OT3bIB O®ULUAJIBHOI'O OIMITOHEHTA

AOKTOpa  MeJHMUHHCKMX HayK, IIpod)eccopa, 3aBeAYIOIEro  OTHeTeHHEM
MEIMIMHCKOH TIeHETHKH  (helepalibHOro TOCY/IapCTBEHHOI0  aBTOHOMHOTI'O
00pa3oBaTENBHOIO  YUPEXIEHHS  BBICLIETO . obpazoBanusi  «Poccuiickuii
HallMOHAJIBHBIA ~ MCCIENOBATENbCKUI  MeaMIMHCKHUIL YHHBEPCHUTCT HMEHHU
H.U.ITuporosay Munucrepcrsa 3ApaBooxpaHeHust Poccuiickoli Menepanuu
Muxatinosoit Ceernansl BuransesHs! Ha AUCCEePTALMOHHYIO paboTy UyproMoBoi
I0mun AnexcanapoBHsl Ha Temy: «BBICOKOIIPOU3BOIUTENLHOE CEKBEHHPOBAHHE B
HCOHATAIILHOM CKPHHWHIE MOHOI€HHBIX HACJICACTBEHHBIX GOJE3HEeH 06MeHay,
TMPE/ICTABICHHYIO Ha COMCKAHME YYEHOH CTEelleHH KaHIMAaTa MEAHIMHCKHX HAyK
no criennanbHocty 3.3.8. Knuandeckas naGopaTopHast 1MardocTHkKa

AKTYaJIbHOCTH Te€MBI HCCIeJOBAHUS

3aboneBaHusa M3 TPYNIBI HACIENCTBEHHBIX OONE3HeH 06GMeHa (HBO) sBnarorcs
PeAKUMH, JacTOTa GONBINMHCTBA M3 KOTOPEIX B MHpe W B POCCHH COCTaBISIeT
Meree | na 100 000 vemosex B rom. Oxmmako, ecnd paccMaTpUBaTh HX B
COBOKYMHOCTH, B CHIy UIMPOKOH TIETEPOreHHOCTH HO30J0IHYeCcKHX (opM,
3a0051eBaeMOCTb MOXKET HocTHraTh oT 1 Ha 2500 1o 1 Ha 800 HOBOPOXK/IEHHEIX B
ro. Beuzy Toro, 4To GONBIIMHCTBO 3a60NneBaHMil IOIAIOTCS JICYSHHMIO, CITH HX
AMATHOCTHPOBaTh HAa PpaHHEH cTajguM, 5TO TpeOyeT BBICOKOro MOKA3aTeNs
KIMHHYECKOH — HACTOPOXKEHHOCTH B COYETAHHH €O  CHEIM(DHUECKHMH
AUArHOCTHYCCKUMH HccienoBanuamMu. HacnencrBennsle GonesHn o6MeHa 4acTo
COUCTAIOTCS C TSHHKENOM HEOHATANBHOM IMATONIOTHEH W IMPOTEKAIOT IMOJ MAacKoi
TaKUX COCTOSHMH KaK CETCHC, IEePHHATaIbHOE MOPaKeHHe HEPBHOM CHCTEMBI W
BHYTPHYTpPOOHBle wHpexiun. HeonHOPOAHOCTL KIMHHYECKHX —MpOSBICHHIL
00yC/IOBIMBAET TPYTHOCTH B IHATHOCTHKE STHX 3a00JICBAHMI M 1a)Ke UX MPOIIYCK,
4TO BIICYET 3a COOOH cepbe3Hble KIHHHYECKHE TOCHE/CTBHS B BHAE THXKEIOMH
UHBAJIMIHOCTH M JIETAJILHOI'O UCXOA.

OKOHOMHMYECKH 3(Q(eKTHBHONH Mepol OOGIIECTBEHHOr0 3ApaBOOXPAHEHHS B
OTHOIICHWH PaHHEW NUArHOCTUKM Haclie[ICTBEHHBIX Golle3Hell o6MeHa SBIsETCS
MAaCCOBBIH CKDHHHHI HOBOPOYK/I€HHBIX, 00eCIICYHBAIONIMI CBOEBPEMEHHOE HAUAIIO
neqeOHBIX MeponpuaTHid. HoBble TexHonmormdeckue pa3palGoOTKH B TaHIEMHOI
MacC-CIeKTPOMETPHH MTO3BOJIMIIM BHEIPUTh B CKPHHUHT ITaHEIBHOE TECTUPOBAHUE,
oxBatbiBatomee Oonee 50 MeraGonmMueckux MapKepoB, UTO IPeHOCTABISET

