OT3bIB

o(HUIMATBEHOTO OIIIOHEHTa JOKTOpa MeIUIIMHCKKUX HayK VDhkeBckoii Bepsr
JleoHNIOBHEI Ha JUCCEPTAMOHHYI0 paboTy UyproMoBoii FOnuu AsekcanapoBHBI
Ha TeMy: « BEICOKOTIPOM3BOIUTENBHOE CEKBEHUPOBAHHE B HEOHATAILHOM
CKpMHMHIe MOHOT€HHBIX HACJIEACTBEHHBIX Gose3Hell 0OMeHa» Ha COMCKaHUe
y4eHOH CcTeleH! KaHau1aTa MeIUIUHCKUX HayK IO CIIEHUaTbHOCTH
3.3.8. Knmuanueckas nabopaTopHas IHarHOCTHKa

AKTYyaJIbHOCTb T€MBbI AHCCEPTALNMOHHOIO HCC/IeI0BAHHA
Hacnencreennsle 0oJie3HM ABJISIOTCS TPUYMHON 3HAYMUTENBHOM YacTh
JIETCKOM HMHBAIMIHOCTA M cMepTHOCTH. HecMOTpst Ha TO, YTO 3TH 3a00/I€BaHMUs
OTHOCATCA K peAkuM (opdhaHHBIM), X CyMMapHasi 4acToTa OTHOCHUTEIbHO BBICOKA.
Tak uacrora rpynmsl HacleACTBEHHBIX Oone3neii oomena BemecTB (HBO) u
cocraBisier npumepHo 1:800 >xuBBIX HOBOPOXKAEHHBIX. [I1s1 MHOTHX 3a00J1eBaHuMi
W3 JaHHOW TIpYMNIBI B HACTOSIIEE BpeMsS JOCTYMHBI 3((EKTUBHBIE CIOCOOBI
[IATOT€HETHYECKOTO JIEYEHHsI MPU YCIOBHM paHHEW JUarHOCTHKH, OCOOCHHO Ha
nocuMmnromarudeckom ortane. JuddepenunansHas aumaroctuka HBO  hHa
OCHOBaHUM KJIIMHUYECKUX HAHHBIX IPEICTaBISET COOOH CIIOXKHYIO 3a]ady BBULIY
IMIMPOKOTO CIIEKTpa Heclneuu(puuecKknx CHUMITOMOB M TPHU3HAKOB, a TaKke
3HAYUTENIBHON BapuaOenpHOCTH MPOSBICHUH, JAaxe B Ipelelax OJHOro
3a0oneBanus. Takas AMArHOCTHYECKas TPAEKTOPUSA 4acTo IMpeACTaBiIsieT coboi
3aTSDKHOM M JUIMTENBHBIM  IpOLIECC, OTTATMBAIOLIUMNM  TepaleBTHYECKOE
BMEUIATEeIbCTBO U OOYCIOBIMBAIOIIMNA  HEOJIAronmpusaTHBIA  mnporHo3. B
3[[paBOOXPaHEHUH MHOTUX CTpaH, B TOM 4Hclie W B Poccuy, pealuzoBaHbl
IporpaMMbl MacCOBOT0 00CIeI0BaHHUSI HOBOPOXKICHHBIX, HaIIpaBIeHHbIE HA PAHHHE
JUArHOCTUKY Y TEpaluio JUIsl CHIDKEHMS TSDKEIBIX OJKU3HEYIPOXKAIOLIUX
NOCJIECTBUN CKpUHHMpYeMBIX 3abosieBaHuii. BHenpeHue TeXHOIOrHI TaHIEMHON
MAacC-CIIEKTPOMETPUHU B COUETAHUU C Pa3BUBAIOIIEHCS 001aCThI0 METaO0IIOMUKH U
METOJ0OB  MOJIEKYJISIPHO-T€HETHYECKOr0 TECTUPOBaHUS MeHseT JaHAmagT
CKpUMHMHra Ha  HacleACTBeHHble  Ooje3Hu, Onarojaps  BO3MOKHOCTU
KOJIMYECTBEHHOIO OTpeNeNeHNUs] MHOTOYHCICHHBIX METabO0JIUTOB M CIIOCOOCTBYET
pacIUpEeHNI0 CKPUHUHTOBBIX ITporpaMM. B wactHOocTH, B Poccuiickoit ®enepanun
c 1 suBaps 2023 rozaa, B JOMOJHEHHUE K CYILIECTBYIOIIEMY, CTApTOBal CKPUHUHT 36
3a00JIeBaHUI C KCIOJIB30BAHUEM METOIOB TaHAEMHONH Macc-CIEKTPOMETPUH H
MOJIEKYJISIPHO-T€HEeTHUeCKOoro  TtectupoBaHus. [Ipu sToM  u3-3a  HHM3KOH

