OT3bIB BEJYUIEH OPTAHU3ALIUA

(esiepanibHOTO TOCYAapCTBEHHOI0 aBTOHOMHOrO y4pexzaenus «HarmmonanbHbId
MEIMIHUHCKAR MCClieloBaTeIbCKUi  IIeHTp 3/0poBbs  AeTel» MuHHCcTepcTBa
3npaBooxpaHenus Poccuiickoil Mefepauuu Ha  JMCCEPTALMOHHYIO — paboTy
Jlokiykunoit  AnuHbl  AJlekceeBHbl Ha TeMy: «OnTumMM3alnns JHATHOCTHKH
MOHOTeHHBIX  3a0ojieBaHUMM,  MOPOSBISAIOLMXCA  XOJECTa3oM B IIEPHOJ
HOBOPOIKIEHHOCTH, MPEJICTABJICHHON Ha COMCKaHHWE Y4YEeHOM CTereHW KaHauaaTa

MEIMLMHCKUX HayK o crnenuansHocTsaMm 3.1.21 — Ilenuarpus, 1.5.7 — I 'enetuka.

AKTYaJlbHOCTH TeMbl BbIIIOJIHEHHOH padoThI

Xosectas B HEOHATANBLHOM [MEPUOJIE MOXKET OBITh CIPOBOLMPOBAH
Pa3IMUHBIMM TIPUYMHAMM, TAKUMW KaK MepUHATalbHble WH(EKIHH, BPOXKICHHbIS
aHoOMaJiu¥  renartoOUIMapHOM  CUCTEMBl,  SHIOKPWHOIATHH, IepUHATaJIbHas
acpuKcHsl M MapeHTepalbHOe MUTaHMe. YacToTa HeoHATAJILHOrO XoJecTasa
coctaisieT npumepHo 1 Ha 2500 xuBopoxiaeHud. bunuapHas atpesus sBIseTCH
OJIHOW W3 OCHOBHBIX MPUYHH M cocTasisisa 35—41% ciyyaes. MHorue 3abosieBaHus,
MPOTEKAIOIINE ¢ HEOHATAJIBHBIM XOJIeCTa30M, BKIIKOUask pazjidyHble MeTabonuyecKue
HApYyLIEHMs, SIBJISIOTCS TEHEeTHYECKH JAeTePMHHHUPOBAHHBIMH  MOHOT€HHBIMH
3a00/1eBAHHUSIMH,

MoHnoreHnHble 3a00JIeBaHHUS C HEOHATAIbHBIM XOJECTa3oM COCTABISOT
pasHoOOpa3Hylo TPYMNy C IUHPOKMM CIHEKTPOM KIMHMYECKHX U J1abopaTOpPHBIX

nposieiennit. Panusia nuddepenunansias 1MarHoCTHKa MOHOTEHHBIX 3a00/1eBaHUM



C HEOHATAIbHBIM  XOJIECTA30M HMeeT pellarollee 3Ha4dyeHHe, TOCKOIBKY
3pPEeKTUBHOCTh CBOEBPEMEHHO HA4yaTOrO JIEYEHHUs 4YacTO 3aBHCUT OT CpPOKOB
MOCTAHOBKHM JMarHoza. B HacTosilee BpeMs IPOBEAEHO MaJo MCCIIEeJI0BaHUM,
CPaBHUBAIOLWIMX  KIMHUYeckue M JaboparopHble — MOKazaTesd  pasjin4HbIX
reHeTHYECKH JeTePMUHUPOBAHHBIX COCTOAHMM C HEOHATaJbHBIM XOJIeCTa3’oM, a
OTCYTCTBHE CTAH/APTU3UPOBAHHBIX aITOPUTMOB AU((EpeHIHaTbHON THarHOCTHKH
MPUBOAUT K 3a/€PIKKE BBISBICHUS U JIeueHus 3a001eBanus.

[TosiBieHHE MOJIEKYJIIPHO-TEHETHUYECKMX TEXHOJOTHH I103BOJIUJIO BBIABHTD
HOBBIE MeHETHYECKHe IMPUUKMHbI HEOHATAIBHOIO XOJIeCcTas3a, 3Ha4UTeJIbHO COKPATHUB
KOJIMYECTBO CAy4aeB, paHee KIacCHQUUUPOBAHHBIX KakK  MIMOMATHYCCKHH
HeoHaTaJbHBIH Xollectas. OkKuaaeTcs, YTO TaKWe NAUArHOCTHYECKHE HHCTPYMEHTHI
OyayT yBeJIMYMBATh [IOJI0 HOBBIX TI'€HETHYECKHMX TPUYMH Yy TAUUeHTOB C
HEOHATAIbHBIM XOJIECTA30M.