BO3MOXXHOCTh TECTUPOBAaTh IUHMPOKUW crekTp 3abosieBanuit. B Poccuiickoi
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O@enepauun ¢ 1 sBaps 2023 roga HeOHATANILHBIL CKPHHHUHI ObLT pacliMpeH 3a
CHET  [OIOJIHUTEJIBHOI'O0  UCCIENOBAHUS  OHOXMMHYECKUX MapkepoB 36
3a00J1eBaHII METOIOM TaHIEMHOH Macc-crekTpoMerpun. HecMotpst Ha BbICOKYIO
UYBCTBUTEILHOCTE W CNEU(QUYIHOCTh  HCIONB3YeMBIX METOHOB, HH3Kas
PaClpOCTPaHeHHOCTb OTACIBHbIX 3aboneBanuit 13 rpynmnst HBO mpu pacIIupPeHHH
CKpHHHHIa  NPHUBOAMUT K  3aKOHOMEPHOMY  YBEIMYCHHIO  KOJHYECTBA
TOMHOIOOKUTEILHBIX  pe3yNbTaToB. (CTparerd CKPUHHHIOBBIX MPOrpaMM
JIOIDKHBL  OBITh HANpaBIECHBl HA ONTHMAIBHOE MCHOJIB30BAHHE COYETAHMS
PYTHHHBIX J1abOPATOPHBIX TECTOB M Gosiee CHenU(HIHBIX AHATUTUYECKHX
TEXHOJIOTHH. Takoil MoxXox Mo3BOJSIET COKPATHTD YUCIO JI0KHOOIOKUTEbHEIX
PE3yJIbTATOB 3a CHET UCIIONB30BAHMS [TOATBEPIKIAIOIINX AUATHOCTHYECKHUX TECTOB.
Onnako B P® 1o cux I0p He BbIpabOTaHAa eIMHAas TAaKTHKAa B OTHOLUCHHUU
BapUAHTOB 1abOPaTOPHBIX MCCIEIOBAHMII BTOPOTO YPOBHS IUIS IO TBEPKICHUS
TIOJIOKUTEJIBHBIX Pe3yJIbTaTOB CKPUHUHIOBEIX TecToB Ha HEO.

IlockonkKy —HaciencTBeHHBIE Gosie3HM O6MEHa SBISIOTCS  MOHOIEHHBIMHE
3a00JICBAHUAMU ISl MX JMArHOCTHKH MCTIONB3YeTCsS ONpENeeHHe TaTOreHHBIX
MyTallMii  MOJICKYISPHO-TEHETHYECKHMH  METOZaMH.  DBICTpoe  pasBHTHE
1abopaTOPHBIX TeHETHYECKMX TEXHOJOTHH TIPHBENO K CO3J@HHI0 METO/a
BBICOKOIIPOU3BOJIUTENILHOIO ceKBeHHpoBaHus NGS, Mo3BOJIAIOLIET0 ¢ BBICOKOM
TOYTHOCTBIO XapaKTePU30BaTh COTHM W THICAYM TEHOB 3@ KOPOTKHH IEpHOJ
BpeMeHH. BHejpeHHe 5TOro Meroga B KIMHHYECKYIO MPAKTUKY OTKPBHIBAET
AOTIOJIHUTEIBHBIE BO3MOXXHOCTH JJIs CO3JAHUSI MPOTOKOJOB HEOHATAIBHOIO
CKPHHMHIA, OCHOBaHHBIX Ha F€HETHYECKOM TECTUPOBAHUH.

Hapsiny ¢ 5THM, cornacHoO IMTepaTypHBIM JaHHBIM, HCIIOIB30BAHHE TEXHOIOTHH
NGS wumeer psan orpanudenuif, 0GyCIOBIEHHBIX OOHApPYKEHHEM BapHAHTOB
HCOMNPEAEICHHOI0 KIMHWYECKOr0 3HAYEHUS, UACHTHU(DUKALMU CTATYCA HOCHTEJIS
WM JI06POKAYECTBEHHBIX COCTOSIHMN 03 KIMHMYeCKUX NposBieHuii. B cBszu ¢
4eM, LIMPOKOMY BHEAPCHHIO TexHojoruM cekBeHupoBanusa JHK cremyromero
[IOKOJICHWS B MAacCOBOM CKPMHHMHIC HACIEACTBEHHBIX 3a00JeBaHUi JIOIDKHO
[PEeAIEeCTBOBATh MPEIABAPUTEIbLHOE IIPOBEACHHUE WCCICNOBAHAN 110 OIEHKE

KIIMHAYECKOWU TMONIE3HOCTH M 3(GQEKTUBHOCTH [AaHHOTO METOJa B KPYIHOM
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NOIyJALMK HOBOPOXAEHHBIX. Pa3paboTka HOBBIX aJTOPUTMOB HEOHATAaJILHOTO
CKPHHHHIA HACICACTBEHHBIX OousiesHell oOMeHa Ha OCHOBe COBPEMEHHBIX
BBICOKOTEXHOJIOTMYHBIX METOJIOB  MOJIEKYJIAPHO-TeHETHIECKOTO TECTUPOBAHUS
SIBJISIETCS. 3HAYUMOM ITPOOJIeMOM KIHHHYIECKOI 71a00paTOPHOM JIMaTHOCTUKH.

