MunncrepeTso 3apasooxpatenns Poccuiickoit depepanmu
dbenepaabHoe rocyaapcersennoe 6i0KeTHOE 00pa30BaTEIbHOE YIPeRICHHE
BhICHIEro 00pa3oBaHHs
" Ceepo-3anamublii rocyapeTBeHHbIH METHIHHCKHIT ynuBepcnTer uvenn M. Meunukosa"
Munncrepersa 3apaBooxpanenns Poceniickoii @exepanun
(®I'BOY BO C3IMV um. U.U. Meunnkosa Munsapasa Poccru)

Anpec: Caukr-TlerepGypr, 191015, yn.Knpounas, 1.41
OKITIO 30625447, OKATO 40298564000, OI'PH 1117847434990, IHH 7842461679,
KIIIT 784201001, OKB3/T 85.22; 86; 72.19; 84.21
Enunas Tenedonnas cnpasounas: (812) 303-50-00, dake: (812) 303-50-35,
e-mail: rectorat@szgmu.ru
WWW,.SZgmu.Iru

1885 1907 A3
b here

«YTBEPXKIAIO»
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1 UHHOBALWOHHOHU JeATeIbHOCTH
(eiepaIbHOr0 rocy1apCTBEHHOTO
610/1KEeTHOI0 00pa30BaTENLHOIO
yUpeKIeHHs BEICIIEro 06pa3oBaHus
«CeBepo-3ana{Hblii roCy1apCTBEHHBIM
Me,uHuHHCKHH yHHBepCHTeT nmenn U.I.
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20251,

OT3bIB BEAYIIEA OPTAHU3ALIUA
0 Hay4HO-T[paKTHYeckod 3Haummoctd nauccepranuu JKoxukosa Jleonnna
Pycnanosuya Ha TeMy «OCOOEHHOCTH KIMHHYECKOTO IPOSIBICHUS BapUAHTOB B
rese NBAS npu SOPH-cungpomey, IpeAcTaBICHHON K 3allUTe Ha COMCKaHMe
yYeHOW CTeHmeHW KaHAuAaTa MEIMIMHCKMX HayK IO CHCHHAIBHOCTH 1.5.7
I'eneTnKa (MEIMIIMHCKHE HAYKH)

AKTYaJbHOCTH T€MbI THCCEPTALIHOHHOA paboThI
PasBuTHe TepCOHANM3UPOBAHHOM MEIMLUHBI CBS3aHO C IIAPOKHM
UCIIOJB30BAHUEM MOJIEKYISIPHO-TEHETHUECKUX METONOB C IeNIbI0 THArHOCTHKH,
BBIOOpa  JIEKAPCTBEHHBIX — [PEIapaTtoB I IIATOTEHETHYSCKOH  Tepanuu
HacJIeICTBEHHBIX 3a00eBaHui M WX NepBHYHOM npodunakTuku. Hamuune B
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Pecny6immke Caxa (SIkyTtust) Gomplioro TIpy3a HACNEICTBEHHOM MATOJIOTHH
IpeAronaraeT [IpOBeJIeHUE OO IIUPHBIX KJIMHUKO-ITaTOTeHETHUECKUX
HCCeIOBAaHHH HACsIe/ICTBEHHBIX 3a00JIeBaHUH C HCIIOJIL30BAHMEM COBPEMEHHBIX
reHernyeckux U OuoumHpopmarudeckux MeronoB. OcoOy0  BaKHOCTH
nproOpeTaoT ~ HCCIENOBAaHUS ~ MOJIEKYJADHBIX ~ MEXaHH3MOB  Pa3BUTHA
KIMHUYECKUX IPOSBICHUM MpPH KaXIOM HACIEACTBEHHOM 3a00JeBaHHH.
BhIIBJIGHHE KOpPpEISIMHA CHMITOMOB 3a00NeBaHUS C  ONpeaesIeHHBIMU
ATOreHHBIMHM BapHaHTAMH [€HOB, HapyLIeHHeM CTPYKTYpsl W (yHKIHH,
KOIMPYEMBIX HMH GElKOB, GOPMHUpyET HOKa3aTelbHYI0 JUATHOCTHIECKYIO 6asy.
D10 mo3BoNseT  pa3pabaTeiBaTh  METOABI  NEPBUYHON  MPOQHIAKTUKH
HAcNeCTBEHHEIX 3a00JeBaHuii, TPOrHO3UPOBATh U IIPEIOTBPAIIaTh OCI0KHEHUS
1 BEIOUPATH JIeKapCTBEHHBIE TpenapaThl.

