OT3bIB

O(HUIMATBHOTO ONIMOHEHTa, JI0KTOpa OMOJIOrHYECKUX HayK, podeccopa,
3aMecTUTeJIs AMPEKTOpa 10 Hay4Ho paboTe, 3aBeytorero sadoparopueit JJHK-
auardoctuku MejiepabHOro rocy/1apcTBEHHOIO OFOKETHOIO HAYYHOIO
yupex/ieHus «MeInKOo-reHeTHYEeCKUI HayYHbIH LEHTP»

IMonsikoBa Asntekcanapa BiaaaumupoBuya
Ha JucceprairoHHyto padboty Cabepa Cuamaka Ha TeMy «IHTEpBEHIIMOHHOE
JIeUeHKE U reHeTHYeCKoe pasHooOpasue OONbHBIX ¢ CHHAPOMOM bpyranay,
MpeICTaBICHHYIO K 3alIUTe Ha COMCKaHWE yUE€HOH CTENEeHH KaHau/1aTa
MEIUIUHCKUX HayK 1o crienranbHocTsIM 14.01.26 — «cepieuHo-cocyaucras

xupyprusi», 03.02.07 — «reneTukar

AKTVAJBbHOCTH T€Mbl

Bue3annas cepaeunasi cmepth (BCC) sBnsiercs oaHON U3 BeayIIUMX NMPUYKH

CMEPTHOCTH B cTpaHaX. Hacie/ncTBeHHbIE apUTMHUU SBISETCS OCOOEHHO 4acTOM
MPUYMHON BHE3AMHON CEep/IeUHON CMEPTH Yy JIML MOJIOJIOrO BO3pacTa.
B nocienHue aecsaTUieTHs YCTaHOBIEHO, uTo cuHapoM bpyrana (Cb) He TOJbKO
HacCJIeyeTCsl 10 ayTOCOMHO-A0OMUHAHTHOMY THUITY, HO U UMEET SIPKO BBIPAXKEHHYO
IeHETUYECKYIO0 IeTepOreHHOCThb. He cMOoTps Ha HAaKOIUIEHHBbIE 3HAHUsI O TE€HETHKE
3aboneBanus, okojao 20% OOJIbHBIX ACHMITOMHBI, TakuMm oOpazom puck BCC
ocTaércst BbICOKMM. CBOEBPEMEHHOE MEJIMKO-Te€HETHYECKOE KOHCYJIbTHPOBaHHE
MOYET MOMOYb CYIIECTBEHHO CHU3UTh CMEPTHOCTb B OTATOLLIEHHBIX CEMbSIX.

Cb cBsizan ¢ myrauusmu B rene SCNSA u HEKOTOpblE MyTalMHM B B 3TOM
reHe TMPUBOAUT K MoTepe (YHKIMH HaTpUeBbIX KaHaloB. Jloosss oOHapyKeHus
myTaiui B rene SCNSA cocransiet okoso 30%. Ha ceroausiluHuii 1€Hb U3BECTHO

17 reHoB, MyTallMK B KOTOPBIX OTBETCTBEHHBI 3a pa3ButHe Chb.



HO3TOMy F'€HETUYECKOE HUCCIIEAO0OBaAHUE SBJIACTCS HEOOXOJMMbIM HTAllOM B

MCCiIeIOBAHMM apUTMUK M MEMIIMHCKOM ¥ / WM XUpyprudeckom jieuennn Ch

HayuHasi HOBU3HA MCCJIe/I0BAHMSA U MOJYYEHHBIX Pe3y/JIbTaTOB
WccnenoBanue MOCBSIIEHO aHAIW3 KIMHHUYECKAX IMPOSIBICHUH Ha OOJbILOH

rpyrmne OOJIbHBIX ¢ PEIKMM HACJIEJACTBEHHBIM HapyIlIEHHEM PUTMA.

B reneruyeckoM 4vacTu pabOThI, MOJIYUYEHbl HOBbIE JAHHbIE O MEHETHYECKOM
paznoobOpasuu Cb. U3yuen cnektp myTauuit B 7 renax (SCN54, SCNIB, SCN2B,
SCN3B, SCN4B, SNTAI w MOGI) B rpynmne 6onbHbiXx ¢ Cb, psaan Myrauui
BBIsSIBJIEH BriepBbie. HoBble BapuaHTbl ObliiM onucanbl B rene SCN5A. JlokasaHo,
yro MyTanuu B reHe SCNSA siBisitoTcs (aKTOPOM PUCKA BHE3AIHOW CEpIAeUHOM
CMEpTH y NnalueHTa ¢ CMHApoMoM bpyraja.

