OT3bIB OPUITUAJIBHOI'O OIIIOHEHTA
JIOKTOpa MeMIMHCKIX HayK MapkoBoit TatbsiHb! BiiaIMMUPOBHBL
Ha ccepTanuonnyio padory XKoxukosa Jleornaa Pycianosuya
«OCcOBeHHOCTH KIMHUYECKOro NPosiBIeHdsl BApHAHTOB B rene NBAS npu
SOPH-cunapomey,
TIpeICTAaBIEHHYIO Ha CONCKAHUE YIEHOH CTCIeH! KaHau/1aTa MEIAINHCKIX HayK IO
crenmansroctd 1.5.7 — [eHeTnka (MeUIMHCKAE HAYKH)

AKTYaJIbHOCTb T€MBbI HCCJI€/I0BAHUS

Jluccepranmonnas padora JKoxmkopa Jleonnia Pycnanosuda MOCBALICHA
U3YYEHWI0  KIMHUKO-DEHOTUIMYECKUX  H MOJIEKYJISIPHO-TIATOr €HETUYECKUX
ocobernoctelt SOPH-cHHApOMa, aCCOMMUPOBAHHOIO ¢ BapuaHTaMH B I'CHE NBAS, —
PE/IKOr0  HAC/IEACTBEHHOro  3aboneBaHusi ¢ BBIPAKCHHOH KJIMHUYECKOHN
reTeporeHHOCTHI0 W BBICOKOH MEIHKO-COLMAIBHON 3HAYMMOCTBIO Ui OTAC/IBHBIX
nomysmit.  Ocobyro  akTyalbHOCTh HCCIIeJIOBaHHe NpHOOpeTaeT B yCIOBHAX
Pecny6mkn Caxa (SIkyTust), TAe BCIENCTBHE BBHIPOKEHHOTO 3((eKTa OCHOBATEIA
gactora SOPH-cuEipoMa CyIeCTBEHHO BBEICOKA, 4TO (GOPMHUPYET 3HAUMMYIO HArpy3Ky
HA CHCTEMYy 3[paBOOXpaHEeHWs U TpeOyeT yriyOn€HHOro M3YYCHHA MEXaHHU3MOB

3aboseBaHus.
HecmoTpst Ha TO, 4ro reH NBAS BOBICYCH B PAX KIIOYEBBIX KIIETOTHBIX
IIPOIIECCOB,  MOJIEKYJSIDHBIE ~ MEXaHM3Mbl  (OPMHUPOBAHMA  KIMHUYECKOIo

ronmamopduama NBAS-accolMUpOBaHHBIX COCTOsHEH, B ToM drcine SOPH-cunapoma,
OCTAOTCA HEJOCTATOYHO W3YYeHHBIMH. B COBPEMEHHOH IUTEpaType KIMHUYECKUEC
npossaerus SOPH Hepenko paccMaTpHBAIOTCS (parMeHTapHO. B oroit cBazm
aKTyaJdbHOM  3ajaueil  sBIgeTCd  KOMIUIEKCHO® — HCCJICJOBAaHHME  TEHOTHII-
(GEeHOTUIIMYECKHX CBSI3€H €  MCIONb30BAHHEM  COBPEMEHHBIX — MOJICKYJIPHO-
reHeTHYecKnX M OMOMH(OPMATHISCKHX IOIX0/I0B, YTO UMEET BAKHOE 3HAYCHUE LA
pasBUTUS ~MEIMIMHCKON TICHETWKM, TIOBBIIICHHS TOYHOCTH JHArHOCTUKHA U
GOpMHPOBAHHS TPEINOCEUIOK ISl ITATOTeHETHIECKH OOOCHOBAHHBIX IIOAXOAOB K
BEJICHUIO NAI[MEHTOB.

