBAHUS HMEIOT OONBLIYI0 TEOPETHYECKYIO U
IPAKTUYECKYIO 3HAYAMOCTH TSI KIIMHUYECKOH M MPOPHIAKTUYECKOM MeIULUHEL.
[TonyueHHbIE B XOJE BBIMONHEHHWs pPabOThl HaydyHbIE MaHHBIE IIENeCO00pa3sHO
HCIIONB30BaTh B paboTe CIEeLMANIM3UpPOBAaHHBIX OTHeNeHMH. PaspaboraHHBIN

AJITOPpUTM ITIO3BOJIUT CBOEBPEMEHHO BBIABIIATH MaJIOCUMIITOMHBIX U



0eCCHUMIITOMHBIX T€HOTHUII-TIO3UTUBHBIX MMAIlHEHTOB, YTO B CBOIO OUEPEAb YIYUIIUT
IIPOTHO3 /IS IaHHOM KaTeropuu OOJIBHBIX B IIEPCIEKTUBE.
Martepualibl ¥ Hay49HbIE MOJIOKEHUS, IIOJydYeHHBIe B pe3yNbTaTe NaHHOU paboThl,
MOTYT OBITh HCIIOJIE30BaHBI B CHCTEME BBICIIENO H JOIMOJHUTEIBHOIO
npodecCHOHANBHOr0 00pa3oBaHMUs; OHU MOTYT OBITh OILyOJMKOBaHBI B BHIE
HAayJIHO-TIPAKTHYECKUX PEKOMEHJalWid, B KadecTBe Yy4eOHOro mocodOus s
MIPaKTUKYIOLIUX Bpadell, MOJrOTOBKH OPAMHATOPOB U CHEIMAJIUCTOB BBICHIEH
BpadueOHOM KBATHU(PUKALIUH.

[IpuHIMIUATBPHEIX 3aMEYaHuid 10 JuccepTaruoHHOW pabore CHBUTrOBOM
Hatanuu AHIpeeBHBI HET.
[Tpu aHanmu3e quccepTAOHHON pabOThl BO3HUKIIU CIIELYIOIIHE BOIIPOCHL:
1. ITo BamwmM TaHHBIM OTMEYaJIUCh JIH pa3Hble BapHUAHTHI PEMOJCTUPOBAHUS ITPU
KapJUOMHOIIATHH B OJHOH CeMbe IPH OIMHAKOBOW BEIIBICHHON MyTalluu y ee
YJIEHOB?
2. Kakve xIuHUYECKHE KPUTEPHH BBl cuMTaeTe KIIOYEBBIMH IS ONpPEACIICHUS

TaKTHUKH BCACHHUA Y TIAIUCHTOB C IIOBBIIIIEHHOU Tpa6eKYJ'I${pHOCTBIO?

3akioueHue

Huccepranmonnas pabora CpsuroBodt Haranmuu AmnppeeBHsl «Knuauko-
reHeTHYecKass XapaKTepUCTUKa HEKOMIIAKTHOM KAapJUOMMOIATHH Yy JeTeil»,
IIpe[CTaBJIeHHAs HA COMCKaHHE yYEeHOW CTElleHHM KaHAMJaTa MEIULUHCKUX HayK
mo croenuansHOCTH 14.01.08 — Ilemuatpusi, sBisieTcsl 3aKOHYEHHOM HAaydHO-
KBATU(DUKAITMOHHON paboTOM, B KOTOPOM COIEPKUTCS pELICHHE BaXKHOU IS
NMeJuaTpuyd Hay4yHOM 3aJadyd — OILIEHKAa JHArHOCTHMYECKHUX BO3MOXHOCTEH H
KIMHUKO-TeHETHYECKUX OCOOEHHOCTEH HEKOMITaKTHOM KapAMOMHUOIIATUU y AeTel
JUISL YCOBEPIIIEHCTBOBAHUS TaKTUKH BEJEHUS U YIy4IIEHHUs [IPOTrHO3a y MAllUEHTOB
C HEKOMITaKTHOU KapAUOMUOIIATUEH.

[Io cTpykType, aKTyaJlbHOCTH TEMBl, TEOPETHYECKOM U IPaKTUYECKOH
3HAYUMOCTH, HAYYHOU HOBHM3HE U MOJHOTE U3JIOKEHHBIX MATEPHAJIOB, a TAKXKeE I10

JOCTOBEPHOCTH IIOJYYEHHBIX pPE3YJIbTATOB, IOHCCEPTALMOHHOC HCCIIENOBAHNC



IIOJIHOCTBIO ~ COOTBETCTByeT TpeboBanusM 1.9 «llonoxeHuss o mopsiake
OPUCYXXIOEHUsI ~ yYEHBIX  CTENeHei»,  yTBepXKICHHOIO  IIOCTaHOBJICHHEM
IlpaButensctBa P® or 24.09.2013r. Ne842 B aKTyalnbHOW pelaKiivy,
IpeabsIBIsIeMbIM MEHUCTEpPCTBOM HayKd U BhIciIero obpasoBanus Poccuiickoit
@denepauvd K OUCCEPTALIMOHHBIM paboTaM Ha COUCKAHUWE YYEHOM CTeleHH
KaHaugaTa HaykK, a aBTop, CasuroBa Hartamusa AHIOpeeBHa, 3acilyKUBaeT
NPUCY>XIEHUsI  Y4eHOH  CTelNeHH  KaHAM[aTa MEJUIUHCKHX HayK IIOo
crerpanbHocTh: 14.01.08 — I[leguatpus.

Ot3piB  Ha [gucceprauuio Casurosoii Hatamum AmnzapeeBHsl «KiuHHKO-
reHeTUYeCKasl XapaKTepHcha HEKOMITAKTHOM KapJUOMHONIATHH Yy JAETel»
o0CyXIeH W oIOoOpeH Ha 3acelaHuu NpoOieMHON komuccuu «HeonaTtoriorus,
NeauaTpusi, akyIlepcTBO U THUHEKOJOTrws» @PenepanbHOro IroCyIapCTBEHHOIO
OIO/DKETHOTO  HAy4yHOro  yupexzaeHuss  «HanuoHaNbHBIA  MeIUIUHCKHN
HCCIIeTIOBATENbCKUM  IIeHTp uMeHH B. A. AusmazoBa» MruHHCTepcTBa

3apaBooxpaHeHus: Poccuiickoit @enepanuu, npotokoi Ne 7 ot 19.05.2022 roxa.
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