Bee Beimensnoxennoe CBUACTEJILCTBYET 00 aKTyalbHOCTH M BOCTPeGOBaHHOCTH

AHCCEPTALMOHHOrO HCCIIeI0BaHus, BbINOIHEHHOTO YypromoBoii FO.A.

Crenenn HOBH3HBI, 060CHOBAHHOCTH HAYYHBIX MOJIO’KEHH I, BLIBOJOB H
PeKOMEHAANMH, ChOpMYIHPOBAHHBIX B AHCCEPTALHH

B jmccepraumu Yypromosoit Y0.A. Briepseie npoBeena omnenka u TpeICTaBIIEHBI
pPe3y/bTaThl  KPUTEPHEB  HH(OOPMATHBHOCTH  GHOXMMHMYECKMX  MapKepos,
UCTIONB3YyEMBIX IJIL HEOHATalbHOIO CKPHHMHIA HACIEACTBEHHBIX Oole3Hei
obMeHa, Ha GONBIIOM KIHHHYECKOM Marepuane (196217 HOBOPOKICHHEIX).
[Tosrydensl HOBble JaHHBIE O IMATHOCTHYECKOI 5O GEKTUBHOCTH MapKepoB
MYKOBHCLIH/I03a, (DEHMUJIKETOHYPHU H TalaKTO3eMHH, [OKA3aHO 3HAYUTEIbHOE
KOJIMECTBO JIOJKHOTIONIOKHUTEIIbHBIX PE3YIbTaTOB OHOXHMUYECKOTO CKPHHUHTA.
Ha ocHOBaHMM HOBOro METOZONOrMYECKOr0 IOAXOLA € HCIOJB30BAHHUEM
TEXHOJIOTMH BBICOKOIPOM3BOAUTEIILHOIO CEKBEHUPOBAHHS B MACCOBOM CKPHHHHTE
HOBOPOXIEHHBIX ITOJIyICHBI HOBbIE JJAHHBIE O COCTABE M YACTOTE MyTaI[Uii B reHax
CFTIR, PAH u GALT B nonymiuun Cesepo-3amaimoro peruona PO,
3HAaYUTENBHOM Hay4HOH HOBH3HON o6IagaeT MOATBEpXkISHHAs B HACTOALIEH
paboTe JIMAarHOCTHYECKAs 3HAYMMOCTE ONPEIENeHUs UPOKOTO CIEKTPa MyTALHi
B IC¢Hax MeTo/ioM cekBeHHpoBaHua NGS B HeoHaTaNbHOM CKPUHHUHTE.
JuccepranTom BrepBble NPOBEAEH CPaBHUTENbHBIH AaHAIM3 HCIIONB30BAHMUS
OMOXMMHYECKHX M COYETaHUs MOIEKYJIAPHO-TEHETHYECKNX C OHOXMMHYECKUMM
METOJaMH IIPH MaccoBOM 0OcCie/[0BaHHMH HOBOPOXKIEHHBIX. IloKazaHa BbICOKas
AMarHoctudeckas d(QQEeKTHBHOCTH W HAYYHO OOOCHOBAHO KOMILIEKCHOE
HCIIOJIB30BAHUS  J1a0OPAaTOPHBIX ~ METOZOB /I  paHHEd  JMarHOCTHKH
HACJIE/ICTBEHHBIX OoJie3Hell 0OMeHa NpH NIPOBEACHNUH HEOHATAIBHOIO CKPHHHHTA.
ABTOpOM BIepBbIe pa3paboTaH M MOATBEPXKEH Ha OGONBIIOM KIHHHYCCKOM

martepuale 3(pHeKTUBHBIN THArHOCTHYECKUH AITOPUTM MacCOBOro 00CIIeN0BaHUSA



HOBOPOXKACHHBIX  BKIOYAIOMMI  NPOBEJCHHE  BBICOKOIIPOH3BOAUTEIBHOIO
cekBeHHpoBanusa NGS.

Bee mocrasnennble muccepraHTOM Ik M 3a1aUM HCCIIENOBAHHS BBITOMHEHEL
OcCHOBHBIE ~Hay4yHble TMOJOXEHHS, BEIHOCHMEIE Ha 3aIATY, BBHIBOJALI H
NPaKTHYECKHE PEKOMEHNAUMH CHOPMYTHPOBAHBI, MCXOAS W3 pPe3y/lbTATOB
CTATHCTHIECKH TOCTOBEPHBIX HCCIICA0BAHUI OCTATOYHOTO KOJTHYECTBA 0GPa3LOB.
BBIBONEI  IMCCEPTAMOHHOrO MCCNIENOBAHMS KOPPEKTHBI M B MONHOI Mepe

OTPaXXKAIOT IMOJIy4YEHHbIE PE3YILTATHL.