CreneHb 000CHOBAHHOCTH HAYYHBIX M0JI0KEHUH, BHIBOJAOB U
pexoMeHaanuii, chopMyIHPOBAHHBIX B IHCCEPTALUH, UX J0CTOBEPHOCTH
JluccepTranyioHHOE HCCIIEOBAHUE BBIIOIHEHO Ha BBICOKOM METOIHYECKOM
ypoBHE. ABTOpoM 9&TKO cOpMyIMpPOBaHbI LEJb U 3a1a4u MCCIEI0BAHMSA, JIOTHYHO
BEITEKAIOIIEe W3 AaKTyalbHBIX TnpobmeM u3ydeHus NBAS-acCOIMMPOBAHHBIX
3aboneBaHMd M HampaBiIeHHBIE Ha HMX KOMIUIEKCHOE KIMHHKO-MOJIEKYJIpHOE U



[TaTOreHeTHUEeCKOe OCMBICTeHHe. [l MX pEIeHHs HCIOJIB30BaH IMHPOKHH CIIEKTP
B3aMMOIONOIHAIOMNX KIMHUYECKHX, 1a00paTOPHBIX, MOJIEKYIAPHO-TEHETHICCKUX H
6uorH(GOpPMAaTUIECKUX METOMIOB.

OGOCHOBaHHOCTh ~ HAy4YHBIX  IIOJIOKEHMM M BBIBOJOB  IHCCCPTALUH
NOATBEPXKAACTCA MCIONb30BAHIEM PENpEe3eHTATHBHON W YHHKAIBHOH IO 00BEMY
BbIOOpKH MarueHToB ¢ SOPH-cuHIpoMoM, KOMIUIEKCHBIM KJIMHUKO-(DEHOTUITHIECKIM
AHAIN30M, METOJAMH HMMYHONPO(QHIMPOBaHMS, a TakkKe MpUMCHEHHEM
COBPEMEHHBIX BBIYHCIUTENBHBIX MOIXO0J0B, BKIOYAsS CTPYKTYPHOE MOJCIMPOBAHUE
Geaka ¢ wucroiploBanueM AlphaFold. Ilpumen€HHBIC METOABI — a/IEKBATHEI
MOCTABJIEHHBIM 3aja4aM M COOTBETCTBYIOT COBPEMEHHOMY YPOBHIO PasBUTHA
MEIUIIMHCKON T€HCTHKH.

JlOCTOBEpHOCTh  IIOJTYYEHHBIX ~DEe3yJbTaTOB HE BbI3BIBACT COMHEHMH 1
MOATBEPXKIACTCS ~ BHYTPEHHEll  COIVIACOBAHHOCTBIO  JAHHBIX,  KOPPEKTHOH
CTaTHCTHUECKON 0OpabOoTKOM, CONOCTABICHHEM COOCTBEHHBIX Pe3yJlbTaToB C
TaHHBIMYA COBPEMEHHOMN JIMTEPaTypPBl, a TAKXKe anpodarmei MaTepHaioB IncCepTalin
Ha Hay4yHbIX KOH(GEpeHIMAX W TyONMKauuedl OCHOBHBIX —PE3yJbTaToB B
pelleH3upyeMbIX HaydHbIX KypHanaX. BeIBOZBI ¥ PeKOMEH/IALMH JIOTHIHO BEITCKAIOT
W3 IpPE/CTaBIEHHBIX PE3yJbTAaTOB, IIOJHOCTHIO COOTBETCTBYIOT IEIM H 3ajadaMm
HCCIIEN0OBAHMS U OTIIMYAOTCS BEICOKON CTEIIEHBIO apryMeHTUPOBAHHOCTH.

Hayuynasi HOBU3HA HCC/IEJ0BAHUS

BriepBble NPOBEIEHO KOMIUIEKCHOE KIMHHKO-(DEHOTHIMYECKOE HCCIIe/I0BaHIE
KpyIHeHmeit Ha CeromHsMIHWA JeHb KoropThl marueHtos ¢ SOPH-cunapomom ¢
cHCTeMAaTH3alMedl KIMHUYECKHX IIPOSIBIGHUN IO OpraHaM M CcuUcTeMaM H HX
COIOCTABJIEHUEM C FeHEeTHIEeCKUMHU BapranTaMy B C-KOHIIEBOM PErHOHE reHa NBAS.

