OT3bIB

o(ULMAILHOTO OIIMOHEHTa, KaHAWJaTa MEeIUWUUHCKMX HayK, BeIyILIero
HAay4HOT0 COTpy/AHHKa, Bpada-reHeTHka DeaepanbHOr0  rocyaapcTBEHHOTO
OIOKETHOIO HAYYHOTO yuUpexaeHus «Meauko-reHeTHYecKui Hay4yHbIH LEeHTp
umenu axanemuxka H.I1. Boukosa» Cemenosoii Hatanuu AJsiexcaHJapoBHBI Ha
nuccepTaluMonHyr0 paborty JlokulyknHod Anuubl AjiekceeBHbl «OnTHMU3ALMSA
JIMACHOCTUKU MOHOTIEHHBIX 3a00JIeBaHUM, MPOSBISIOLIMXCS XOJECTa30M B MEPHOA
HOBOPOXJICHHOCTH», HAa COMCKaHME YY€HOW CTeNeHH KaH[Iuaata MeIMIMHCKHX

Hayk 1o crneunanbioctH 3.1.21 —IMeaunarpus; 1.5.7 — ['enerunka

AKTYaJILHOCTH TeMbl PabOThI

Penensupyemass paboTa MOCBsIEHA COBPEMEHHBIM  BO3MOXKHOCTAM
NMArHOCTUKM MOHOT€HHBIX 3a00JieBaHMM ¢  HEOHATAJbHBIM  XOJIECTa30M.
HeonatanbHbl XoJecTa3 JOBOJIBHO pPaclpoOCTpaHeH cpead MiajaeHieB. Ero
OTHOJIOrMsl SIBJISETCS BecbMa [ETEPOTeHHOHW M BKJIIOYaeT XHUPYPIUHYECKYIO,
HHGEKIMOHHYIO, SHIOKPUHHYIO, HACIeJCTBEHHYIO U APYTYKO IAaToJIOTHIO.
HauGonee pacnpocTpaHeHHOH NPHUYMHON HEOHATAIBHOTO XOJjecTtasa sBISETCs
6unuapaas atpesns (okoso 30-40%), 4To onpesessieT UCKIIOUUTE/IbHYO Ba)KHOCTD
BOSMOIKHOCTH TIPOBEJEHMSI XUPYpPrudeckoi koppekuuu (omepauds Kacan) B
nepsble 3 Mecsua xusHu. [Ipu sToM, auddepeHLHanbHas JHarHocTuka OunMapHoH
aTpe3uM C HacJeICTBEHHbIMH 3aboneBaHMSMM, JUIS KOTOpbIX omnepais Kacau
MPOTHBOINOKA3aHa, MOXKET OBITh BECbMa 3aTPYIHUTE/IbHOH HA KIMHUYECKOM Srare.

B cBsi3H ¢ aKTHBHBIM PAMEHEHUEM B KIMHHYECKOH NMPAKTHKE COBPEMEHHBIX
METOJIOB CeKBeHHMpoBaHus HoBoro mokoneHust (NGS), crano BO3MONKHBIM
pacIIipeHHe CreKTpa HO30JI0rMYEeCKUX (POpM, B HEKOTOPBIX CIyyasx pa3paboTraTh
TAPreTHYIO Tepanuio, AaTh BO3MOXHOCTb CEMbSAM TPOBECTH JIOPOJIOBYIO
JIMAarHOCTUKY TIPU BBICOKOM PHUCKE HACJIeICTBEHHOI0 3ab0/ieBaHHus.

Ha cerogusiuauii geHb onucaHo ©6onee 100 moHorenHsix (opm,
aCCOLMUPOBAHHBIX ¢ HEOHATABHBIM X0J1eCTa30M. MX KuHu4ecKHe, jabopaTopHbie