ocToBepHOCTL M anNpoGauus pe3y/iLTATOB

JluccepraioHHOe MCCIe/0BaHHe MPOBEIEHO HA BHICOKOM METONOJIOMHYECKOM
YPOBHE C NPUMEHEHHEM COBPEMEHHBIX J1a00PAaTOPHBIX METOJ0B M ITOAXOJIOB.
Pabota nposenena ¢ cobironennem npasun npoBeneHus HayYHbIX UCCIICIOBAHMMI
M OTHYCCKHX NPUHUHUIIOB ¥ HOpM. C(TeneHb HOCTOBEPHOCTH pe3yJIbTATOB
HCCIeNIOBaHUS  ODeclieyeHa BBICOKMM  yPOBHEM  aHaIM3a  JIMTEPATYPHBIX
HCTOYHHKOB,  IIOCBSICHHBIX mpoOiemMe 1abopaTopHOM  JMATHOCTHKH B
HEOHATabHOM CKPUMHMHI® HACICACTBEHHBIX MOHOTEHHBIX O0ole3Heil obmena,
JIOCTATOYHBIM 00BbeMOoM BhIGOpoK. CHOpPMHPOBaHHEIE TPYIINIBI PEIPE3CHTATHRHEL
MO KOJNMYECTBY JUISl DEIIeHMSl MOCTaBJACHHOH wmend u 3anad. Llens paborsl
copMyIMpPOBAHA YETKO H COOTBETCTBYET CO/EPHKAHMIO HAYYHOTO HCCIIE[0BAHMSL.
3ajaum U MOJIOXKEHUs, BHIHOCHMbIE Ha 3aIUUTY, MPAKTHUECKHE PEKOMEHIAI[HH U
BBIBOJIbI COOTBETCTBYIOT LEJIM paboThl, JTOrHYHO BBITEKAIOT M3 MPENCTaBISHHbIX
MaTepuanoB, apryMeHTHPOBaHbl U IOATBEPKAEHHI JETANBHEIM  aHAIHU30M
[OJYIEHHBIX JAHHBIX W HAJCKHOH CTAaTUCTHYECKOH 00paboTKOH pe3ynbTaros.
JlocToBepHOCTE M 0GOCHOBAHHOCTB TMOJIOXKEHHUH, BBIBOJOB M PEKOMEHIALHA,
c(hOpMYNIMPOBAHHBIX M TIPEACTABICHHBIX B naucceprauuu Uypromooit F0.A., He
BBI3bIBAET COMHEHUMN.

PesynbTaThl quccepTalMOHHOIO UCCIENOBAHUS U OCHOBHBIE MONOXKEHMS pabOThI
OBUIM HEOJHOKPAaTHO NpEeJICTABIEHbl M OOCY)KOEHBI HAa JECATH HaYYHBIX
BCEPOCCHACKUX U MEKIYHapOAHBIX KoH(epeHuusx. [lo MaTepuanam auccepTanuu

oryOnuKoBaHo 13 neyaTHBIX paboT, H3 HUX 3 CTATbU B PElEH3UPYEMBIX HAYUHBIX



KYPHAIlaX, — PEKOMEHNOBaHHBIX  Beiciiedl  arrecTammoHHON  KoMucCHeil
MunncrepetBa  06pazoBanus u Hayku  Poccuiickoii  ®epmepanun s
OITyGJIMKOBAHHUS OCHOBHBIX PE3YIIBTATOR AUCCEPTALMOHHBIX HCC/IE10BaHUH,

HYGHHKE{HHH [TOJTHOCTBHO OTPa’XXarT OCHOBHEIE PE3YIIbTATEhI AHUCCEPTALIMOHHOI'O

HCCJ]ICJOBaHUsI.

Teopernueckast  npakTHYECKAS 3HAYUMOCTD HAaY4YHBIX Pe3y/JbTATOB
HayuHo-npakTiyeckas 3HAYMMOCTH HMCCIENOBAHMS 3aKIIOYACTCS B TOM, 4TO Ha
OONBIIOM  pEempeseHTaTHBHOM —MaTepHae (196217 HOBOPOXKAEHHBIX) gaHA
KITHHUKO-nabopaTopHast olLleHKa ponu BBICOKOITPOU3BOAUTEILHOIO
CEKBEHUPOBAHMs B aITOPUTME J1a0OPATOPHOM JHUATHOCTUKM HACIEICTBEHHBIX
Oonesneit obmena. ABTop BbIIeNMN HauboIee s(dexTrBHOE CcoueTaHMe
OMOXMMHYECKHX M MOIEKYJISpPHO-TeHeTHIECKUX nabOPaTOPHBIX HCCIIEI0OBAHMIA,
CIIOCOOCTBYIOIIETO CBOSBPEMEHHOM JIMArHOCTHKE HACIIEACTBEHHBIX 32601eBAHMIL B
paMKax — MacCOBOIO  CKPUHHHIA HOBOPOXAEHHBIX. Hayuno 060CHOBaHO
NPUMCHCHAC  pACIIMPEHHOI0 TCHOMHOIO TECTMPOBAHUS METOIOM TAPreTHOro
ceksenupoBaHusi NGS B nporpaMme HEOHATAIBHOIO CKPUHUHTA MOHOTGHHBIX
HacJIe/ICTBEHHBIX Oose3Helt oOmena.