BriepBsle BhIIO/IHEHO HecrenoBanne SOPH-cuupoMa ¢ aHann30M ¢yOn0MEHHOH
apxutekTypsl 6enka NBAS u ero xomrmiekcos. [lomydeHsl HOBBIC JIaHHBIC O JOMCH-
crierupuueckom  ¢Qenorue  NBAS-aCCOUMHPOBAHHBIX ~COCTOSHMA M [10Ka3aHO
pasTHuMe MOJIEKYJIPHBIX MEeXaHM3MOB, Nexammux B ocHose SOPH-cunmpoma u
CHHIIpOMA JIETCKOU II€YEHOYHOM HEIOCTATOYHOCTH 2 Tura.

BriepBsle 110Ka3aHO, 4TO MucceHc-BapuaHT p.Argl914His, accomupoBaHHbIi ¢
SOPH-cHHIpOMOM, sBAserTcs Haubonee BBIPAKEHHBIM  ACCTAOMIHZHPYIOMUM
BapPUAHTOM CpEJ¥ M3BECTHEIX MATOreHHBIX BapHaHTOB C-KOHIEBOTO PETHOHA Oenka
NBAS, 4TO [03BONSIET paccMaTpUBaTh HapyIIeHHe CTabMIBHOCTH Oelka KaK OTHO 13
KJIFOUEBHIX ATOreHeTHIEeCKUX 3BEHbEB 3200 1eBanus. Briepsrie HIeHTH(OUIHPOBAHEI 1
0XapaKTepH30BaHbI CAUTEI MexOemKoBoro B3aumoielicTsust NBAS u nx cybiomeHHas
IPUHAIEKHOCTh, @ TAKXKe YCTAHOBJIEHA CBS3b IOPAKEHMs JaHHBIX y4acTKOB C



(GOpMHpOBaHMEM ~ PA3HYHBIX  KIMHUKO-(DEHOTUIIMICCKHX  BApUAHTOB NBAS-
aCCOIMMPOBAHHBIX 3a00JICBAHMIA.

B 1ies1oM moJTy4eHHBIE Pe3yJIbTaThl yIIIyOIAI0T IOHUMaHHUE MOJIEKYIIIPHBIX OCHOB
KJIMHUYECKOl reTeporernoctr SOPH-crHIpoMa ¥ 001a/1al0T HECOMHEHHOH Hay4HOH
HOBU3HOM.

3HAYMMOCTh BLIBOJAOB M PEKOMEHIALMH, 0JTy4eHHbIX B THCCePTALUH, 115
HAYKH M NPAKTHKHU

[IpencraBneHHble  JaHHBIE  JONONHAIOT M CYIIECTBEHHO — PaCHIMPSIOT
COBpEMEHHBIE IIPECTABIEHUA O KIMHUYECKOM crekTpe H martorenese SOPH-
cuHIpoMa U Apyrux NBAS-acconunpoBaHHBIX 3a00JI€BaHuii, BHOCS BKJIAJl B Pa3BUTHE
(yH/IAMEHTATBHBIX 3HAHHM B 00IAaCTH METHIMHCKOM TEeHETHKH, MOJICKYIAPHOMH
GUOJIOrHH U KIMHUYECKON FeHOMHIKH Pe/IKHX HACIEACTBEHHBIX OOIE3HEH.

B pa6oTe noxazaHa 3HaYMMOCTh CHCTEMATHYECKOT0 KITMHUKO-(EHOTHIINYECKOTO
ananusa manuentoB ¢ SOPH-cmHapoMoM, BKIIIOYas ONEHKY HMMYHOJTOTHYCCKHX
HapylIeHAH, 4YT0 HMeeT HENMOCPEJCTBEHHOE TMPaKTHYeCKOe 3HAYeHHE LA
KIMHAYECKOr0 HaOMIOAeHUs GONBHBIX, CBOEBPEMEHHOTO BBISBICHUS OCIOKHEHUH H
ONTUMHU3ALIMHA TAKTHKHA BECHUS [1aI[AEHTOB.