OnuuM W3 Hauboyiee pacHpoCTPaHEHHBIX ayTOCOMHO-PELECCHBHBIX
3aGoneBaHuii MOHOTeHHBIX 3abonesanuii siBisiercs SOPH-cuuppom (SOPH,
Short stature, Optic atrophy, Pelger-Huet anomaly of leucocytes — OMIM
#614800), xotopbiii Obur  Bmepeble ommucaH B 2010 romy B AKYyTCKOM
nomyisuuni. SOPH-cuaIpoM accolmipoBaH ¢ aTOreHHBIMU BapHaHTaMU B IeHE
NBAS. HecmoTtpst Ha TO, 9T0 TeH NBAS BOBIEYEH B Psll KIFOUEBBIX KICTOUHBIX
[pOLIECCOB,  MOJEKYJSIPHBIE  MEXaHU3MBl  (OPMHPOBAHHS — KIHHAYECKOTO
nonuMopdusmMa NBAS-accolMUpoBaHHbIX cocTosHui, B Tom umcie SOPH-
CHH/POMa, OCTAlOTCA HEJOCTATOYHO HCCIIE/IOBAHHBIMA. B coBpeMeHHOH
nureparype kiuuHuueckue mpossieHus SOPH Hepeaxo paccmarpuBaroTCs
dparmenTapHo. Beicokunii kimuHudeckuit momumopdusm SOPH-cumzppoma
CYILIECTBEHHO 3aTpy[HseT IMarHOCTHKY 3Toro 3aboseBanusa. KimHuyeckne
CHMITTOMBI ATOTO 3a60JIeBaHUs TOSIBIISIOTCS B Pa3HOE BpeMs XKHM3HHU U Pa3BUTHS
peOeHKa, YTO CYyNIECTBEHHO 3aTpyJHsET paHHee paclo3HaBaHUE [aHHOIOo

3a00s1eBaHus.
UccnenoBanusi 6enka NBAS ¢ ucmonbp3oBaHMeM Iporpammbl Ha 0Oase
HCKYCCTBEHHOTO  MHTE/UIeKTa,  KOTOpas  BBINOJHSAET  MPeJCKazaHus

[POCTPAHCTBEHHOM CTPYKTYphl Oejika IMO3BOJIICT IIOJIyYUTh HOBBIC 3HAHMS O
caiiTax cBs3bIBaHMs 6enkoB napTHepoB NBAS 1 ux cy0/10MeHHOM JTOKaIHU3aIHH,
a TaK)Ke WCCIeNoBaTh BIUSHME Ha CyOIOMEHHYIO CTPYyKTypy Oenka Beex
M3BECTHBIX MATOTCHHBIX BapuaHToB reHa NBAS y nanueHToB, WMEIOIINX
pasnuunble Kiuangeckue npossaerus SOPH-cunnpoma.

Takum 06pazoMm, pa3paboTKa aIrOpUTMa MOJEKYJISPHO-TeHeTHIeCKOH
JIMAarHOCTUKH, HAIPABJIEHHOTO Ha BBEIABJICHUE BCEX MATOTCHHBIX BApPHAHTOB I'eHa
NBAS, m03BOJISIOIIEro IPOrHO3MPOBATh Y IMALUEHTOB HE TOJBKO TEYCHHE



3a60J1eBaHus, HO ¥ €r0 BO3MOKHBIE OCIIOJKHEHMUS, ABIACTCA aKTyalbHOH 3a1aqen
U MMeeT Ba)XHOE 3HAYEHHe Ul PA3BUTHS MEIMIMHCKOH TeHETHKM. 3HaHWE
maroreHesa 95Toro 3abojieBaHUs SBIAETCS HEOOXOAMMBIM YCIOBHEM IS
BHEJPEHUS AIrOPUTMOB JMATHOCTHKH, JedeHns ¥ npodumaktuku kak SOPH-
CHHIPOMa, TaKk BO3MOXXHO M MHOTHX JpPYI'HX, CXOXKHX I10 TCHETHYECKOMY
MEXaHU3MY, CUHJIPOMOB.