ITokasana Beicokas quarHoctudeckas 3GHeKTHBHOCTE aHATH3a BCeil KOJUpYIOLLei
nocaenosarenbHocTH renoB CFTR, PAH u GALT wmeromom NGS 3a cyer
MICHTH(HKALMKA PEAKUX MyTallHi, MpPEACTaBIAIOIINX O0CoOble TPYAHOCTH B
JAMArHOCTHKE MOHOTeHHbIX 3abosieBaHui. [loiydeHHble jaHHBIE O CIEKTpe H
4aCcTOTe MyTallUi B MCCIIEAYEMBIX FeHaX UMEIOT HelOCPEICTBEHHOE MPAaKTHIECKOE
3HAYEHUE, TaK KaK IIO3BOJISIOT ONTHUMHU3MPOBATh IHATHOCTHYCCKHUIN alropuT™
HeoHaTanbHOro  ckpuHuHra HBO, Hameruts Oyaymme ImepcrneKTHBHEIE
HarpasJIeHHUs KIMHUKO-Ta00PaTOPHEIX HCCIICIOBAHMI.

ABTOPOM MCCEPTALMOHHOTO HWCCIEOBAHUS IIPEJCTABIEHBI [OKAa3aTesIbCTBA
IPaKTHYECKOH 3HAYMMOCTH BBISBIICHMSI T€TEPO3UTOTHBIX HOCHTENEH MaTOreHHBIX
MyTallMid JUIs OIpeJieieHus pHCKa Pa3sBUTHS HACJEACTBEHHOrO 3a00JieBaHMs B
MOCNEYIONIMX TMOKOJIEHUSAX, YTO CIIOCOOCTBYET MOBBIMIEHHIO 3(EKTHBHOCTH

MCIHKO-ICHETHYCCKOI'O KOHCYJIbTUPOBAHUS.
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Ilonyyennsle pesynbTaThl HecTe0BaHHS BHE/IpEHBI B y4eOHyI0 paboTy Kadeapsr
1a00paTopHOi MemHIMHBI ¢ KnuHuKoii DIBY «HMMUL] um. B. A. Anmazosay
MuHucTepeTBa  3npaBooxpaHeHus  PoccmiicKoii Denepanun,  xadeaps
KIMHUYECKOH J1ab0pAaTOPHOM JIHATHOCTHKH, GHONOIHYECKOH 1 OBILel XHUMUM M.
B.B. Coxomnosckoro ®I'BY BO «C3IMY um. M.M.Meurukosay MunucTepcTBa
3lpaBooxpanenus Poccniickolt Pepepanun. IlpakTiyeckue pPEKOMEHAALHH,
MOJyICHHBIC [0 pe3ynbTaraM IHCCEPTALHOHHON paboThI UCIIONIB3YIOTCS B
ITPAKTUYCCKOH  JEATENBHOCTH OUOXHMHYECKOMH nabopatopun  CII6 TKVY3
«JlnarHoCcTHYeCKHit UEHTp (MeIMKO-reHe THYECKHit)»,
Jluunoe yuacrue agropa B paspaGorke HAy4YHOH npolbJieMbl

JImqHBIA BKIIaJ| aBTOpa COCTOMT B HENOCPEACTBEHHOM Yy4acTMM Ha BCEX ATamax
AUCCEpTallMOHHOrO  uccnenosanus. OCHOBHas ufes, IVIAHUPOBAaHHME HAYYHOI
paboTsl, BKIFOUas GOPMYIHPOBKY HAYYHOH IHIIOTE3HI, OnpeJeICHUEe METO/I0JIOI MU
M 00mIell KOHIENIMK [UCCePTALIMOHHOTO HCCIIeI0BaHMsl, (OPMYJIHPOBKA LENH U
3ajlay, pa3paboTka Ju3aiiHa UCCIEHOBAHMS MPOBONIIHCH COBMECTHO C HAYYHBIM
PYKOBOAMTENEM. AHAIM3 COBPEMEHHOH OTEYECTBEHHOH U 3apyOexHON
JIATEPATYPBI [0 U3yYaeMoii podieMe, NpoBeieHne 1aGOPATOPHBIX HCCIe[0BaHHil,
CTaTUCTHYECKas 00paloTka NEpBHYHBIX NAHHBIX, HAMHCAHHE M O(OpPMIIEHHE

PYKOITMCH JIUCCEPTALIMH TIPOBE/IEHO JIMUHO IUCCEPTAHTOM.