U HHCTPYMCHTAJIbHbIE XapakKTCpHCTHKH BO MHOTOM cx0xku. CI0KHOCTB



IMATHOCTHKH, OCOBEHHO B HEOHATAIBHOM TIEPHOJE, 3AKI0UATCS B TOM, 4TO AeGI0T
3260NeBAHMS B BH/IE JKENTYXH MOXKET ObITh PUHAT 32 TeYeHHe (U3H0JI0INIECKOro
cocTosHUA. B Toit cBs3u muddepeHuratbaas JUArHOCTHKa MOHOTEHHBIX (opM
HEeoOHATAJABHOTO  XONiecTa3a  IO3BOJMT  CBOEBPEMEHHO  JMAarHOCTHPOBATH
Hac/leCTBEHHOe 3aboNieBaHMs, YTO B CBOK OYepe/lb MOXKeT CTaTh PCIICHHEM
npoGeMsl HEOGOCHOBAHHOTO XMPYPIHYECKOI0 BMEIIATELCTBA (ONepaLys Kacawn)
M JacT BO3MOXKHOCTH TIPOBEIEHHMs MAaTOreHeTHYEeCKOH Tepanuu. VIMeHHO O5TH

acreKThl 000CHOBBIBAIOT HEeo0X0AUMOCTh JAHHOI'0 UCCIIeI0OBaHN.

Crenenb 000CHOBAHHOCTH H I0CTOBEPHOCTH HAYUHBIX MOJIOKeHU, BLIBO/J10B

M peKoMeHAauui, cPopMYTHPOBAHHBIX B IHCCEPTALMA

HayuHble TIOJOXKEHHS, BBIBOABI M TPaKTUHECKHE PEKOMCHAAlMK B
auccepTali 060CHOBAHBI M JOCTOBEPHBI O1arofapsi UCTOIL30BAHMIO aKTyallbHbIX
U OOBEeKTHBHBIX METO/OB aHaiu3a Oousblioro odbemMa HCCIe10BaTCIbCKOro
Marepuana. B uccienoBanye BKI04eHO 188 feTeil ¢ HEOHATAILHBIM X0JICCTA30M,
W3 KoTOpelX y 120 mereit OBUT MOATBEPIKIEHHBIM reHeTHYeCKUi JIMarHos.
3HauMTENbHAS YACTh PAGOTHI BBLIMOJIHEHA ¢ APXMBHBIMY JAHHBIMH HCTOPHI 60I€3HH
M pesylbTaToB o0cieoBaHUd.  ABTOPOM JIMYHO IPOBOIMIIOCH KITMHHHYECKOE
obciieioBaHMe TMALMEHTOB, BKAIOYEHHBIX B HMCC/I€lOBaHHE Ha IPOCIEKTUBHOM
JTare.

MeToasl HCCIIE0BaHUA aKTyalbHbl ¥ HH()OPMATUBHBI, OCOOEHHO CTOUT
OTMETHTh  WCIIOJL30BAHME aABTOPOM  MIMPOKOrO  CHEKTpa  COBPEMEHHBIX
MOJIEKY/ISIPHO-TEHETHYECKAUX METO0B. DTH METOMIBI CMOCOOCTBOBA/IM BbIABICHHIO
HOBBIX TEHETUUECKHUX BAPUAHTOB B F€HAX, CBA3AHHBIX C HCOHATA/IBHBIM X0JIECTA30M,
a TaKKe BBIABICHUIO KpaiiHe pejIKMX reHeTHIeCKUX 3aboesanui. JlocTOBEpHOCTD
Hay4HBIX TTOJIOKEHHUH H BBLIBOJIOB nuccepTalim MOATBEPXAaeTC
PETIPE3EHTATUBHOCTBIO ~ BBIOOPKH, JIM3aHHOM  HCCJIEI0BaHHA, KOMIUICKCHBIM
MOIX0A0M K 00CIeI0BaHMIO MMALIMEHTOB ¥ MX COITIACOBAHHOCTLIO C MOCTABICHHBIMH
HeNMAMM M 3a1adamu paboThl. BeIBO/IbI M IPAKTHYECKHE PEKOMEHIANMH OCHOBAHDI

Ha ITOJIYYEHHBIX OaHHBIX, 9TO MOATBEPKAAET UX NMPaBUIBHOCTDL H 000CHOBAaHHOCTb.



Hayunasi HOBH3HA pe3y./IbTATOB HCC/IET0BAHMA

HayuHasi HOBM3HA [peJCTaBIE€HHOH paboOThl 3aKioYaeTcss B TOM, UTO
BIepBble OB BLIABIEH HOBBI reHeTwdeckuit sapuant B rene UNC454,
accouMUpoBaHHOM ¢ OCTEOOTOrenaTodHTePAIbHBIM CHHAPOMOM (y peberka ¢ Oe3
KJIFOUEBBIX XapaKTEPHBIX CUMIITOMOB).