Hayunasi HOBU3HA MCCJIEIOBAHUS NMOJTY4YEHHBIX Pe3yJIbTATOB, BLIBOJOB
M NPAKTHYECKHX PeKOMeHAanui, cpopMyIHPOBAHHBIX B AUCCEPTALNH

Brepsele B aucceprauuu JKoxukosa Jleonuna PycnanoBuya omucaHa M
000011[eHa TeHOTHIT-()EHOTHITMYESCKasi accolHalys IaTOreHHBIX BaPHAHTOB B
rene NBAS ¢ KIMHHYECKOW KapTHHON sIKyTckux nanueHtoB ¢ SOPH-
CHHIPOMOM, BKIIIOYAIOIIedl CcHCTeMaTH3alMi0 CHMITOMOB I10 OpraHaM H
cUcTeMaM.

Briepssie y nanuentos ¢ SOPH-cunnpomom B Pecy6mke Caxa (SIkyTus),
MMEIOLMM  pasiuyHbli  KIMHUKO-(QeHoTHmuueckuil  cmektp  NBAS-
acCOIMUPOBAHHEIX 3a00JIeBaHWIM HCCIEOBaHbl TIATONEHETUYECKHE 3BEHBSA
SOPH-cunapoma B acnekte Oenka NBAS — napymenue crabunpHocTH Oenka u
cyOaoMeHHas TIPUHAJUIE)KHOCTh NaTOTeHHBIX BApHMAHTOB, W HMX KOPPEAlUH C
(GeHOTUNUYECKUMH  TpOsiBJieHUsiMHA.  BriepBble  ommcaHa  cyOaomeHHas
apXUTEKTypa W caiThl cBsa3biBaHMs Oenka NBAS, oTBeTCTBEHHOTO 3a pasBUTHE
SOPH-cunapoma u ILFS2. BriepBble BBISIBICHO BIMSIHHME AaTOIEHHOI'O BapHaHTa
¢.5741G>A (p.R1914H) rena NBAS na cy610MeHHYI0 CTPYKTYPY KOTHPYEMOTO
M Oenka. A Takke BIUSHHE JAPYrHX MaToreHHbX BapuaHToB NBAS rena nHa
crabunbHOCTh Oenka. IlonmydeHbI HOBBIE JaHHBIE O JIOMEH-CHEeLU(UIECKOM
denorue NBAS-acconuupoBaHHBIX COCTOSHHM M IIOKa3aHO pas3nuvue
MOJICKYJISSPHBIX MEXaHHU3MOB, Jexamux B ocHoBe SOPH-cunpoma u cunzipoma
JMETCKOW TeY€HOYHOUW HeJIOCTaTOYHOCTH 2 Tuma. IlomydeHHble pe3yIbTaThl
o0magar0T HECOMHEHHONH  HaydyHOM HOBU3HOM U IIO3BOJSIOT  IIOHATH
MOJIEKYJISIpHBIE  OCHOBBI ~ KIMHHYeckoW rereporenHoctd SOPH-cunapoma.
BBIBO/IBI B IUCCEPTALAM COOTBETCTBYIOT IIOCTABIIEHHEIM 3a/1a49aM.

CrneayeT OTMETHTH BBICOKYIO NPaKTUYECKYIO 3HA9MMOCTh IIPOBEIEHHOIO
uccrenosanus. Maearupunmposannusie 6uomapkepsl SOPH-acconunposanHoro
MMMyHOJe(QHULUTA TOMOIYT BpadaM KOHTPOJIMPOBATH TeueHHEe 3aboyieBaHus U
CHM3WTH PHCK OCJIOKHEHMH M HeOrarompusaTHOro mucxona 3abonesanus. Ha
OCHOBaHMH MpoBeAéHHONH paboTel pazpaborana TtecT-cucrema it JIHK
muargoctuk SOPH-cunapoma meromom [ILIP B peanpHom Bpemenu. Tect-
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cucTeMa HeoOXOIUMa /IS IPOBEIEHNs IPEeHATATEHON U ITPeIMMILIaHTal[HOHHOH
reHeTUYECKON JMArHOCTHKA B OTACOIIEHHBIX CEMbSX, & TaK)XXe BBIABJICHU
HOCHTeNnell IaToreHHeIX reHoMHbIX BapuaHToB SOPH-cumppoma s
TIEPCIIEKTHBHOTO MEIUKO-TeHETHIECKOr0 KOHCYIBTHPOBAHHS, BCTYIAIOLIKX B
Opax.