BakHBIM MPAKTUYECKUM  Pe3ylbTaToOM [IUCCEePTAlHOHHOIO HCCIe/10BaHMs
sBisiercs paspaborka u Bamupmanus [IL[P-trecT-cucTembl i MOJICKYJIAPHO-
reHeTHueckoit quarsoctHkd SOPH-cunapoMa, 3alUIEHHON aTeHToM Poccuiickoi
@enepanu. JlanHas TecT-CHCTeMa MOXKET OBITH HCIONB30BAHA ISl CKPHHUHTA
Ma)KOPHOI'O ITATOTCHHOI'O BaphaHTa B TeHe NBAS, a TakKe IIpH IIPOBEICHUH MEIHUKO-
reHEeTHYECKOro KOHCYJIbTHPOBAHUS U NPEHATAIBHON TUAarHOCTUKU B CEMbBSX IPYIIIIEL
puUcKa.

ITomyueHHble qaHHbIe O cy61oMeHHOM apxuTekType Oenka NBAS, crabuisHOCTH
Gesnka U ero Mex0eIKOBBIX B3aUMOeHCTBUSIX (DOPMHPYIOT OCHOBY JUIs JTaTbHEHIINX
GyHIaMeHTAIBHBIX HMCCIIEI0BaHUH, HAIIPABJIEHHBIX HA HM3YYCHHE MOJICKYJISAPHBIX
MexaHu3MoB NBAS-accolMUpoOBaHHBIX 3a00JIeBaHUil U pa3palbOoTKy [1aTOreHETHYECKH
O0OCHOBAHHBIX ~ TEPANMeBTHYECKUX IOAXOJ0B. Marepuaisl AuccepTauud |
chopMyTHpOBaHHEIE  BBIBOABI ~ MOIYT  OBITH  HCIOJIB30BaHBI B HAay4YHO-
HCCIIeIOBATEIIbCKOM paboTe, y4eOHO-METOAMUECKOM MPOIIECCe, & TAKKe B KIMHHKO-
IUArHOCTHYECKOM AesATEeIbHOCTH YUPEKISHUN, OKa3bIBAIOUIMX IIOMOLIE MAllUEeHTaM C
PENKUMH HACJIeCTBEHHBIMH 3a00/IeBAaHUAMY.

CTpyKTYypa M cofep:RaHHEe IHCCePTALHOHHON PadoThI



JTuccepranumonnas padora JKoxnkosa Jleonnna Pycnanosua u3lioKeHa Ha 192
CTpaHMI[aX MAILIMHOIMUCHOIO TEKCTa, CONCPXHUT 12 rabimui, 33 pucyHKa H S
npunoxkenui, VIUIOCTpaTHBHEIA —Marepuan —aeKBaTHO —OTpakaeT —OCHOBHLIC
pe3yJbTaThl UCCIEOBAHMS M CIOCOOCTBYET JIyHdIIeMy BOCIPHUATHIO IPE/ICTaBICHHBIX
JIaHHBIX. PaboTa moCTpoeHa MO KJIACCHYECKOM cXeMe W BKJII0YaeT BBCJCHHUC, 0030p
JUTEpaTyphl, pasmensl «Marepuanbl W METOJBI HCCIIEI0BAHUM, «Pe3ynmpTaThl |
obcyXkKeHue», 3aKIIOUeHHe, BBIBOJbL, MPAKTHYECKYH  3HAYHMMOCTH,  CIHCOK
COKpAIIEHHH, CIIUCOK JIMTEPATYpPhl ¥ IPHIIOKEHHS. buGnuorpabudeckuil ykasateib
BKIIouaeT 142 MCTOYHMKA, IPEMMYIIECTBEHHO 3apyOeiKHbIC, UTO CBHJETEILCTBYET O
BCECTOPOHHEM aHAIIN3e COBPEMEHHOTO COCTOSHMS H3ydaeMOH TPOGIIEMBL.