PaHHssi IMArHOCTMKA MOHOTEHHBIX 3a00JeBaHHUM, acCOUMUPOBAHHBIX C
HEOHATAILHBIM XOJIECTA30M, SBISETCS aKTyallbHOH Mpo61eMoii, penieHne KOTopoi
MO3BOJMT CBOEBPEMEHHO IMOCTaBUTh JMArHO3, ONPENeIuTh HEeoOXOAMMOCTE
JAanbHeHIIMX WCCIAENOBAHUN JUls MaldeHTa W/WIM ero CeMbM U HauaTh
cBOeBpeMeHHoe JieueHHe. Kpome Toro, 3To 00Ner4yuT npeHaTalbHy AHarHOCTHKY
NpyU  MOCHSAYIOUIMX OepeMeHHOCTSIX MM HCIOJIb30BaHHE BCIIOMOIaTElbHBIX
PENpoOAYKTHBHBIX  TEXHOJNOIMH ¢  [PEUMIUIAHTALMOHHOM  TIeHEeTHYeCKOMH
JUArHOCTUKOM.

Ha ocHoBaHMH BBIIIEH3/I0KEHHOTO AHccepTallMoHHas padoTa JlokmrykuHoi
AnvHBl  AJIEKCEEeBHbl, I1OCBSILEHHAs ONTUMU3ALMN aJIrOpUTMa JUATHOCTHKH
MOHOTeHHbIX  3a0ojeBaHMil,  MPOSBSIOIMXCA  XO0JecTasoM B IepUoje
HOBOPOIKJIGHHOCTH, SIBIISIETCSl YPE3BbIYaliHO aKTyaabHOM.

CooTBeTcTBHE AHCCEPTANHH NMACMOPTY HAYYHOH CNEUHAJIBHOCTH

Huccepraums  JlokimyknHoit AnuHa AJIEKCEEBHBI IIOCBSIIEHA M3YYCHHIO
KJIMHUKO-1aDOpaTOPHBIX UM MHCTPYMEHTAIbHBIX OCOOEHHOCTEH MOHOIE€HHBIX
3a0oeBaHWii ¢ HeOHaTalbHBIM  XOJIECTAa30M, OINpeaeleHU0 3(PQEeKTUBHOCTH

MOJIEKYJIIpHO-TeHeTHYeCKHX MeTonoB. Jucceprannonunas pabora JloKiyKuHOI

(§®)



A.A. coorserctByer mudpam cremwanpHocreit 3.1.21. Ilepmarpus u  1.5.7
['eneruka.
Hayunasi HOBM3HA Pe3yJIbTATOB POBEIEHHOI0 HCC/IeI0BAHUS

B xoje HACTOSILIEr0 MWCCIeIOBaHMs, [POBEAEHHOIO C HCIOJIB30BAHUEM
[OJHOYK30MHOIO CEKBEHHpOBaHHs, OblTM OOHApyKeHbl ¥ [eTallbHO ONHCAaHBI
VHHUKalbHble reHeTHdeckue BapuanThl. OJMH U3 KIIOYEBBIX ~ MOMEHTOB
MCClle/lOBaHMs - BIEpBble ObII0  YCTAHOBIEHO, HTO MPH Pelkux (popmax
MOHOTE€HHBIX 3a00JIeBaHUI ¢ HEOHATAlbHBIM XO0JIECTa30M IIOYTH B TPETH CIy4aeB
OTMEUalT KIMHUKO-1ab0paTopHble ¥ MHCTPYMEHTAlbHBIE HPU3HAKK OuimMapHOH
aTpesuHu.

B Xxoje [aHHOrO MCCAeNOBAHHMS TIPOBEJEHAa ONTHUMHU3ALMA aJIrOpuTMa
auddepeHnanbHON AUArHOCTUKH MOHOTEHHBIX 3a00/IeBaHUN € HEOHATabHBIM
xonecrazoM. HacTosiuil alropuT™M OCHOBAaH Ha JE€TajbHOM H3YYEHHMH KIIFOYEBBIX
KIMHUKO-Ta00paTOPHBIX M MHCTPYMEHTAlIbHBIX ~ CHMITOMOB  3aD0JI€BaHUs.
Buespenve [JaHHOrO airopMT™va B MIMPOKYIO [PAKTHKYy MOYXET 3HAYMTeIbHO
VIYYIIUTh PAHHIOK JHArHOCTHKY M, KakK CIIeICTBHE, YJIY4YIUHUTh pe3ylbTaTbl
JIeYeHHus U MTPOTHO3 3a00J1eBaHHH.

3HAYHMOCTD /I HAYKH M NPAKTHKH N0JY4YeHHbIX aBTOPOM pPe3y/ibTaTOB

B paMkax HACTOSILEro HCCleNoBaHMs y JeTell IepBbIX 3 MecAleB KHU3HM C
KIMHAYECKUMH W YJIbTPa3BYKOBBIMH TIPU3HAKaMKM OMIMAapHOW aTpesuu orpejesieHa
HEeOOXOAMMOCTE TpoBeieHHus 00C/eloBaHUs, HaNpaBIeHHOIO0 Ha HCKIIOYEHHE
MOHOTEeHHbBIX 3a00J1IeBaHHIA.