3HAYHMOCTh MOJIyYeHHBIX Pe3yJbTAaTOB AJ8 MeJHIUHCKON HAYKH
NpaKTHKH

TeopeTnyeckass 3HAYMMOCTh PE3yJbTATOB HCCIICIOBAHMA 3aKIIOYACTCsS B
MOJyYeHHH HOBHIX (YHIaMEHTATbHBIX JAHHBIX O MOJICKY/ISPHBIX OCHOBAx
wmHIgeckoil rereporennoct SOPH-cunnapoma. BriepBbie IOJNTy9deHBI HOBBIC
naHHble O JoMeH-cnenmupuuyeckom (enorune NBAS-acconummpoBaHHBIX
COCTOSIHMM M IIOKa3aHO pa3in4yie MOJIEKYJISIPHBIX MEXaHW3MOB, JieXalluX B
ocroBe SOPH-cuHpoMa ¥ CHHAPOMA AETCKOMH Me4EHOIHON HE0CTATOYHOCTH 2
tuna. Pe3ynbTaThl TPOBEJEHHOrO HCCIENOBAHMS BHOCAT 3HAYMMBIN BKIaJ B
pa3BuTHE (YHJAMEHTAIBHBIX 3HAHMKH B 00MacTH PEAKUX HACIIEICTBEHHBIX
GonesHell W CYIIECTBEHHO pACHIAPAIOT COBPEMEHHbIE IPEACTaBICHUA O
KIMHAYecKoM crektpe u marorenese SOPH-cunapoma u apyrux NBAS-
4CCOLMMPOBAHHBIX 3a00ieBaHuM, 4TO B Oy/ayIleM HECOMHEHHO CO3/[aCT OCHOBY
171 pa3paboTKU MAaTOreHeTHdecK 000CHOBAHHEBIX TEPAneBTHIECKHUX MOAXO0/0B
3TUX 3a00JIeBaHUH.

PaspaGorannas [I[[P-tecr-cucTeMa JUI1  MOIEKYJIAPHO-TEHETUYECKON
nauarnoctuky  SOPH-cumgpoma, saummiugHHas — nareHToM  Poccuiickoi
deiepaniuy, MO3BOISIET BEIIBUTH IATOTeHHbIH BapuaHT B reHe NBAS. 910 BaXHO
JJIA TIpoBeneHus MoneKyispHoil guarHoctHkd SOPH-cuHzpoma u Apyrux
NBAS-acconmumupoBaHHEIX 3a0071¢BaHui, a TAaKKe NPU NPOBEJICHAN MEIHKO-
reHeTHYECKOTO KOHCYJILTHPOBAHUS M TPEHATalbHON JMarHOCTHKH B CEMbAX
rpymnnel pucka. Yenex B obmacty nepsuunoi npoduiakruku SOPH-cuHapoma
[O3BOJMT CYIIECTBEHHO CHH3UTh TIpy3 HAC/IE[CTBEHHOH MATOJNOTHH B
Pecniy6nuke Caxa (SIkytws), a ciefoBaTelbHO, U B CTPyKType oOiiei
3abonesaeMocTu Poccuiickoit Menepanui.

Marepransl guccepraiuyd u chOpMyTHPOBAHHBIE B HEW BBIBOABI MOTYT
6BITH  HCIOJNB30BAaHBI B  HAyYHO-HCCIIENOBATENbCKOM  pabore, y4eOHO-
METOJIMYECKOM IPOIIECCe, a TaKXkKe B KIMHUKO-AMAarHOCTUYECKON JeATEIbHOCTH
YUPEIKIEHUH, OKA3bIBAIOIINX ITOMOIIb ITAIIHEHTaM C PEIKMMHU HACIIeICTBCHHBIMU
3aboneBanusMu B Poccun.



Crenenb 060CHOBAHHOCTH M IOCTOBEPHOCTH HAYYHBIX NOJIOKEHHI,
BBIBOJOB, IPAKTHYECKHX peKOMeH1annii, chopMyIHpOBaHHBIX B
AHCCEepPTALHH