Bo BBeJeHHN PAacKphITa aKTyalbHOCT TEMbI HCCIEIOBAHMS, CHOPMYIMPOBAHBI
mens H 3amaud  paboThl, OOO3HAYEHBl Hay4yHas HOBU3HA, TEOpPETHIECKas U
IPAaKTUYECKasi 3HAYAMOCTh, NPHUBEICHBI OCHOBHBIC IIONOKEHHMS, BbIHOCHMbIC Ha
3aUIATY, JaHa XapaKTePHUCTHKA METO0NOIHH HCCIIE/IOBAHIS, OTPaXEH JIMIHBIH BKIIA]
aBTOpa W CBEJCHUSA O IIyOJIMKalMAX 110 TeMe JIMCCepTallkH.

B mepBoii [IyiaBe IMpeICTAaBIEH OOCTOATENbHBLA 0030D OTEYeCTBEHHOH H
sapybesxHoit  jureparTypsl, — mocBsmEnHeid  SOPH-cumapomy — u NBAS-
aCCOIMMPOBAHHBIM ~3a00neBaHusM. 1loxpoGHO PAcCMOTPEHBI  SMHMAEMUOIIOTHA,
KJIMHAYECKHE IIPOSBICHHA, TeHETHYECKHEe H MOIEKYJIAPHO-OMOIOrHIECKHEe OCHOBBI
NATOJIOTHH, COBPEMEHHbIE TpeicTaBnenus o GyHkimax 6emxka NBAS. JlureparypHbiit
0030p HOCHT AHAJIUTHYECKMH XapaKTep, OTPakaeT PpasAMYHBIC TOYKH 3peHUSA H
JIOTHYECKH TTOIBOJUT K ITOCTAHOBKE COOCTBEHHBIX 3a/1a4 MCCIICOBAHUS.

B rmaBe «MaTepuaisl M METO/bl HCCIC[OBAHHD) MOJPOOHO H3IONKEeH JU3aiH
paboTel W JlaHa pasBepHyTas XapaKTePHCTUKa OOCIeJOBaHHBIX —IMAalUEHTOB.
[IpecTaBIeHbl  MCTIOMB3yeMbIE — KIMHAKO-TEHETHYECKHE,  MMMYHOJIOIHYCCKHUE,
MOJIEKY ISIPHO-TeHeTHYeCKue W GHOMHpOpMATHYECKHe METOJBI, BKIIOYas METOZBI
BEIYMCIUTENBHOrO MojenupoBanus Oenka NBAS u crarucTadeckoit 06pabOTKH
TaHHbIX.

I'nasa «Pe3ynprarsl M O0OCYKIEHHE» SBIACTCA LEHTPAIBHOM W BKIIOYAET
HECKOJIBKO pa3jlelioB, B KOTOPBIX IIOCIEHOBATEIbHO IPE/ICTABIEHBI PE3yJIbTaThI
KITMHAKO-(QeHOTHIIMYeCcKoro aHanm3a mnanuentos ¢ SOPH-cnHipomoM, naHHbBIC
yMMyHONpodumupoBanus, paspaborka u Bamwganus IIL[P-TecT-CHCTEMBI UL
JMArHOCTUKH [TATOTEHHOTO BapuanTa rena NBAS, a Taxoke pe3yJIbTaThl OeloK-BapHaHT-
(beHOTHIIMYECKOTO W CTpyKTypHOro amamusa Oenka NBAS ¢ mcnonnsoBaHueM
COBpEMEHHBIX OHMOMH(pOPMATHICCKEX IHOMXO/0B. Bee IOIyHEeHHBIC PpE3yJbTaThl
no/ipo6HO ONMCAHBI, HATISAHO IPEACTAaBIEHbl B TAOMMIAX M HIUIFOCTPALMUAX 1



0GCY>KIEHBI ¢ TIPUBIEUEHUEM JAHHBIX COBPEMEHHOH OTEUeCTBEHHOH H 3apyOexxHOI
TUATEepaTypElL.