Ouenka coaep:kaHus AHCCEPTALMH, €€ 3aBEPIIEHHOCTH B LeJI0M
Hucceprauus Yypiomosoit FOmuu AnekcanpoBHBEI TTOCTPOCHA 10 TPAAHLIAOHHO
CXeME€ B COOTBETCTBMM C OCHOBHBIMH TpeOOBaHUAMH IO  O(pOPMICHUIO
AWCCEPTALMOHHBIX pabot. Jluccepranust sBusieTcss 3aBEpUIEHHOH paGoToi,
M3JI0XKEHHON NUTEPATypPHBIM 53bIKOM Ha 105 cTpaHHIaX MAalIMHOIKCHOTO TEKCTa,
MJUTFOCTpUpOBaHa 25 Tabnuuamu u 12 pucyHKaMH, COCTOMT U3 BBEIeHMs, 0030pa
JIUTEPATYPBEI, TTIABBI C ONMUCAHUEM MATEPHATIOB U METOIOB MCCIEN0BAHNUS, ITIaBHI C
M3JI0)KEHHEM Pe3yJIbTaTOB COOCTBEHHBIX UCCIIEIOBAHMMN, 3aKTIOUEHHUS, BEIBOJOB U
CIIACKA JIUTEpaTyphbl, KOTOpbIA BKiIoYaeT 150 HCTOYHHMKOB, M3 Hux - 31

OTEYeCTBEHHBIH U 119 - 3apyOekHEIX.
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Bo BBenennu npejcrasineno o6ocnopanme aKTYaJIbHOCTH TEMbI JHCCEPTALMOHHOMN
paboTel, cTeneHs pa3paGoTAHHOCTH IPOOIEMBI  IPYTHMH  HCCIICIOBATENSIMH,
OMPENENEHR! NeIn U 3anauk paboTsl. [IpakTHyeckas u Teoperndeckas 3HAIAMOCTS
4ETKO 0O60CHOBAHBI 1 CHOPMYTHPOBAHEL.

['naBa «O630p mureparype» nocsmena aHallu3y OTEYECTBEHHBIX U 3apyOeKHbIX
myOnuKaluit o ocBemraemoii mpoGieme MOATBEPKIAIONIEH JUAaTHOCTHKH B
HEOHATAJIbHOM CKPUHUHTE€ MOHOIE€HHBIX HACJI€JICTBeHHBIX Oo0Jie3Hel O0OMeHa.
/leTanbHO ONMCAaHBl MATOrEHETHYECKHE M AIHAEMUONOTMYECKHE O0COBEHHOCTH
HACJIE/ICTBEHHBIX OonesHell oOMeHa, yaeneHo GONbLIOE BHUMANHE CIOKHOCTSM
nabOpaToOpHOH JMArHOCTHKH NaHHBIX 3aGojgeBaHMii 1 POIIH HEOHATAILHOIO
ckpuHuHTa. [logpo6Ho H3IOXKEHBI NMYyTH TOHCKA ONTUMAJBbHBIX J1aDOpaTOPHBIX
MapkepoB Oonesnell 0OMeHa, TTPOAHATH3UPOBAHEI AHATUTHUYECKHE apaMeTpsl
COBPEMEHHEIX MOJIEKYJIAPHO-TEHETUYECKMX METO0B ¥ OLIEHEHA BO3MOXKHOCTH MX
HCTIOJIb30BAHKUA B IIPOrpaMMe HEOHATANIBHOTO CKPHUHUHTA.

B rnaBe «Marepuansl W MeTOAB» ABTOPOM MIpeJCTaBIeHA nonpodnHas
XapaKTePUCTHKA KJIMHMYECKOro Martepuana, o0bem KoTroporo coctasui 196217
HOBOPOJKICHHBIX, C(QOPMUPOBAHHEIX TPYII OOCIeNMyeMblX, MOAPOGHBIA MIaH
MCCIIEI0BAHUA U 00BEM BBINOJIHEHHBIX HCCICIOBAHMUI, KOTOPHIH COOTBETCTBYET
MOCTaBJICHHBIM 3aJia4aM. lcrosb30BanHble B JUCCEPTAIIMH METOIBI MTPEJICTABISIOT
coboii  HeoOXoauMBIHf  HAGOp BBICOKOTEXHOJOTHYHBIX OWOXHMHYECKHX H
MOJIEKYJISIPHO-TeHEeTHIECKUX METO/I0B nabopaTopHoOi JHarHOCTHKH.
Crartucrtuieckas — 00pa6oTka  INONYYCHHBIX — Pe3ylbTaTOB  IIPOBEIACHA  C
VCIIONIb30BAHMEM  COBPEMEHHBIX ~ MAaTeMaTHYeCKMX METOJOB M XOpOIIO
IPOUJIIFOCTPUPOBAHA.