PaGoTy oTiM4aeT YETKHil M CTPYKTYPHUPOBAHHbBIA AH3AMH HUCCIIEI0BAHMS,
BBICOKHMI METOJOJIOTHYECKHI YpPOBEHb BBIIIOJHEHHS ITIOCTABICHHBIX 3a/1ad,
IOy YeHHbIe pe3yJIbTaThl COOTBETCTBYIOT MIOCTaBICHHON LEJIH,
pefoCTaBIeHHBIE pe3yJbTaThl I[pUBEJEHBl B IMojJHOM oObeme. llpumeneH
INMPOKMH CIIEKTP COBPEMEHHBIX METO/OB WCCIEOBAHHS, BKIIOYAlOMINe
PETPOCIEKTHBHBIM AaHalIW3 KIMHUKO-TEHEAIOTHYECKHX JIaHHBIX  SIKYTCKHX
manpenToB ¢ SOPH-cuaapomoM, a TakKe MeTa-aHAlIU3 ONMUCAHHBIX MHPOBBIX
cayuaeB  NBAS-accoruupoBaHHBIX —naTojoruii. MoneKyispHble METOABL
BKyIouany paspaborky IT[P-TecT-cHcTeMBbl C HCIOJIB30BAHUEM MpPaHMepoB U
(DIIyOpECIIEHTHBIX 30HIOB, MOAGOP KOTOPBHIX BBIMONHsICA 4Yepe3 Ensembl,
Primer3 u Primer-BLAST. Peaknuu nposouid Ha cucreme Bio-Rad CFX96 ¢
[OCJIe Y IOIIeH aJlJIeIIBHOM MUCKpAMUHALIUEH B CFX  Manager.
HmmyHOTIpOdHINpOBaHUE BKJTFOYAJIO HMMYHO()EHOTUIIUPOBAHNE
nepudeprueckoli KpOBH Ha IPOTOYHOM LUTOMeTpe Navios M ompenesieHHe
CEIBOPOTOYHBIX HMMyHOrIoOynuHoB HM®PA-meronoM. buoundopmarnyeckas
4acTh MCCIIENOBAHUS BKIIowana ucrons3oBanue mporpammsl AlphaFold2/3 u
AD3 Complex, 6a3sr AlphaFold DB u InterPro; Busyaimusauusi pe3yjbTaToB
nposoauinack B PyMOL. Amnamu3 uHTepdeiicoB OENKOBBIX KOMILICKCOB
nposoauics depes nporpammy PRODIGY; nammBle 00pabGaThIBaINCh
ckpunramd Ha Python3 u R.

B omy6iaMKOBaHHBIX Hay4HBIX pafoTrax U aBTopedepare IIOJHOCTHIO
OTpaK€Hbl OCHOBHBIC pe3yJIbTaThl JUCCEpPTALMH, IIOJIOKEHHsS ¥ BBIBOJBI
[Tony4en narent Poccuiickoit @enepanuu Ha U300peTeHHE.

BbIBOZIEI U TTOJI0KEHHUS, BEIHOCUMBIE HA 3aIIUTY, TOJHOCTBIO 000CHOBAHBI U
Ga3MpyloTCs HA CTATHCTHUYECKHU JOCTOBEPHBIX pe3ylbTaTax. PesymsraTsl paGoTh
NpeCTABIEHLEl HA BCEPOCCHHUCKMX M MEXIYHAPOJHBIX KOH(EPEHUMAX, YTO
MOATBEPXKIAET UX HAYYHYIO 3HAUUMOCTh H JIOCTOBEPHOCTb.

Copep:xkanne AuccepTalHOHHON paboThI U ee oopmiIeHHE
JlucceprannonHas pabora uznoxeHa Ha 192 cTpaHuIax MalIMHOIKCHOTO
TEeKCTa,  WUIIOCTpHpoBaHa 33  pUCYHKaMu U 12 tabmunamu.
bubmuorpadudeckuii ykazarens Bkitoqaer 142 HCTOYHUKE, IPEUMYIIECTBCHHO
3apyGeKHBIE, YTO CBHJIETEIBCTBYET O BCECTOPOHHEM aHalHW3e COBPEMEHHOIO
COCTOSIHHUS MccieayeMod mpobiemsl. CTpykTypa JAMCCepTaluu MOoCTpoeHa 10



TPa/MIIHOHHON CXeMe M BKIIOYaeT BBeJeHHE, 0030p JUTepaTypsl, pa3Jielibl
«Matepuansl ¥ MeTOIBl HCClIenoBaHus», «Pe3ynpTartel H 00CYyXKICHHUEY,
3aK/0YeHne, BBIBOJBI, NPAKTUYECKHE PEKOMEHJAlUH, CIIMCOK COKpAalleHHH,
CIIHCOK JINTEPATYPhI U IPHUIIOKEHHS.