B  3aKIiOYeHUM IIOJBENEHBI WMTOTA  I[POBEIAEHHOIO  MCCICIOBaHMA H
chOpMYMPOBAHBEI OCHOBHBIE 00OOI[AONIME MONOKEHUs AUCCEPTAHOHHOM PaboTHI.
BeBompl 4ETKO CGHOPMYJIMPOBaHbI, JIOTHYECKH BBITEKAIOT U3 TIPEACTABICHHBIX
pe3yJabTaToB W IOJHOCTHIO COOTBETCTBYIOT IIOCTABJICHHOM WLEMM M 3aj1adaM
HACCIIe/IOBAHUSL.

PexomeHJalMM 110 UCII0JIb30BAHHUIO PE3Y/IbTATOB U BHIBOIOB

Pe3ynbTaThl UCCEPTALMOHHOrO MCCIEIOBAHMS MOTYT OBITh HCIIONB30BAHbL /LA
OTIpe/eNieHUs  HANpaBICHHH JambHeHmuX (YHAaMEHTAIbHBIX K IPUKIIAJHBIX
HCCIIeOBaHMI, HaNpaBIeHHBIX Ha u3ydeHne NBAS-acconnupoBaHHbIX 3aboseBaHUi.
BeIBOJIBI pabOTHI MOTYT OBITH MCIIONIL30BAHEL B ASSATEIBHOCTH MEIUKO-TCHETHICCKIX
IIEHTPOB TIPU TPOBE/IEHHH [€HETHYECKOTO KOHCYIBTUPOBAHUS CEMeH, a TakKe MpH
00y4eHNHN CTY/IEHTOB MEIMIMHCKAX U OHOJNOTHYECKHX CIIECNHaIbHOCTEH M Ha IUKIaX
TIOBBILICHAS KBATH(HKAIAH Bpadel, ClIeUaTH3APYOIIMXCs B 001aCTH MEIMIMHCKOMR
TeHETUKH.

CBeeHHs 0 TOJTHOTE OMyGINKOBAHHBIX HAYYHBIX paboT

OCHOBHEIE pe3y/IbTaThl AUCCEPTAllHOHHOro HMecenopanus JKoxukosa Jleonnaa
PycnaHoBr4a OTpayKeHbl B 3 CTaThAX, OMyOJMKOBAHHEIX B PCLEH3HPYEMBIX HayTHBIX
JKypHanax, pekomenoBanusix BAK u najexcupyembix 8 Web of Science u Scopus.
Ory6iuKOBaHHbIe PaboThl B TOJHOM O0BEME OTPaKalOT OCHOBHBIE IIOJIOKCHHS,
BEIHOCUMBIE Ha 3aIIUTY, U KITIOUEBBIE BHIBOJIBI IUCCEPTALIMOHHOTO HCCIICA0BAHMS.

Marepraisl JUCCEpPTALMK apOOUPOBAHBI HA POCCHHCKHUX M MEKIYHApPOTHBIX
HAyYHBIX KOH(EPEHI[HsX, 9YTO IIOATBEPXKIACT WX HAYYHYI0 3HAYMMOCTH N1
I0CTOBepHOCTh. 1I0oMHOTA  OIYOJIMKOBAHHBIX ~HAYYHBIX paboT — COOTBETCTBYET
TpeOOBAHMAM, TIPEIbABIAEMBIM K KaHIMAATCKEM [UCCEPTALUIM 110 CHENHAIbHOCTH
1.5.7 — I'eneruka (MeIUIUHCKUE HAYKN).

CooTBercTBHE aBTOpedepaTa 0CHOBHBIM M0JIOKEHUSIM AUCCePTALMH
ABTopedepar AuccepTaliy MOITHOCTHIO OTPAKACT €€ COACPKAHUE, AKTYAIbHOCTh
TeMbI FCCIIeOBAaHMs, HOBU3HY W 3HAYMMOCTb IIOJIyUEHHBIX PEe3ylbTaToB, CONCPIKUT
BCE OCHOBHBIE IIOJIOXKEHHS U BEIBOBI.