PaspaboraH ONTHMHU3HPOBAHHBIN aIrOPUTM [UArHOCTUYECKOTO IOMCKA Y JIeTeH ¢
[MOJIO3PEHHEM Ha TEHEeTMYECKYI0 STHOJIOIMIO CHHIpPOMa XOJIeCTa3a Ha OCHOBaHUH
CPaBHUTENBHOTO aHAIM3a KIIOUYEBBIX KIMHUKO-1a00paTOPHBIX U MHCTPYMEHTAJIbHBIX
rmoKasaTelieif, a TakkKe pe3yJbTaToB OLEHKM 3(P(EKTUBHOCTH IPOBEACHHBIX
MOJICKYJIAPHO-IFEHETHYECKHUX METOI0B.

[TonydeHHsle  pe3ysbTaThl  00JIaNAlOT  3HAYUTEIBHBIM  [PHUKJIAIHBIM
MOTEHLMAIOM U MOTI'YT ObITh IPUMEHEHB! ClTellMauCTaMK B 00/1aCTH HEOHATOJIOTHH

v TeJIMATPUUA B UX TIPAKTHUYECKON JesATeJIbHOCTH.



ABTOp yaenua oco0oe BHHMaHHE pPAaHHUM KIMHUYECKUM CHMITOMaM H
cpokam MX MaHM(ecTauMu y JeTed ¢ HeOHATalbHBIM XOJECTa30M TPH PasHBIX
MOHOTeHHBIX 3a0osieBaHMsIX. Ha ocHOBe IMOJIYYEHHBIX AaHHBIX OBUI MPENIOKEH
aNropuT™ 00C/IeNOBaHMS HOBOPOXKIEHHBIX, KOTOPBIM MOXET criocoOCTBOBATH
paHHell auarHocTHke 3aboneBaHus. Penensupyemas paborta MpenctaBiser coboii
3HAUUTENBHBIN IIAr BIEpe] M0 ONTUMH3ALMK TaKTUKW BEJEHHs AeTed C JJAaHHOM

[aToJorue.

JInuHbIf BKIAA aBTOPA

ABTOp JI@aHHOTO HCCJIEJ0BAaHMs AKTHBHO Yy4YacTBOBaJl BO BCeX OdTamax
HayuHoro npotecca. Kak TpakTHKYIOMMH HEOHATOJOr M TeHEeTHK, AJIMHA
AnekceeBHa TNpUHMMAaIa ydacTHe B JIeyeOHO-AUarHOCTHYECKHX Mpoueaypax, a
Takyke aBTOpOM [MpoBejieH OonblIoOH 00beM aHANIUTUYECKOHW paboToil 1o
MHTEPIIPETALMH MOJTYYEHHbIX Pe3yJIbTaToB.

[lepBuuHble KIMHHKO-1abopaTopHble AaHHbIe OblIM  cOOpaHbl B XOn€
HETOCPEICTBEHHOI0 B3aUMOIENHCTBHS C MALMEHTAMH, YTO 00ECeYrBaeT TOYHOCTD
¥ JIOCTOBEPHOCTH MH(OPMALNH, HCKIIOYarOIIde BO3MOXKHOCTh MH(OPMALIMOHHOTO
MCKKEHMs MM roTepd JjaHHbX. OcHoBHast paboTa BKkiIrovana B cebs
PETPOCTIEKTUBHBIM  aHaAuM3 MEAMLMHCKOM JOKYMEHTAlUH M [POCIEKTHBHOE
MCC/Ie/IOBAHUE, BBITIOJIHEHHOE B COOTBETCTBMM C TIUATEJbHO pa3paboTaHHBIM
naHoM obOceloBaHus U HabMIOeHUs 32 1eTbMU.

ABTOp NpHUHSAT Ha ceds MOJHYIO0 OTBETCTBEHHOCTh 3@ KaX/BIH 3Tall Hay4yHOTO
vccileloBaHus, Ha4yuHas ¢ (QOpMyJIMpOBaHHMS Lened M 3agad, pazpaboTKH
METOJIOJIOTMYECKOro Ju3aiiHa W 3akaHuuBas cOOpOM [aHHBIX, WX aHAIU30M H
uHTepnperanued. Pesyabratom crana paboTa, BBITOJHMBILAS TOJHBIA LMK
Hay4YHOr0 MCCIe/0BaHus, 4YTO JEMOHCTPUPYET BBICOKYIO CTEIleHb Hay4YHOU
CaMOCTOSITEIBHOCTH U ITpohecCHOHAIN3Ma aBTopa.