B pasmene «BBenenue» 000CHOBaHA aKTyaJIbHOCTE TEMBI JHCCEPTALAH,
OTpakeHa CTeleHb Hay4dHO# pa3paloTaHHOCTH IpPOOGJIeMBI, CHOPMYIHPOBAHbI
1elb W 3a4adu paboThl, MpeACTaBlIeHbl Hay4Has HOBHU3HA, TCOpPETHYCCKad U
IpaKTHYeCKas 3HAYMMOCTh, yKa3aHa CTENeHb JIOCTOBEPHOCTH IIONYyHEHHBIX
pe3yJIbTATOB, [IPUBENEHBI CBEICHMA O IMyOJIMKalUAX IO TeMe AHUCCEepTalluh U
JIMYHOM BKJIaJIe aBTopa, a Takke c(QOopMyJUPOBaHBI ITOJIOKEHUS, BBIHOCUMbIC
Ha 3alIUTY.

B pasgene «O0630p NUTEpaTypH» MpPECTaBIeH CHCTEMATH3UPOBAHHBIN
aHaAIW3 OTEYECTBEHHBIX U  3apy0eXKHBIX HCTOYHMKOB, ITOCBALIEHHBIX
KJIMHAYECKUM u MOJIEKYJISIPHO-T€HETUYECKHM acIeKTam NBAS-
aCCONMMUPOBaHHBIX 3abosieBaHuil. O030p HOCUT aHATUTHYECKUM XapakTep H
JIOTHYECKHM MOABOJUT K TIOCTAHOBKE 3a7au COOCTBEHHOTO MCCIIeIOBAHUS.

Paznen «Marepuansl W METOJBl HCCIEJOBAHHU) COJAECPKUT IOAPOOHOE
onucaHMe Ju3aiiHa paboTBl W XapaKTepPUCTHKY O0OCIIE0BAaHHOM KOT'OPTHI
HmanyeHToB. B JaHHOM pasjiesie MOC/e/I0BaTeIbHO M3JI0KEHBl NPUMEHEHHEBIS
KJIMHUYECKHE, MOJIEKYJIIPHO-TeHETHUECKHE, MMMYHOJIOTUYECKHE,
6uouH(pOpMAaTAYECKME W CTATHCTHYECKHE METO/bl, 4YTO obecrevuBaer
BOCIIPOM3BOJIUMOCTh ~ MCCIIEIOBaHMA M KOPPEKTHOCTb  HHTEpIpeTalud
MOJTy9eHHBIX TaHHBIX.

Pasnien «Pe3ynbrarel U o6cyk/IeHUE» BKIIOYAeT HECKOJBKO TOpa3/iesioB,
B KOTOPHIX IIPEJCTABIEHBI Pe3yJbTaThl KIMHHKO-(DEHOTHIIUYECKOTO aHaIn3a
nmanuedToB ¢ SOPH-cuHIAPOMOM, JaHHBIE UMMYHOJIOTUYECKOIro 00cie[0BaHus,
pe3yabTaThl pa3paboTKu W BaTHAALUH MOJEKYISPHO-TEHETHYECKON TeCT-
CHCTEMBI, @ TaK)Xe€ WMTOTH CTPYKTYPHOro ¥ OHOMHGPOPMATHYECKOrO aHaju3a
Genka NBAS. Bce pesynbrarThl HarsiiHO IIPEJCTaBICHbl B Tabnumax wu
WITIOCTPAlUAX, I0JApOoOHO OOCYXKAEHbl M COIOCTaBIE€HBl C JIaHHBIMHU
COBpEMEHHOM JIUTepaTyphl.

JluccepranuonHas pabora 3aBepiiaeTcss pasfenaMH «3akIoueHue» H
«BriBOIBI», B KOTOPHIX OOOOIIEHBI OCHOBHBIE PE3YyJBTATBI HCCIEOBAHUS.
CdopMyMpoBaHHbBIE BBIBOJBI COOTBETCTBYIOT MOCTABJICHHON LENH U 3a/lauaM
¥ OCHOBAHBI Ha MOJIyYEHHBIX JaHHBIX.