CyulecTBeHHasi 4acTb paOOTbl BbIMOJIHEHA C TMPUMEHEHHEM HOBEMIIHX
METOJIOB MOJIEKYJISIPHOM I'€HEeTUKH , BKJIIOYasi MOJHOAK30MHbIN aHaju3, rokKazaHa
Ba)XHOCTb IPUMEHEHHUsI IaHHbIX METO/I0B.

ABTOpOM moKa3aHo uto red SN7A/ MOXeT paccMaTpUBaTbCs KaK HOBbIM

KaHIUJATHBIN I'eH 115 CUHApOMaA prrana.

HDaKTI/lquKaﬂ SHAYHUMOCTDb DaﬁoTbl
UccnenoBanne Cabepa Cuamak mnpeJCTaBisieT MPaKTUYECKUI HMHTEpeC, Tak

Kak co3nan Ouobank oOpasuoB JIHK nauentos ¢ Cb u3 Poccun u Mpana.
Pe3ynbTaThl aHaliM3a KOPPEJSLUH TIeHOTUI-(DEHOTHUIl W INPEUIOKEHHbIE

QJITOPUTMBI  MOTYT  OBITh MCIIOJIb30BaHbI npu ME/IMKO-T€HETHYECKOM

KOHCYJIbTUPOBaHuu, B siaboparopusx JIHK-muarnoctuku npu ouenke pucka Cb

u BCC.



[Tonoxenus auccepranuu MOTyT OBITh KCIIOJIb30BAHbI B KapAUOJIOIMYCCKUX
OTACJICHUSAX B OLEHKE pUCKa BHE3aIrHOU CMEPTU W  YUYUTBHIBATHCA Ipu

XMpPYprudeckom jedeHns nanuentos ¢ Ch.

CTpYKTYPA H coaepKAHNE JHCCEPTANMOHHOM padoThI

JluccepranuonHass paboTa M3j10XKeHa Ha 143 cTpaHMLAX MAlIMHOIHMCHOTO
Tekcta W colepikuT 32 Tabauubl, 49 pucyHkoB. OHa COCTOMT M3 BBCICHMA, 3
raB, BbIBOJOB, NPAKTHYECKHX PEKOMEHJIAalMid W CIMCKa  JIMTeparyphl,

nacumTeiBarontero 114 ucrounuk (10 - pycckosspiunbix 1 104 - 3apy0exHBIX).

I'aaa 1. O030p JuTeparTyphbl

B 5Toii r71aBa aBTOPOM TPOAHATM3MPOBAHO OOJIBIIOE YMCIIO OTEYECTBEHHBIX U
JINTEpaTypHBIX MCTOYHMKOB. Pasjien MmocTpoeH rpamMOTHO, COACPKHUT JeTalbHBIN
KPUTUYECKUI aHain3 Haubojee 3HAYMMBIX KIMHHUYECKHX [AHHDIX, TPUBC/ICHDI
JaHHble O TMATO(QU3MONOTMM M TEHETHYECKOM pa3HOOOpasvu Mpu CHHApOME
bpyrana.

JIureparypHblii 0030p HAMMCAH XOPOLIO A3bIKOM. 3aMeYaHUH HET.

I'aaBa 2. MarTepuaJ M MeTO/1bI

B naHHO#1 r71aBe npeacTaBleHa KIMHUYECKas XapaKTepucTruKa 31 poccuickux
u 50 wupanckux HepoacTBeHHbIX cemed ¢ Cb. Onucanbl HCMOMb3YEMbIC
XUPYPrUuecKde  TEXHOJIOTUH,  MEIMKO-IeHETHYECKOE  KOHCYJILTHPOBAHHCE,
MOJIEKYJIIPHO-TEHETUYECKUE METO/Ibl U MOAXOIbI K (YHKLHMOHAJILHOMY aHaJIn3y
BIIEpBbIE BbIABJICHHBIX MyTauui. Bce mnpeacrapieHHbIE METObI  ABJAIOTCH

COBpPEMEHHBIMHU. 3aMeUaHUH HET.

Ii1asa 3. Pe3vabTarhbl H 00CYK/ICHHE




['1aBa cOOCTBEHHBIX PE3yIbTATOB UCCIICAOBAHKS COCTABIISET OCHOBHYIO YacCTh
paboThl U CONEPKUT OOIBLION 00beM (HaKTHIECKOro MaTepraa.