PexomMeHaal i 10 HCNONB30BAHHIO Pe3yNbTATOB Pad0ThI U BLIBOJ0OB

AUCCcepPTALNHN

PesynbTaThl NaHHOW Hay4HO-HCCIENOBAaTeNbCKONH padoThl MpeacTaBIsoOT



MHTEpeC W HAayYHYIO UEHHOCTh ISl [IMPOKOTO KpyTd MeIUIIMHCKUX CIEeHaINCTOB 1
MOTYT OBbITb MPUMEHEHBI B PasaUiHbIX chepax KIMHUUECKOH TPAKTHUKH. [Tpexne
BCero, BpauM-HEOHATOJIOTH, PEAHMMATONIOrH POJOBCIIOMOIATE I bHBIX yupeKaeHUH
Pd cMOryT MCIOJNB30BATh [1OTyUEHHbIE [aHHBIC TIpH BpIOOpE MOJIXOIOB K
omTMMM3aUMK  paHHeill  auQdepeHuHanbHOd  IHArHOCTHKH HEOHATAJIBHOTO
KonecTasa. JTO MO3BOIUT CBOEBPEMEHHO 0OHAPYIKUBATEH MATONOTHIO U TIPACTYIIATE
K TTeUEHHIO, YTO 3HAYMTENHHO YJIYHIIMT TPOTHO3 M Ka4yeCTBO JKM3HH MalUCHTOB.
Bropas BaxHas 00NacTb MPUMEHEHHMs Pe3ylbTaToB JcclleJOBaHnsl - [paKTHKa
Bpaueil-meaMaTpoB M Bpauei-reéHeTHKOB amGynartopuoro 3BeHa. Hakower,
CreNMaM3MPOBAHHbIE  YUPEIKIEHHUs, OCYLIECTBIAIOUNE ONCPaTHBHOS nevyeHue
neTeil ¢ AAHHON TATONOTHeH, CMOTrYT MPUMEHHTh PE3y/IbTaThl HCC/IE/A0BaHNA A
onpe/esieHns JanbHerIleld TaKTHKU BEACHMS MTallneHTd.

Takum 06pa3zoM, JaHHbIE HAYTHOIO MCCIC0BaHMs JlokmykuHo#t A.A. MOTyT
cTaTh OCHOBOM JUIS KOMIUIEKCHOTO YiIydlleHHs Mpolecca JHarHOCTUKM MPUarH
HeoHATAIbHOTO XoJlecTasa Yy JeTeld Ha Bcex oJTamax OKa3aHMsd MeIUIMHCKOH
MOMOLLH.

Iy6auKauun 1o TeMe Hecjie0BaAHNsA

[Mo Teme auccepTaLuy onyGIMKOBAHO 5 HAYYHBIX paboT, U3 HUX 4 B KypHajax,
BKJIOUEHHBIX B MepedeHb M3JaHuii, pekomerosantbix BAK PO nnsa myOnukanui
OCHOBHBLIX Pe3yJIbTATOB JUCCEPTALMOHHBIX HCCIIe/I0BAHNH, a4 TaKKe 1 crarpa B
3apyGeKHOM HaydHOM skypHane. TlomydyeHHble pe3yJbTaThl MpelCTaBlIeHbl B BUAC
YCTHBIX JIOKJIA/I0B Ha POCCHHCKMX H  MENIYHApOIHBIX KOH(epeHUUsIX U
KOHTpeccax.

OueHKAa cojiepsKaHist AUCCePTALHH U ee 3aBePUIEHHOCTH

Jlannas  juccepralonHas —paGora  MpeAcTaBiseT  coboii riyooko
MpopaboTaHHbI HAyqHBIH TPyA, H3JI0KEHHBIH HA 135 crpanunax. Marepuan
quccepTalMK  BKIOUaeT B cebs BBeleHWe, 0030p JIMTEPATYphbl, MaTepHalbl 1
METOMbl  MCCIeNOBaHMil, OOLIMPHYIO TJaBy — COOCTBEHHBIX — MCCIedOBaHMH,
060061IeHNe TTOYUEHHBIX Pe3yJIbTaTOR, BBIBOIbI M IPAKTUYECKHE PEKOMEHIALNH.

Criucok JuTepaTypbl BkiodaeT 154 wmcroynuka: 15 OTEUECTBEHHBIX H 139



3apyOeKHBIX aBTOPOB. J[Ns HAMISAHOCTH M3JI03KeHHS MaTepuanga U ygobcTBa ero
BOCIIPUSITHS B JHMCCepTaluy NPpUBEIEHO A0CTATOYHOE KOJIMYECTBO
WUIIOCTPaTUBHOTO Matepuana: 23 pucyHka, 00pa3sHO OTpaXkaroliHe OCHOBHBIE
MOMEHTBI uccaenosanusi, n 30 tabuuu, npencrapasionie codoi CKaTyio QGopmy
U3NIOKCHAS  CTATUCTUYECKMX M MHBIX JAHHBIX, [10UIEKAIINX KOJTMYECTBEHHOMY
aHaiu3zy.