BHeapeHnne OCHOBHBIX Pe3yJIbTATOB HCC/I€I0BAHHSI H KOHKPETHBIE
pPeKOMEHIALMH 10 HCTOAb30BAHHIO Pe3y/ibTaTOB H BHIBOJI0B
JAMCCepPTALHOHHOH paboThI

Pe3ynbTaThl JUCCEpPTALMM MMEIT 3HAYMMYIO MPaKTUIECKyI0 M Hay9IHYIO
[EHHOCTh M MOTYT OBITH WCIOJIB30BAHEl B JIEATENBHOCTH YYPEeXKICHHUI,
OKa3bIBAIOIIMX MEAUKO-TEHETHYECKYI0 TIOMOIb MaldeHTaM C pPEIKUMHU
HACJeICTBEHHBIMU 3a00JICBaHUSIMHU. CucremaTH3arus KITMHUYECKHUX
nposieienuii  SOPH-cumgpoma ¥ yTOYHEHHE TIEHOTHI-(EHOTHIIHYECKUX
KOPpEJISILKH MO3BOJIAIOT MOBBICUTE 3G(MEKTHBHOCT KITMHUKO-IUarHOCTHIECKOI0
rmpoliecca, YJIy4IIMTh PaHHIOK JUAarHOCTHKY 3a0ojeBaHUs W ONTHMHU3MPOBATH
TaKTUKY JUHAMUYECKOr0 HaOII0IeHUs TIallHeHTOB.

[Tonyuennsle B paboTe [JaHHBIE I€1eC000pa3sHO BHEAPATH B IPAKTHKY
MEIUKO-TeHETHYECKUX KOHCYIbTallud TpH HHTEPIPETAllMd  pe3ylIbTaToB
MOJIEKyJIIPHO-TEHETHYECKOTO TeCTHPOBaHUs reHa NBAS, NpoBefeHHH MEJHKO-
PeHeTHUECKOro KOHCYJIBTHPOBAHMS CEMEN U OLICHKE PHCKOB POXKJIEHHUS JeTei C
NaHHBIM 3a0ojieBanueM. PaspaboranHble U 00OCHOBAHHBIE aBTOPOM IOAXOJBI K
KJIMHAYECKOH HMHTepIpeTanyy MaTOTeHHBIX BapHaHTOB NBAS woryT ObITh
HCIIONB30BaHEl  IpH  (POPMHUPOBAHMM  JUATHOCTHYECKUX  QITOPUTMOB U
peKoMeHIaluii 1o BeaeHuto nanuenTos ¢ SOPH-cunapomom.

Pe3ynbTaThl HCCIIEIOBAHNSI MOI'YT GBITH HCIIONB30BaHbl B 00pa30BaATEIBHOM
mpolecce TpH  IOJArOTOBKE CTY[IEHTOB MEIMIMHCKMX W OHOTOTMYECKHX
creLMalbHOCTEN, OpJUHATOPOB Y AaCIHPaHTOB, a TaKkKe BKIIOYCHBI B
NpOrpaMMBl  [TOBBIMIEHUS KBalu(pUKalWKd Bpayel-reHeTHKOB, IEAMaTPOB H
CHELUAINCTOB J1abopaTopHOW JuarHocTHKH. IloydeHHbIle MaTepuaibl CO30at0T
OCHOBY JUIsl JadbHEHIUX (yHAAMEHTAIBHBIX M MPUKIAJHBIX MCCIIETOBAaHUN B
06J1aCTH MEIUIIMHCKOM TeHETHKHU PEIKAX HACIeICTBEHHBIX 3200 IeBaHuM.

3aMedaHHs M BONPOCHI 0 JHCCEPTALHOHHOI paboTe

[TpUHIMIHATBLHBIX 3aMe4aHuil K JuccepTallioHHON pabore HeT. B mopsxe
JMCKYCCHHU MPELCTaBIISTCS Leeco00pasHBIM 3a/1aTh BOIIPOC:
1. Ilnanupyercs Jd B JajbHEWINeM pacIIMpEHUe WCCIe0OBaHus 3a CUET
BKJIFOYeHMS (DYHKIMOHATBHBIX SKCIIEPIMEHTAIBHBIX OAX0/0B (KJIETOYHBIX UM
MOJENBHBIX ~ CHCTEM) Il TIOATBEPXKACHMsS  BBIABICHHBIX  TEHOTHII-
peHOTHITHUECKUX KOppENALMi M YTOYHEHHS MOJCKYJIIPHBIX MEXaHU3MOB
nelicTBUS TATOreHHBIX BapuaHToB reHa NBAS npu SOPH-cunapome?