[IpoBe/ieHHbIH  aHAIW3  KJIMHHYECKOTrO TMOJMMOp(U3MA U pe3yJIbTATOB
MOJICKYJISIPHO-T€HETHYECKOTO UCCIIEIOBAHUSI, XUPYPrUUYECKOTO JIEUCHUS] U aHaJIu3
reHO-()EHOTUIIMYECKUX KOPPENISILMHA  M03BOJISIET aBTOPY C/eJaTh BBIBOAbI O
BaJXHOCTH I'€HETHYECKOIr0 MCC/IE/I0BAHMS /1Sl OLEHKH PUCKA BHE3AITHON CMEpPTH M
IIPOBE/IEHUS] XUPYPrUYECKOT0 JIEYEHHS.

Ha ocHOBaHMM  TmOJy4YeHHBIX JIAHHBIX  aBTOP  BbIZAENSET  YaCThIE
aHaMHeCTH4YecKue M KiuHudeckue npusHaku Cb. Ycranosiena josst Mytanuii B
reie SCN5A npu Cb. Haiinen HoBbiii kanauaatubiii ren s Cb. Ilokasana
>(ppexkTBHOCTL  XHUpyprudeckoro Jseuenus npu  BCC. B cooTBercTBHH C
FeHOTHII-(DEHOTUITMYECKMMH KOPPEJSILUSIMH aBTop npejiaraet airoputm JIHK-
AMArHOCTUKM W MOAM(DUUHMPOBAHHBIH  QJTOPUTM  TNPUHATHS  pelleHus 00
MMIUTaHTALlMK Kapaoseprepa aedpudpusuistopa, y naunentos ¢ Ch.

Pesynbrarel Xopowo untoctpupoBatsl rpadukamMu 1 Tadnuuamu. [IpoBeneHHbIit

CTATUCTUYCCKHUI aHAJIN3 KOPPEeKTeH. 3aMeuaHuii HeT.

BblBOIlbl H IIPAKTHYECCKHE PEKOMEH/1alluu
BbIBOIlbI U NPaKTHYECKHUE PEKOMEHJALMU JIOTUYHO BBITEKAKOT M3 OCHOBHBIX

[10JIOKEHUH JAUCCEPTaLlUH. Onu JAOCTOBEPHBI, HWHTEPECHBIC, HOBBLIC, CTPOIro
APryMEHTHUPOBaHbl, COOTBETCTBYIOT [IOCTABJICHHOM LI€JIM U 3aJayaM HCCJIeIOBaHUS

U UMEKOT CYILIECTBEHHOE 3HAUCHUE JIs MPpaKTHYECKUX Bpaqeﬁ.

Jak/JauyeHue

Hucceprauus Cabepa Cuamak « MHTepBEHUMOHHOE JIEUEHNE U FEeHETHUECKOe
pasHooOpa3ue OOJBHBIX C CHHAPOMOM bBpyrama» SBASIOTCS 3aKOHYEHHON
CaMOCTOSITEJIbHOM Hay4YHO-KBaJTU(PUKALTMOHHOM paboToii, MOCBALLIEHHON

aKTyaJbHOM MpobjeMe CepaeyHO-COCYTMCTOH XUPYprdd M TIeHeTHKH. Ilo
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aKTyaJbHOCTH W30paHHOM TeMbl, CTeNeHH 000CHOBAHHOCTH HAYYHBIX MOJ0XKEHHU,
BbIBO/IaM M MPAKTHYECKHUM PEKOMEHAALMSAM, UX JTOCTOBEPHOCTH M HOBM3HE, a TaK
K€  MPAKTUYECKOW  LEHHOCTH  JIMCCEPTAaLMsi  MOJHOCTBIO  COOTBETCTBYET
TpeboBaHuAM 1. 9 « TlonokeHUst O MOpsKE MPUCYKIEHUS YUEHBIX CTereHei,
YTBEPKACHHOro rnoctaHoBienueM IlpaBurensctBa Poccuiickoit Denepanueii
Ne842 ot 24 centabps 2013r., nperbsBISEMBbIM K KaHIUIATCKMM JHUCCEPTALMSIM, a
CaM aBTOp TOCTOMH MPUCYKIEHHUS yUEHOH CTENeH! KaHAnAaTa MeIMIIMHCKUX HayK
no cneunanpHocTsiM 14.01.26 — «cepaeuno-cocyauctas xupyprus» 03.02.07 —

«TC€HETHUKa».

3amecTuTeNb AMPEKTOpa 10 HAy4YHOH paboTe,
3aBeyromuit 1aboparopueit JIHK-auarnoctuku

deiepabHOro rocy1apCTBEHHOT0 OIOIKETHOTO HAYYHOTO

yupexieHust « MeMKo-reHeTHWECKY I Hay HbIi LeHTp»

1.0.H., npodeccop // Anexcanap Brnagumuposuu IMossikos
115478, Mockaa, yin. MockBopeube, 1. 1
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