Huccepraums  npepcrasnena B CTPOTOM  HAy4YHOM CTHJIE, C $CHO
OTIPCAICICHHBIMI O0BEKTOM M NPEAMETOM MCCIIe0BAHMSL. ABTOp ybeauTensHo
APryMEHTHPYET OCHOBHbIC [MOJIOKEHMs, IIPEaraeMble K 3aluTe, ObumpHeIi
0030p JMTEpaTYphl B NepBoii riage noapodHo ocsemaet mpobaemy u aHaJIU3upyeT
COBPEMEHHOE COCTOAHME HAYKH 110 FeHETHYECKUM NTPUYHHAM 3a60/e BAHMS, Bropas
F/1aBa PacKpeiBACT METOLOJIOIUIO HCCIE0BAHKMSA HAa OCHOBE aHamu3a |88 MCTOPUI
OosiesHell u aMOynaTOpHBIX  KapT JeTeit ¢ HEOHATalbHBIM  XOJIECTA30M.
Vcnonn3oBanie BbICOKOTEXHOIOMMUHBIX METOLOB HCCIENOBAHUSA W TIIATEILHAS
CTaTHCTHYECKas 00paboTKa NAHHBIX MOATBEpPKIAIOT HALEKHOCTE MOJIyYEeHHBIX
pesynbratoB. TpeTbsi riaBa, [peCTAaBISIONIAS pe3ynbTaTtbl  COOCTBEHHBIX
MCCIIE/I0BAHMH, OTPAXKAeT HAYYHYIO HOBU3HY M MPaKTHYECKYH 3HAYUMOCTE paboThI.
3akiouenue BKJTIOYAET MOCJIe10BaTeIbHOE 00CyKIeHHe  pe3ysbTaToB
uccieioBanus, oboburaeT  BBIBOJABI W MOJYEPKUBAET UX  COOTBETCTBHE

[TOCTaBJIEHHBIM 3ajayaM. Bce cebiikiu | HCTOYHHUKH O(l)OpMJTEHbI B COOTBETCTBUH C

['OCT.

docTouncrsa u HerocTaTku B COAEPKAHMH M 0(hOPMIIEHHH AHCCEPTANHH
Mucceprannonnas paGora Hokmykunolt  Anuuel  AjekceeBHbI OTpakaeT
HeOOXOAMMOe BajeHHe TeMoil u Hay4HOH Meromonorueit. ['nmyGokuit wu
JIOCKOHANIbHBIH  aHATW3 M3ydaeMOH TpPoGeMbl ACMOHCTPHUPYET HECOMHEHHYIO
aKaJIeMUiecKyto s3penocts asropa. Hayunas cocrasnsiomas u 000CHOBAaHHOCTD
MPOBCHCHHBIX  HUCCHENOBAHME  COYETAIOTCS € MPaKTHYECKOH  [[eHHOCTBIO
MOJIYHEHHBIX PE3y/IbTAaTOB B 00J1aCTH NMeMATPUN U TeHETHKH.

Bwmecre C TeM B TEKCTe HMEHTCs HEKOTOPBIC CTHITUCTHYECKHE



HECOOTBETCTBUS M HenoctaTku. B riase «Martepuanbl 1 METOIbI HUCCIEIOBAHUSI»
OTCYTCTBYET IPOTOKOJ TIOJHOTEHOMHOTO CeKBeHMpoBaHMUsA. B pasnene BoiBojsl
OTCYTCTBYeT BbIBOJ K 3ajaue Ne4 («OnTuMHU3MpOBaTh U BHEAPUTH B KIIMHUYECKYIO
MPaKTUKY anroput™ auddepeHranbHOM IHarHoCTUKM MOHOTE@HHBIX 3a001eBaHui,
[MPOSIBJIAONIMXCS HEOHATAIbHBIM XO0JIECTA30M» ), TIPU 3TOM PE3YJIbTaThl BBIITOJIHEHU
9TOM 3aJauyu B TOH WIIM MHOH (opMe MOKHO HaMTH B TexcTe auccepranuu. Kpome
TOTO, B BBIBOJIax K paboTe aBTOp yKas3blBaeT, YTO HOJIA BBISBIECHHBIX MOHOTE€HHBIX
3ab0sIeBaHMH, MPOSBISIOIIMXCS HEOHATAIBHBIM XOJIECTAa30M, NPH CEKBEHUPOBAHUM
nmanenu cocrasuna 9%, a moaHoro »k3oma - 25%, 4To HUXKe JaHHBIX BBIABIISEMOCTH,
onybnukoBaHHeIX B suTeparype [Nicastro E. et al, 2019]. B oarto#t cBs3u
MpeyIoyKeHus aBTopa I10 TOBBILICHUIO BBISBISEMOCTH MOHOTEHHBIX Oose3Hel
npugany Ob1 padoTe OOMOJHUTENBHYIO LEHHOCThb. Mcrnosb30BaHHe TEXHOJIOIMU
XMA s MOUCKAa TPOTSIKEHHBIX Jeleluil XpoMocoMHO# obmactu 20pl2.2,
00yC/IaBIMBAIOIIMX CHHIPOM AW/, OYEBUAHO, H30BITOYHO, OCODEHHO C
Moc/Ie0BaTe/IbHBIM  [MPUMEHEHHEeM UWIIOB pPa3HOM TJIOTHOCTH, H 3HAYUMO
yI0pOsKaeT MCCleloBaHue M0 CpaBHEHHIO ¢ MeroAamu kosuuyecTBeHHod [IL[P B
pekuMe peajbHOro BPEMEHH U MYJILTHIUIEKCHON JIMTa303aBUCUMON aMIUTH(OUKALTHH
npod. OOocHoBaHue HpuuMHBI BbIOOpa XMA BHeclo Obl SCHOCTh B OIHCAHHE
Au3aiiHa sKcnepuMeHTa. B guccepraumu ykazanHo 118 pgeredl ¢ «reHeTHYeckH
MOATBEPKAEHHBIMY MOHOTE€HHBIMH 3a00J€BaHUSIMU», W3 KOTOPBIX JHmb y 70
MPUBEIEHBl MeHETUYECKHE BAapUaHTLI, SIBUBIIMECS, TI0 MHEHHIO aBTOpa, MPUYHHOIL
>TUX OosiesHedd, u nuwb y 32 (27%) manMeHTOB BBIABICHHBIE T€HETHYECKHE
BapUaHThl KJ1acCU(ULUPOBAHEI B COOTBETCTBHU C peKOMeHIauusMu PykoBoicTBa
10 MHTEpNpeTauny AaHHbIX nocnenosarensHocTy JIHK yenoseka. Ilpu atom cpenu
HeKJIacCH(PUUMPOBAHHBIX IEHETUYECKUX BapUaHTOB, €CTh BAPHAHTHI C BBHICOKHMHU
MOMYJSILIHOHHBIMKM ~ 4acTOTamMM, B TOM 4YHCJIe BapHaHThl, OTMEYeHHBIE B
MEKAYHapOoAHbIX  Oa3zax JaHHBIX KakKk Jo0pokadecTBEHHblE, K TpPHUMEpPY,
CUHOHMMMYHBIH BapuaHt ¢.6967>C rena ATP8BI. B Tekcre aucceprauuud He
yJalock HalTH OOBICHEHUS, Ha OCHOBAHWM Yero aBTop NMPHUHHMAaeT TaKHuX JAeTel 3a