OG6mue BONMPOCHI H 3aMedaHHus 110 paGore



[IpUHIMIHATBHBIX 3aMEeYaHui K [MCCepTaljHOHHOM pabore HeT. B mopsmxe
HAYYHOM UCKYCCHU XOTEJIOCh Obl yTOYHHUTE PsJl BONPOCOB.

L. PaccmarpuBanachk mm BO3MOKHOCTh IKCIIEPAMEHTAITLHOI
(GyHKIMOHAIBHON BaTUIalliy BBISBICHHBIX CTPYKTYPHbIX Hapylrenuit 6enka NBAS
Ha KIIETOYHBIX MOJIENISAX, ¥ KaKUe MO/IXOIbI aBTOP CYUTAeT Hauboiee MepereKTHBHBIME
JUISL 5TOro?

2. MoKHO JIi, 1[I0 MHEHHMIO aBTOpa, pacCMaTpuBaTh BHIABICHHBIC
IMMYHOJIOTHUECKUE U3MEHEHHs KaK NepBUYHOE MPOSBICHUES nedexra Oemxka NBAS,
760 OHU HOCAT BTOPHYHBIH XapakTep, CBA3AHHBIA C MYyIBTHCHCTEMHBIM TCHCHHEM
3aboneBaHus?

3: BO3MOKHO JTH HCIIOIb30BaHKE MOYYEHHBIX IAHHBIX 110 MO/ICIIMPOBAHUIO
Gefika ¥ KapTHPOBAHMIO NATOTEHHBIX BAPMAHTOB JUIs [POTHOCTHYECKOH OLEHKH
KIMHAYECKOr0 TeyeHus 3abojeBaHds y NMalUeHTOB ¢ KOMIAyH-Ire€TepO3HTIOTHHIMA
BapuaHTaMi B reHe NBAS?

4. Kakne HalpaBJIeHus TaJIbHEHUIITIX HCCIIeOBAHUN NBAS-
acCOIMMPOBAHHEIX 3a60IeBaHuil aBTOp CUMTaeT Hauboliee MepCeKTHBHBIMA ¢ TOUKH
3peHus KJIMHWUYECKOH TPAHCILSIIHK IONYYEHHBIX pE3YJIbTATOB H pa3paboTKH
TIATOTEHETHIECKUX ITOXO0I0B K Teparuu?

IIpuBeaEHHBIE BOIPOCHI HOCAT ICKYCCHOHHBIN XapaKkTep U HE CHIDKAIOT 001Iero
GIIArONPUATHOTO BIIEYATIICHHS OT JUCCEPTAOHHON paboTBL.

3akilo4eHne

Juccepranmonnas pabora JKoxukosa Jleommma Pycmanosuua Ha TeMy
«OCOBEHHOCTH KIMHUYECKOro IpOosSBIcHMs BapuantoB B reme NBAS mpu SOPH-
CHHJIPOME», BBIIIOJHEHHAS MOJI PyKOBOJCTBOM JI0KTOPa ME/IMIMHCKHUX HAyK, JOICHTA
Maxkcumosoii Hanexael PomMaHOBHBI M IpeJCTaBICHHAs K 3alldTe HA COMCKAHWC
yUEHOM CTeleHH KaHu/1aTa MeIMIMHCKUX HayK IO CHEIHAIBbHOCTA 1.5.7 — I'eneruka
(MEJMIMHCKAE HAyKH), SBJSIETCS 3aBEPUICHHOMN, CaMOCTOSTENHHOH — HAYHHO-
KBATM(QUKALMOHHON paboToH, B KOTOPOH COJICPIKUTCA PelIeHHe aKTyaJlbHOW Hay4HON
¥ HAyYHO-TIPAKTUYECKOM 3aJadd M0 PACHIHPEHHIO KIIMHUKO-()DEHOTUITHYECKOTO
criekrpa SOPH-cuHapoMa 1 0G0CHOBAHMIO €r0 MATOreHETHYCCKMX MEXaHM3MOB Ha
OCHOBE aHamW3a JOMEHHOM OpraHM3allid, CTa0WIBHOCTH M MEKOEIKOBBIX
B3amMoyIeiicTBuil Geska NBAS, uMerommeit CyecTBEHHOE 3HAUCHUE I MEUIIHHCKOMI
[EHETHKH.