BoisiBiieHbl paHee He ONUCAHHBIE T'EHETHYSCKHE BapWaHTbl B TIeHaXx,
ACCOIIMUPOBAHHBEIX C MOHOTEHHBIMH 3a00/€BaHUAMH, COTPOBOXKAAKIUMHCS
HeoHATANbHBIM XOJECTa30M M BHECEHbI B pedepeHcHble 0a3bl JaHHBIX, YTO
[03BOJISIET MOBBICUTH P(PEKTHBHOCTH aHalu3a OHOMH(OPMATHHECKOTO aHajln3a
MTOBCEMECTHO.

BoisiBlieHbl KJIIOYEBbIE KIIHHHUKO-Tab0paTopHble W HHCTPYMEHTAJIbHBIC
moKazaTeNd, HeoOXOoJuWMble TpH o00cCiIe0BaHMU JeTed C HEeOHaTallbHbIM
XO0JIECTA30M, Ha OCHOBAHHUHU KOTOPbIX CHOPMYIMPOBAH U ONITHMHU3UPOBAH AJITOPUTM

nrddepeHHaTbHON JUarHOCTHKYA MOHOTEHHBIX 3a00/1eBaHHH.

3HAYNMOCTD IS HAYKH H MPAKTHKH NOJTyYeHHbIX ABTOPOM pe3yJibTaTOB

[TonydeHHbIC JaHHbIE [O3BONMIM aBTOPY HAa OCHOBAHWH MMPOBEACHHBIX
MCCAENOBAaHUM  ONTHMH3MPOBATH  MOAXOAbLI  00OCieoBaHMs  OONbHBIX  C
HEeoHATalbHBIM XoJecTa3oM M chopMHpOBaTh JIMATHOCTHYECKHH alrOpUTM.
Pe3ynbTaThl HCC/IENOBAHHS MMEIOT OONbIIOE MPAaKTHYECKOE 3HAYEHME, TaK KakK
[103BOJIAIOT MPOBOJWTE PAHHIOW JHATHOCTUKY HACJENCTBEHHBIX 3a00/eBaHUM.
Kpome TOro, IMOArOTOBIEHbl METOAMYECKHE PEKOMEHIALMHU JUIS NPAKTUKYIOUIMX
MeMaTPOB M HEOHATOJIOTOB, MO AMArHOCTHUKE M BENCHHIO NeTeH C CHHAPOMOM

AaXXuss.

CoOTBeTCTBHE JHCCEPTALINI NACNOPTY HAYYHOH CIENHATLHOCTH
JluccepraumonHas pabora JIokinyKuHOW A.A. COOTBETCTBYET muppy

cneumanbHocTh: 3.1.21. [lenuarpus, 1.5.7 I'enetunka.



[MosHoTAa OCBelmIeHHsI Pe3yJIbTATOB AHCCEPTALHH B I€4aTH

[To TeMe auccepTalMKi OTYOIMKOBAHO 5 HAaydHbIX paboT, U3 HUX 4 B JKypHaIax,
BKJIIOYEHHBIX B MepeveHb W3jiaHuid, pekomeH10BaHHbIX BAK PO nns nmybnuxauuii
OCHOBHBIX Pe3y/JIbTaTOB JIUCCEPTALMOHHBIX MCCIE0BaHUM, a Takxke 1 cTartes B
3apyOeKHOM HaydHOM kypHaue. [TonydueHHble pe3yapTarhl MPeICcTaBieHbl B BUIE
YCTHBIX JIOKJIAJ0OB HA POCCHHCKUX M MEKAYHApPOAHBIX KOH(EpeHUMsAX Hu
KOHIpeccax.

CTpykTypa H coiep:kaHue paboThl

JluccepTanMs HW3J0KEHa B TPaJMLMOHHOM cTuie Ha [35 crTpaHuuax,
wunoctpuposana 30 tabnuuamu ¥ 23 pucyHkamu. Bo BBeneHus yOeauTeNbHO
000CHOBBIBAETCS aKTyalIbHOCTh HcceoBanmii. Criucok auTepaTypsl BKitouaer 154
MCTOYHHKOB M3 HHMX 15 - oredectBeHHbIXx Hu 139 - 3apyOexnbix. PabGora
WILUTIOCTprpoBaHa 23 pucyHkaMu u 30 tabaunamu.