«MMAalHEeHTOB C TCHETHYECKH IMOATBECPXKIACHHBIMU MOHOICHHBLIMH 3a00J1€BAaHUSIMH.



Kpome TOro, y HECKONbKMX MNALMEHTOB MPUBEAEHLI HWCKIIIOYMTENBHO BapHaHThI
AMMHOKHMCJIOTHOH  TIOCJEIOBAaTeIbHOCTH,  YTO  BHOCUT  Hepa3bepuxy B
MHTEPIIpeTalo MOIYyUYeHHBIX Pe3ylIbTaToOB, TaAK KaK Ka)KOMy M3 3THX BapHaHTOB
MOI'YT COOTBETCTBOBATD HECKOJIBKO BapUaHTOB HYKJIE€OTHIHON
nmoclie0BarelbHoCTH. PekoMenayeTcs: UCIoIb30BaTh €AUHYIO TIPHHATYIO MUPOBBIM
HAY4YHBIM COOOIIECTBOM HOMEHKIATYpy reHerudeckux Bapuantos HGVS. Hakonen,
KOHLEMLUS  JAaHHOW  paboThl  IpeAmnonaraeT W CPaBHUTEIbHBIH  aHAIM3
3G PEeKTUBHOCTH pasHBIX I0JXO0JOB K AMArHOCTHKE, HO JoKa3aTelbHOH 0a3kbl,
MO3BOJISIONIEH TPOBECTH TaKoe cpaBHeHHe, B paboTe He mpeacrasieHo. B pasngene
[TpakTyeckue peKOMeHJAIMM XOoTeldoch Obl  YBHJETH PEKOMEHJIALUWUW  T10
KOHCYJbTUPOBAHMIO CeMEel M KOPPeKLUMH TAKTUKH Teparuud B 3aBUCUMOCTH OT
MOJYyUYEeHHBIX Pe3yJIbTaTOB.

[TpuHIMNHATBLHBIX 3aMeYaHUi K JuccepTallMoHHOW pabore JoKuIyKHHOU
AnuHbl AjlekceeBHbI HeT. Bce BblllIeM3JI0KeHHOE He CHUXKaeT o0IIed HayuyHOW M
MPaKTHYECKOH LEHHOCTH MCCIIeIOBaHUSA, a M3YYEHHEe TIEHETHUUYECKUX MPUYUH
HEOHATAJILHOTO X0JIecTasa, [IpeICTaBlIeHHOe B paboTe, SIBNISETCS 0YepeHbIM 11aroM
BIIEpPEe] B OCMBICIIEHUH ATOTO 3a00JieBaHUsI U BHOCHUT (hyHIaMEHTAIBHBIH HAYYHBIN

BKJIal B €ro U3y4cHHE.