[To cBOeHl aKTyalbHOCTH, HAyYHOH HOBH3HE, TIPAKTHYECKOH HECHHOCTH
MOJYdYeHHBIX pE3yJIbTaToB, METOJMYECKOMY YPOBHIO ¥ 00BEMY IIPOBE/CHHBIX



MCCNENOBAHMM, JIOCTOBEPHOCTH IIOIYYEHHBIX JAHHBIX, [OJHOTE U3JI0KEHHUS H
000CHOBaHHOCTH C)HOPMYJIMPOBAHHEIX BBIBOJIOB IIPE/ICTABIICHHAs HCCEPTAMOHHAL
paboTa IIONHOCTBIO COOTBETCTBYET KPHTEPHAM, YyCTAHOBIEHHbIM mm. 9-14
«TTOMOKEH s O TIPUCYK/IEHIH YUEHBIX CTeleHeil», yTBepkIeHHOro [locTaHoBIeHHEM
ITpapuTensetsa Pocemiickoit ®enepanuy ot 24.09.2013 r. No 842 (B pemaxkumu ¢
p3MeHeHUsME, yTBepikaenHeME  [locranosiernem Ilpasutenscrsa  Poccmiickoi
deneparu ot 16.10.2024 1. Ne 1382), npembsBISICMBIM K KaHJHIATCKUM
nuccepranusM, a ee arop — JKoxukos Jleonnn PycrmanoBud — 3aCily/KHBaeT
NPUCYKIEHAs YICHOM CTCNCHHM KaHIW/ara MEJUIHHCKUX HayK IO ClelHalbHOCTH
1.5.7 — T'eneruka (MEOMITHCKUE HAYKH).

O¢duuuaabHbIi ONIIOHEHT:

3aBemyromias HAYYHO-KOHCYJIETaTUBHBIM OT/IEIIOM DerepalIbHOTO
rOCYJapCTBEHHOTO OIO/DKETHOTO HAyYHOro ydpexaeHus «MenuKo-reHeTHdecKuit
Hay4HbIN 1eHTp uMeHn akaaemuka H. I1. boukoBay», NOKTOp MEJMIMHCKUX HAyK IO
creransHocTH 1.5.7 — ['eHeTnka

Mapxkoga Tarbgna BiiajmMupoBHa

«1b» 4t W2l 42025 .

TToIMch OGHUITMATEHOrO ONIIOHEHTA JOKTOPa MEIUIHHCKIX HayK MapkoBoil TaThsHEI
BrnaguMupoBHEI 3aBEpsIiO:
Vuensiit cexperaph @eepaibHOTO TOCYIapPCTBEHHOIO OIO/DKETHOrO HayIHOro

YUPEKIACHUS «Me,um{ HETH .QCKHI‘FI HayuHbIM TleHTp wMmeHH axanemuka H. IL

»BopornHa Exarepuna CepreesHa

«76x» jz’s&%é’zzp 2025 r.

denepanpHOE rocy,uapcmem{oe GIOLL}KGTHOG HAYYHOE YUPEKICHUE
«MeuKo-TeHeTHIeCKUH HaydHbIM [eHTp uMeHH akazemuka H. [1. boukoBay
(®I'BHY «MI'HILI»)

115522, r. MockBa, yi1. MockBopeuse, 1. 1

Ten.: +7 (499) 612-86-07, +7 (499) 612-00-37

E-mail: mgnc@med-gen.ru