ABTOpoM mpojieniana donbiias pabora Mo KIMHUYECKOMY 00CIIEI0BaHUIO U
nedenunto 120 mamueHToB ¢ pa3IMYHBIMH MOHOTEHHBIMH 3a00JI€BaAHMAMHU, KOTOPBIE
COTIPOBOXKIAJIMCh HEOHATAIBHBIM XOJIECTA30M.

[TpoBepeHa mnepBUYHass MOOKyMEHTalUMs (HUCTOpUM OOMNE3HHM, [POTOKOJIbI
McCle0BaHu, pa3paboTounble TabauLbl, 0a3bl JaHHBIX), KOTOPas COOTBETCTBYET
MaTepuanaM, BKIIOUEHHBIM B UCCEPTALIMIO.

Heaw npencraBaeHHoil HayyHOH paboThl 3aKiO4aeTcss B ONTHMHU3ALUK
anroput™Ma auddepeHMaNIbHON JHAarHOCTUKM Yy JeTell ¢ XojecTas’oM B
HEOHATaJbHOM IEPHOJE HA OCHOBAHMM KOMIUIEKCHOHW OLEHKM KIMHUYECKHX,
1abOpaTOPHBIX M HHCTPYMEHTAIBHBIX NOKa3aTelel.

Jliist TOCTHIKEHUS ITOCTABIICHHBIX LIeei aBTOPOM MOCTaBJIEHbI W pelueHbl 4
3agauyu. [lono)xeHHs, BBIHOCHMbIE Ha 3allUTy, 0OOCHOBBIBAIOT KOHLENTYalIbHYIO
OCHOBY JHCCEpPTaLlU{ U COCTOST U3 3 MYHKTOB.

O630p JauTepaTyphl NpeAcTanBiser  co0oOd  aHallM3  IPOBEIEHHBIX
MCCJIEJIOBAHMN 110 TeMe auccepTauu. ABTOP H3/I0KWJ JIaHHBIE aHAIUTHYECKOH
OLIEHKU BOMPOCOB JTHOJIOTMH M MaroreHesa TakuX 3aboleBaHMi Kak CHHAPOM

ANaKWIjisi, TNPOTPEeCCHPYIONIero CeMeHMHOro BHYTPHUIIEUEHOYHOro XoJecTasa,



neduuuTa anbda-1-aHTUTPUIICHHA U APYTHX PEIKHX dbopmM; THArHOCTHYECKHE H
JpyTHe acreKThl 00C/ieN0BaHHs W HaOMIOJEHUs JIeTeH C HeOHaTalbHbIM
XOJIeCTa3oM.

Bo BTOpoi W TpeTbeii rIaBax MPeICTAaBICHBl METOIbI HWCCICNOBAHU H
KIMHMYECKAs — XapakTepucTuka — obcnepopaHHpix  gereil.  CojepikaTenbHO
MCIONIb30BaHbl  COBPEMEHHbIE  MOJIEKYJIAPHO-TEHETHYECKUE  METOJIBIL. [Inan
obcsieoBaHMs MalHEeHTOB COOTBETCTBYET LI H 3aja4aM MCCICN0BaHHUA.

I1aBbl 4eThipe H NATH COGCTBEHHBIX MATEPHAJOB IMCCEPTALMOHHOM
paboThl TOAPA3JeNAIOTCA Ha HM3JI0KEHHE pe3ysbTartoB W HX o0CyXeHHe.
[ToayyeHHbIE AaHHbBIE COMOCTABUMbI C PE3yJIbTaTaMU uccie oBanui 3apy0ekKHbIX
aBTOPOB.

Apropedepar  JoxmykuHoir  A.A, MOJHOCTBIO ~ COOTBETCTBYET

YCTaHOBJIEHHBIM TPeOOBAHUAM H B MOJHOH Mepe OTPaKaeT CoAepKaHue paboThl.