3aknioueHue

Takum  oOpasom, nguccepraumonHas pabora  JIOKIIYKHHOM — AJNMHBI
AnexceeBHbl Ha Temy «OnTumMuzalusg AHACHOCTMKM MOHOTI€HHBIX 3a00JeBaHUA,
MPOSIBJIAOLIMXCS XOJECTa30M B [EPUOJ HOBOPOMKAEHHOCTH» HA COMCKaHWE YYCHOMH
CTETIEHW KaHAuJaTa MEIWLMHCKUX HayK sBIeTCS Hay4dHO-KBaTU(UKAIMOHHOM
paboToii, B KOTOpPOH COOEPKUTCSI peLIeHHe AaKTyalbHOM HaydHOW 3amadyu 1o
ONTHUMHU3ALUMM JMAarHOCTUKH M TAKTUKU BeJeHMs JeTeH ¢ MOHOTeHHBIMH
3a0oJieBaHUAMM C HE€OHAaTaJIbHbIM xoJIecrtasom Ha OCHOBaHHH KIITMHHUKO-
1abopaTOPHbIX, YJIBTPA3BYKOBLIX U MOJEKYISPHO-TEHETHUECKHX MapaMeTpoB, YTO
cooTBeTcTBYeT TpeboBaHusIM 1.9 [lonoxKeHHs O MPUCYKICHUU YYEHBIX CTEIeHEH,

yTBEpKAeHHOro nocraHosineHueM llpasurensctBa Poceuiickoit @enepanun N°842



or 24.09.2013r. (¢ u3MeHeHMSIMH B pelakiuu nocraHoBiieHHH [IpaBurenbcrBa
Poccuiickoit @enepaumu N°335 or 21.04.2016 r.,, N° 748 or 02.08.2016r.),
MpeabsBIsSEMbIX K JUCCEpPTAlMsIM Ha COMCKAaHUE YUYEHOW CTeneHW KaHOauaaTa
MEIMIMHCKUX Hayk, a ee aBTop Jlokumrykuna A.A. 3acilyKUBaeT NPUCYKICHUS

UCKOMOM }”—IGHOH CTCIIEHM KaHauaaTa MEAWIHHCKHX HayK [0 CHEeUMalbHOCTAM

-

3.1.21 — IleguaTpusa u 1.5.7 — ['eneTuka.

OT3bIB 0 nuccepTallMOHHOM paboTe JlokuryknHo#t AnuHblI AJlleKCeeBHBI 3aciyllad U
yTBepkJeH Ha 3acenaHuu [lpobnemuHoil komuccuun no [lenmarpum ¢enepanbHOTO
rocyJapcTBEHHOIO aBTOHOMHOIO yupexaeHus «HauuoHaneHbIM MeIUMLMHCKUNA
MCC/IEIOBATE/IbCKUI LIEHTP 370pOBbs JeTel» MuHUCTEepCTBa 3ApaBOOXpaHEHHUS
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HavanbHUK LleHTpa BOCMAMUTENbHBIX

3ab0/1eBaHuIl KUILIEYHHUKA Y JIeTeid,

3aBEJYIOLUIA raCcTPOIHTEPOJOrHUSCKUM OTAeTIeHHEM

OI'AY «HMMUL] 3n0poBbs geteit» Munsnpasa Poccun

A.M.H., npodeccop (3.1.21. [Texuarpus) A.C. Iloranos

HavaneHUK MeIMKO-IeHeTHUECKOTO LIEHTpa,

3aBeyIOIIMI JabopaTopueil MeULIMHCKON Fre HOMUKH,
PI'AY «HMML] 3n0poBbst geteity Munsapasa Poccun
1.0.H. (1.5.7. T'eneTnka) K.B. CaBoctbsiHOB

——

[Moxnuen p.m.nu., mpod. A.C.IToranosa u 1.6.1. K.B.CaBocThsiHOBa 3aBepsiio;

[epBbiii 3aMecTHTENb TMPEKTOPE,
OI'AY «HMHML] 3710POBBSI llgéi_/})@j ( TR
A.M.H. e

2, 0O.B. Komapoga
£ l/%

DenepanbHOE  rOCYIapCTBEHY X MiOe yupexaenue «HammoHanbHbIM
MEIUUMHCKUI  UCCle0BaTeNbC I . LEH 30pOBbsl  jgeTed» MuHHcTEPCTBA
3ApaBooxpaHeHust Poccuiickoii ®enepaunyu; AUPEKTOP - HOKTOP MEIULMHCKUX
Hayk, npogeccop PDucenko Anzapeit Ilerposuy (119991, Poccus, r. Mocksa,
JlomonocoBckuit npocnexr, 2, ctp. 1,

Tenepon: +7 (495) 967-14-20

DnexTpoHHas nouta: director@nczd.ru

Agnipec B cetu uHTepHeT: https://nczd.ru/




B nuccepTallMOHHBII COBET
J121.1.025.01 na 6aze ®I'BY «HauuonanbHbld MenuuHHCKUH
MCCIIeI0BATEIbCKUM IEHTP [eTCKON reMaToJOriu, OHKONIOIMU U
UMMYHOJIOrMK UMeHHn JImutpust PoradeBa»
Munzapasa Poccun
o aapecy: 117997, r.Mocksa, yi1. Camopsl Maiuerna, 1. 1
no aucceprauuu JOKIIyKuHOH AMHBI AJIEKCEEBHBI Ha TeMy «OnTuMuzanus
JAMATHOCTUKKM MOHOTEHHBIX 3a00JieBaHUM, TPOABIAIOIIMXCA X0JIECTA30M B MEPHOJL
HOBOPOJK/IEHHOCTH», MPE/ICTABIEHHON Ha COMCKAHUWE YYEHOH CTENeHH KaH1u/1aTa

MeIMLMHCKUX Hayk 1o cnennanbaocTsiM 3.1.21 Ieguatpus n 1.5.7. I'eHeruka.