B rimaBe «PesynbraThl MccnenmoBaHus» aBTOp NPUBOAUT AHATHM3 IOTYYEHHBIX
JAaHHBIX 110 OLIEHKE JMarHOCTHYeCKOH WH(OPMATHBHOCTH OHOXMMHYECKHUX
n1abopaToOpHBIX ~ MAapKepOB, MNPUMEHSEMBIX B  HEOHATAIBHOM  CKPUHHHIE
MOHOTEHHBIX HACIC[CTBEHHbIX OoJie3Hedl oOMeHa. PaccumTaHHBIe IOKA3aTeNd
4YBCTBUTEJIbHOCTH M CHELHUPHYHOCTH HMMYHOPEAKTUBHOTO TPUIICUHOTEHA H
(eHWnanaHWHa, WCIOJb3YeMbIX B KadeCTBE MAapKepOB MYyKOBHCIMIO3a M

(:[_)GHHJ'[KGTOHYPHH, AOCTAaTOYHO BBICOKH, B TO BPEMs KaK MapKep rajlaKTO3eMHUH



XaPaKTepU3yeTCd HU3KOM YyBCTBUTEIBHOCTBHIO. ABTOPOM  1I0Ka3aHO, 4YTO
MPUYMHOH  QOJNBIIOTO  KOJNHMYECTBA  JIOKHOTIONOKHTENEHEIX pe3yNbTaToB
OMOXMMHYECKHX CKPUHMHTOBBIX TECTOB SIBJISETCS HX HH3KAS IIPOTHOCTHYECKAS
HCHHOCTD IIOJIOKMTEJIbHBIX Pe3YNIbTATOB. YCTAHOBIEHO CYLIECTBEHHOE BIIHSIHUE
CPOKOB B3ATHSA OHOMaTepHana Ha ypoBeHb MMMYHODEAKTHBHOI'O TPHUIICUHOTEHA,
HECOOINO/IeHHe  KOTOPBIX CrIOcOGCTBYeT YBEITUYEHHUIO JIOXKHOIIOJIOKHUTETBHBIX
pesynbraToB. IloxasaHbl mnpeHMymecTBa aHATHTHYECKHX XapaKTEepPUCTUK U
KIMHUYIECKOH MH(OPMATUBHOCTH TApreTHOr0 MOAXOMa cekBeHupoBanus NGS,
ONpe/e/ieHa HeOOXO0IMMOCTh BHEIPEHHUS MOJIEKY/ISIPHO-I'€HETHUECKUX METOIOB B
Ka9ecTBe  TECTOB  BTOPOrO  YPOBHA [l  CHHJKEHHUS  KOJIMYECCTBA
IOKHOMOJIOKUTENIBHBIX  PE3yNbTATOB M YIYYIIEHHA  Pe3yJbTaTUBHOCTH
HCOHATANIBHOrO CKPUHMHIa. Ha OCHOBaHMH IONyYEHHBIX JaHHBIX pa3paboTaH U
O0OCHOBaH  KIMHHKO-TabOpaTOpHBIH  ANFOPHTM — HEOHATATBHOIO CKpHHHUHTI2
MYKOBHCLIH/I03a, (DEHMIIKETOHYPHH U TallakTO3eMHM C HCIIOJB30BAHUEM METONA
cexkBeHupoBanus NGS B kayecTBe MOATBEPIKAAIOIIEr0 TAla JUATHOCTHK.

B rnase «3akmoueHne» aBTOPOM NpPENCTABNEH IIOC/EN0BATEbHbI AHATH3
JUCCePTALMOHHON paboThl, OMHCAHWE ANrOPUTMA KOMIUICKCHONW JIHATHOCTHKH
HACJIeACTBEHHBIX  OonesHell oOMeHa, pa3paGOTAHHOTO IS MAaccoBOTO
obcenoBanus  HOBOPOXKACHHBIX. O6CYyKIeHHE IIOJIYYEHHBIX pPEe3YJIbTATOB H
COIIOCTABJICHHE HX C NAHHBIMH MHPOBOW JIMTEPATYPBl JOTUYHO TNPUBOJUT K
BBIBOJIAM THCCEPTALIMH.

Jncceprauronnas pabora 3aKaHUMBAETCS IUECTBIO BHIBOJAMH, NPAKTHYECKHMH
PeKOMCHIAUMAMU M MMEPCIeKTHBAMH JallbHelIIed pa3paboTKU TeMBI, KOTOphIE
KOPPEKTHBI, HAYYHO 000CHOBAHbI H JIOTHYHO 3aBepLIaloT paboTy.

ABTopedepar naucceprauuoHHOM paGorel  Uypromosoit FO.A. momHOIEHHO

OTPaXKaeT COJIepXKaHHe TUCCEPTALUOHHON paboThl.

3ameuanusi
B uenom pabora UypiomoBoit IOnnu AsekcaHIpOBHBI OCTaBIsSET XOpollee
Bredariienne. Cojepikanue QUCCEPTAINM, ee 0hOpMIIEHHE, XapaKTep H3JI0KEHH

MaTepuaia COOTBETCTBYIOT BCEM yCTAHOBIEHHBIM KPUTEPHSIM.
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CymecTBeHHBIX 3aMevanuii Mo pabore u TekcTy Amcceprauum Her. OneHHBAs
MpEACTABIEHHYIO paboTy, 6e3ycioBHO, MONOKHTETBHO, XOTENOCH GbI YTOYHUTH Y
aBTOpa BOIIPOCHI, KOTOPBIE BOSHHKIIH TIPH €€ aHATIH3e;

L Kax gacro B ucenezoBanuu npu mposenenun MOJIEKYIAPHO-TEHETHYECKOTO
ueenenosanust meronoM NGS  BeTpewanues  BapHaHTEI ¢ HEOIIpe/IeIEeHHOH

KIMHUYECKOH 3HAYUMOCTBI0? OTpakalics M NaHHbE BapHaHTh! B 1a00paTopHOM
3aKIFOYEHUH?