JIoCTOMHETBA H HEJOCTATKH B COAEP/KAHUA H O(POPVMICHHH JHCCEPTALHH

ABTOp ONTUMH3HMpPOBAIa alIroput™ JuddepeHuralbHON  AHArHOCTHKH
3260/1eBaHII C HEOHATAILHBIM XOJI€CTA30M, KOTOPBIN HalpaBieH Ha YHU(PUKALMIO
¥ CTAaHIapTU3alMI0 BHIOOpA [MATHOCTHHYECKOro MHCTPYMEHTa [pH paHHeH
nuddepeHIUanbHO| IUArHOCTUKE MOHOTEHHBIX 3a00JIeBaHHH C HEOHATalbHBIM
XOJIeCTA30M.

[To odopMIIeHHIO BBISBIEHO HE3HAYUTENLHOE KOJIUYECTBO CTHIMCTHYECKUX
HETOYHOCTEHl, KOTOpBle HE CHUKAIOT HAyYHOH M MPaKTUYECKOH IIEHHOCTH paboTBL.
JluccepTalys TIpeACTaBiseT CcoOOM MONHOLEHHOE HayYHO-KBAIM(UKALHOHHOE
UCClIeIOBaHUe, BBLIMOJHEHHOE HA BBICOKOM Hay4dyHOM YPOBHE, W 3acCilyKWBaeT
NOJOXKUTEIbHON OLEHKH.

Jakaouenue

JuccepraunonHas pabora  JloKuIyKMHOU ANUHBI AJleKceeBHbl

XOJecTa3oM B IEPHO] HOBOPOKIEHHOCTH» 10 cremuaibHocTsM  3.1.21 —

Menmarpusi; 1.5.7 — TeHeruka Ha COMCKaHME Y4YEHOW CTENEHM KaHQMZaTa



MeTMLMHCKIX HAyK SBIISETCS 3aKOHUIEHHOI HAy4HO-KBalUpUUMPOBAHHON paboToii,
B KOTOpOH JIOCTHIHYTAa HayuyHas Lelb - ONTUMHU3ALMA alropuTMa AnardHOCTHKH
MOHOTeHHBIX 3aboneBaHuii, COMPOBOKIAFOLIMXCA XOJIeCTa3oM B  MEPHOMAC
HOBOPOKIEHHOCTH.

[To aKTyaabHOCTH, HAy4HOH W NPAKTHIECKOW 3HAYUMOCTH, o0beMy
TIPOBEJIEHHBIX MCCIIeI0BaHMIH, 00beMy MyOIHMKalli B PeLeH3UpYEMbIX U3aHMIX H
MMYHOMY BKIaqy aBTOpa AuccepraumoHHas pabora Jlokwyknnoit  A.A.
cooTBeTCTBYeT TpeboBanusaM 1.9 [1o0KeHHs O MPUCYKAEHHH YHCHBIX CTeNeHeH,
yTBEpIKAEHHOTO MocTaHoBIeHHeM [IpaBuTensCcTBa Poccuiickoit ®enepanuu N°842
or or 24.09.2013 (co BceMH HW3MEHEHMAMH B [IOCIEIYIOILHUX pPEIaKUHsX
[MocTanosnenuii [IpaBuTenbeTBa), MPEABABIAEMbIX K AUCCEPTALMAM HA COMCKAHNE
yd4eHO! CTereHM KaHAWaara MEeJMIMHCKUX HaykK, a ee aBrop JlokumlykuHa AA.
3aCTY)KMBAET MPHUCYKAECHUS MCKOMOM y4eHOH CTeNeHH KaHquJara MEIUUHHCKHX

Hayk 1o creipainbHocTsaM 3.1.21 —Ileauarpus u 1.5.7 — I'eneTuKa.

OduuHaabLHBIH ONMOHEHT, KaHAUAAT MEIMLUMHCKUX HAyK, BELYIIMH HaydHBIH
COTPYIHHMK, Bpay-reHeTHK PelepanbHOro  rocyJapcTBEHHOro  OIO/KETHOro
Hay4HOr0 yupexaeHust K MeI1Ko-reHeTHYECKIi Hay HbIH [ICHTP MMEHU aKa/ICMHKa
H.I1. boukosa»
IouToBbkIii agpec MecTa padorei: 115522, MockBa, yi1. Mocksopeube, oM 1
Caiit yupexnenus: https://med-gen.ru/o-tcentre/kontaktnaia-informatciia/
Tenedon: +7 (495) 111-03-03
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