CBEJIEHMSI O BEAYUIENA OPTAHU3ALIMU

[TonHOE U COKpalleHHOe
Ha3BaHHE BedyLIeH
OopraHu3aluH

[lonHoOe HauMeHOBaHUeE:
¢eepanbHOE TOCY1apCTBEHHOE

| aBTOHOMHOE yupexaenue «HaunoHanbHblk

MEIMIMHCKUNA UCCIIe10BaTeIbCKUI LIEHTP 310POBbs
neteit» MUHHMCTEPCTBA 31paBOOXPAHEHNS
Pocculickoili @enepaunu

CokpallleHHOe HaUMEHOBaHHE:

OI'AY«HMMULI 3n0posbs neteii» Munsapasa Poccun

Gamvunus Mma OTtyecTBO
YueHas cTeneHb, yueHoe
3BaHUE PYKOBOJMTEIIS
BeIy1lEH OpraHu3alum

JIMPEKTOP

®ucenko Anapei Iletposny

3aciyKeHHbIH Bpau Poccuiickoi Denepalnn, 10KTOp
MeJMIIMHCKUX HaYK, Ipodeccop

®amunusg Ums Otuectso
JULa, yTBEPAUBILETO
OT3bIB BeyLUEH
OpraHu3aluy, ydeHas
CTeneHb, OTpaciib HayKH,
Hay4Hble CTelMaJbHOCTH,
M0 KOTOPBIM UM
3alllMiIeHa JuccepTarus,
yueHOe 3BaHue,
JIOJI)KHOCTD M TIOJTHOE
HAUMeHOBaHue
OpraHM3aluu,
SIBIISIIOLLIEHCSE OCHOBHBIM
MECTOM ero paboTsl

®ucenko Auapei [lerposuy

JIOKTOp MEAMLIMHCKUX HAYK

MenuurHCKHE HAayKU

ITpodeccop

JlipexkTop

(benepanbHOE rocyJapcTBEHHOE

aBTOHOMHOe yupeskaenue «HarmonanbsHeli
MeAMLUHCKUHN HCcCeq0BaTeIbCKUI LEHTP 310POBbS
netel» MuUHHUCTEpCTBA 31paBOOXPAHEHUS
Poccuiickoit @enepannu

CornaceH Ha 00pabOTKY NEePCOHAIbHBIX AaHHbIX




Gamunust Umsa OtyecTBo,
yuyeHasl CTeleHb, y4eHoe
3BaHHe COTPYIHHKA,
JOJDKHOCTB, WU(P
CIIeLIMaJIbHOCTH,
COCTaBMBILIEIO OT3bIB
BeJlylllel opraHu3alum

[Toranos Anekcanap CepreeBuu

JIoKTOp MEIULIMHCKUX HAyK

[Tpodeccop

CneuunanbHocTts —3.1.21. [lenuatpus

Hauanenuk LleHTpa BocnaMTeIbHbIX 3a00€/1BaHUH
KUIIIEYHHUKA Y JIeTel, 3aBe 1y oLiH
racTPOIHTEPOJIOTHYECKUM OT/AE/IEHHEM

damunus Umst OtuecTBo,
yueHas CTeNneHb, y4eHoe
3BaHUE COTPY/IHHKA,
JOJKHOCTB, L)
CIeLUANIbHOCTH,
COCTABMBLIETO OT3bIB
BeYyLIEN OpraHu3amun

CaBoctbsiHOB Kupumt BukropoBud

JlokTop OHMONOrHYeCKUX HAYK

CneunanbHocTb —1.5.7. ['eneTuka

HauanbHuK MequKo-reHerudeckoro Llentpa,
3aBeyOIui JabopaTopueil MEAUIHMHCKON FTeHOMHKH

CnHcoK OCHOBHBIX
nyOnuKaluil paboTHUKOB
BEAYLLIEH OpraHu3aluu mno
TeMe JuccepTalumy B
peLeH3upYyeMbIX HayUYHbIX
M3JIaHUsIX 3a [MoceHue S
net (He 6omee 15
nyOauKaLun)
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Ajapec BeagyLIeH OPraHU3alHU
HNuneke 119296

O6bexT OI'AY «HMMULL 3n0poBbs nereit» Munznpasa Poccuun
['opon MockBa

Yiuua JIOMOHOCOBCKHH MpOCIIeKT
Jlom .2, ctp. 1

Tenedon 8 (495) 967-14-20

e-mail director(@nczd.ru

Web-caiit  https://nczd.ru/

Be,nymaﬂ Oopranusaliua IIOATBEpXKAacT, YTO COMCKaTe/]lb HE SBISETCA ee
COTPYAHHKOM U HE MMEET  HayY4HBIX pa60T no TeéMe Juccepraluu,

MOJrOTOBJIEHHBIX Ha 0ase Beﬂymeﬁ opraHuszalliki HWJIKM B COABTOPCTBE C €€

COTPYJAHHUKAMHU.
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