2 I[Ipoussoamnace mu Bepudukaims OOHapyKEHHBIX TATOreHHBIX MyTAL[Hit

METONOM cexBennpoBanus 1o Conrepy? Eciu npoBoamnuce, To 6bUIH 11 cily4yau
PacXoXKAeHUS Pe3yIbTaTOB?

3 B nccnenoBanum mcrnonb3yercs TapretHas naHens, coJieprKalas BCe TpH
uccnenyembix rewa: CFTR, PAH, GALT. Bimouanwce 1M B 3aKIHOYCHIE

MOJIEKYJIIPHO-T€HETUYECKOTI'0O HCCJIENJOBaHUSA 06Hapy3KeHHBIe MYyTallluu B

Helle/1eBEIX reHax?

SAKJIIOYEHHUE

Huccepranus YyproMoBoii HOnuu ATeKCaHIPOBHEI Ha Temy:
«BBICOKOTIPOM3BOIMTENILHOE  CEKBEHHPOBAHWE B HECOHATAIBHOM CKPUHHHIE
MOHOTEHHBIX HACIEeCTBEHHbIX Oosie3nell 0OMeHay, Npe/IcTaBIeHHas Ha COUCKAHNe
YYCHOM CTeleHM KaHIuaTa MEAULMHCKUX HAYK, ABISCTCS 3aKOHYEHHOI Hay9HOH
KBaJIM(UKAIMOHHONH paboTOH, cogepkamieil peleHHe aKTyaJbHOM 3amauu,
HalpaBIeHHOW Ha CO3JJaHHe W HAy4HOe O0OOCHOBAHHE ONTHMAIBHOIO
nabopaTopHOro aJrOPUTMa CKPMHWHIA MOHOTGHHBIX HAC/IENCTBEHHBIX O0Je3Hel
OOMeHa ¢  HCIOJB30BAHHEM  TEXHOJOTMM  BBICOKOIPOU3BOIMTENHHOIO
CEKBEHUPOBAHMA Ul NPOBEJIEHUs MOATBEPIKIAIOIIEH [IMArHOCTUKH, YTO HMEET
CyIIECTBEHHO® 3HAYeHHEe JUIS KJIMHMYeCcKoil nabopaTopHOil JHArHOCTHKH,
MEIHUIIMHCKOW TeHETHUKH, IeUATPUH U IPYTUX CMEXHBIX CIIeLHATEHOCTEH.

[o axTyansHOCTH BHIGPAHHOI TeMbl, IOCTABIEHHEIM 3a/1a4aM, HayIHON HOBU3HE H
3HAYUMOCTH IIOJIYYCHHBIX pEe3ylbTaToB, OOOCHOBAHHOCTH HAYYHBIX BLIBOJIOB
auccepTalioHHas pabora UypromoBoit F0.A. mOIHOCTBIO COOTBETCTBYyeT

TpGGOBaHHHM, NPEabABIsIEMBIM K IHCCEpTAllMM HAa COHUCKaHHE y‘IeHOﬁ CTCIICHH
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Kanaunara Hayk B mnyHktaXx 9-14 «[lomoxenus o OPUCYKJICHHH yYeHBIX
CTeneHel», yTBepkaeHHoro IlocTaHoBIcHHEeM IIpaButensctea PO «O nopsaxe
IIPUCYXCHUS YUEeHBIX cTeneHer» ot 24.09.2013 . Ne 842, a ee aBTop, UyproMmona
IOmust Anexcannposna, 3acmyxusaer MPUCBOCHHS YYEHOH CTelneHH KaHIWUIaTa

HayK ITo crienanbHocTy 3.3.8. Kimanyeckas naGopaTopHas 1MarHoCTHKA.

Odunnansubiii onnonent

AOKTOP MEIMIIUHCKKX HAYK, ITpodeccop,3aBeAyrOUUi OTIeIeHeM
MEJMLMHCKOH reHeTHKH DeepanbHOro rocy1apcTBeHHOr0
aBTOHOMHOI'0 00Pa30BaTe/IbHOrO YYPEKAEHMS BHICIIErO oOpazoBaHus
«Poccuiickuii HAMOHAIBHBIIH HCCIeN0BATELCKHN

MeMUMHCKUH yHuBepcuTeT uMenu H.U. [uporosay

Munucrepersa 3npaBooxpanenus PoccHiickoi Deneparuu

«22_» Hos0ps 2023 r. %{ Muxaitnosa C.B.

Anpec: 117997, Mocksa, yn. OctpoButsiHosa, . 1
Tenedon: +7 (499) 434-86-19

e-mail: rsmu@rsmu.ru