VKa3aHHBII BOIPOC HE CHW)KACT HAay9HOH ¥ MPaKTUYECKOH 3HAUMMOCTHU
JIFCCEePTALMOHHON pPaBOoTHl, KOTOpas HpeJCTaBiseT COOOH caMOCTOATENBHOE,



3aBep]HéHHOB, aKTyaJIbHOE€ Hay4dHOe HCCJICNIOBaHHE. ,D;HCCGPT&HHH B l1ieJIOM
IMPpOHU3BOJHNT 6HaFOHpHHTHOB BIIEYATJICHHUE U UMECT IOJIOKHUTEIIbHYIO OLICHKY.

SAKIIOYEHHE

Huccepranmonnas pabora XKoxuxosa Jleomnpa PycmanoBnya Ha Temy
«OcoOeHHOCTY KIMHMYECKOTO IPOSBIEHHUs BapHaHTOB B reHe NBAS mpu
SOPH-cuHIpoMey, TIpe/icTaBleHHas Ha COUCKaHWe YYEHOW CTENEeHM KaHJu1ara
MeJUIIMHCKAX HayK To crennansHoct 1.5.7 I'eHernka (MeIUMIMHCKHE HAyKH),
ABJIAETCS 3aBEPIIEHHON HaydHO-KBaIM(UKaHOHHON paboTol, B KOTOpOH Ha
OCHOBAaHHHM T[IPOBEJECHHBIX aBTOPOM HCCIEIOBAHMN CONEPXKHUTICSH pEIICHHE
aKTyaJdbHOW  HAydHOM 3a7a4d 10 pacCUIMPeHHI0 M  CHCTeMaTH3aluu
¢denorunmyeckoro crekrpa SOPH-cuHIpoMa ¥ yTOYHEHMIO KIIMHHYECKOMH
3HAYMMOCTH TIATOTEHHBIX BapHaHTOB TeHa NBAS, uMerolmed 3Ha4YeHHe Jis
MEIUIIMTHCKON T€HETUKH. _

ITo cBOEl aKTyalbHOCTH, HOBH3HE, 00BEMY BBITIOJIHEHHBIX MCCIIEI0BAHMH,
riyOuHe aHalu3a IOIyYeHHBIX MAaHHBIX M HX JIOKa3aTENBHOCTH, HAYYHOH H
IPAKTHYECKOM [EHHOCTH BBIBOJOB M  TIPAaKTHYECKHX  PEKOMEHIAluH,
JMccepTals  TOJHOCTBIO — cooTBeTcTBYyeT Kputepusiv  Ilomoxenuss  «O
IPUCYKICHHH  yUEHBIX  CTeleHel»,  yTBEP)KAEHHOro  IOCTaHOBIEHUEM
IlpaButensctBa Poccuiickoit ®eneparu Ne842 or 24 centsibps 2013 r.,
MpEeqbsBIIEMbIX K KaHOUAATCKUM JUCCepTallusaM, a €€ aBTOp 3aciy)XHBaeT
IPUCY)KJIEHHST  YY4eHOM CTeNeHUW KaHAuAaTra MEeQUIMHCKMX HayK 1o
crienmansHocTH 1.5.7 I'eHeTnka (MeIMIMHCKHAE HAYKH).

O13p1B 06CY)KImeH u 0J00peH Ha 3acelaHHM KadeIpbl MeIUIMHCKOH
regetukn GI'BOY BO C3ITMY um. MU. MeunukoBa Munsjpasa Poccun,
npotokos Nell ot «27» nosi6ps 2025 roza.

[podeccop xadeapsl MeUIIUHCKON FreHETHKH

®I'OY BO C3IMYV um. .M. Meunukosa Munszapasa Poccuu
JIOKTOp MEIUIIMHCKUX HAYK
JlapuonoBa Banentuna MipuHuYHA
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CBEECHHH O Begygeﬁ OpraHu3aliviu.

denepalbHOE FOCYJaPCTBEHHOE OIOIKETHOE

00pa30BaTesbHOE YUpeXkAeHHe BBICIIEro 00pa3oBaHus
«CeBepo-3amnaJHblii rocy/1apcTBEHHbIH

MenuIpHCKuH yauBepeuteT umenu M.M. MedynukoBay
MunucTepeTBa 3npaBooxpaneHus Poccuiickoir Denepanuu
(®I'BOY BO C3IMYVY um. N.U. MeunnkoBa Munszpasa Poccun)
191015, r. Cankrt-IletepOypr, yi1. Kupounas, n1.41

+7(812) 303-50-00, +7(812) 303-50-35

e-mail: rectorat(@szgmu.ru
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