PaclpoCTPaHEHHOCTH OTHENbHBIX 3abosieBanuii u3 rpynnel HBO, pacmupenue



CKpHHMHTa Heu30exKHO IIPUBOAUT K yBEIUYEHUIO KOJIN4eCTBa
JI0XKHOIIOJIOXKHUTEIbHBIX PE3YJIbTATOB. boJblnas 4acTh CKPMHHHIOBBIX NPOrPaMM C
LENBI0 YMEHBIIEHHS JIOXKHOIIOJIOXKHUTEIBHBIX pe3yJIbTaTOB IpeAyCMaTpUBaeT
HCIIOJIb30BaHUE JBYXYPOBHEBOW CTpaTerud, COTJIACHO KOTOPOMW IPH TOIyYeHHH
MI0JIOXKUTENBHBIX PE3YJIBTaTOB IEPBUYHOIO CKPUHUHIOBOI'O TECTUPOBAHUS JIOJDKHO
OBITH TPOBEIEHO KCCIEJOBaHHE C IPUMEHEHHEM TECTOB BTOPOIO YPOBHs C
NOCNeAYIOme MOATBepXKIaroled JuarHocTukod. Pacmmpenne nporpamMMel
HEOHATAILHOIO CKpuHMHra B Poccum TpeOyer HaydHOro OOOCHOBAHHUSA
CTaHJaPTU30BaHHBIX MOAX0A0B K IIPOBEICHUIO MOATBEPKAAIOIINUX TECTOB B paAMKax
HEOHATAaJIbHOI'O CKPUHMHTA.

YunteiBass TOT ¢axT, 4To OONBIIas YacTh CKPHHUPYEMBIX 3a00JIeBaHMI,
Bioyas HBO, aBnsOTCS MOHOTE€HHBIMH, MOJIEKYJISIPHO-T€HETHMYECKUH aHalu3
LIEJIEBOTO TeHa SBISETCS PYTHMHHBIM METOJIOM IOATBEPXKIAIOUIEr0 TECTUPOBAHUS
TI0JIOXKUTENBHBIX Pe3yJbTaTOB CKpHHUHra. IlosiBlieHHEe M pa3BUTHE TEXHOJIOTHU
BBICOKOIIPOU3BOAUTENBHOIO cekBeHupoBaHusi (NGS) HyKIeMHOBBIX KHUCIOT
CO3Ja€T BO3MOXXHOCTH TOYHOTO M OBICTPOrO TECTHPOBaHUS KaK OTHCNIbHBIX
LIEJIEBBIX PETMOHOB, TaK M BCeH IOCIENOBAaTENBHOCTH T'€HOMa, 4YTO CO3JaeT
OnarompusTHBIE MpPeANOCBHUIKH ucmonb3oBaHusi NGS B kadecTBe Tecta BTOPOrO
YPOBHSI IIPY CKPUHMHI€ HACJIEACTBEHHBIX 3a00jieBaHuil. BMecTe ¢ TeM pe3yJibTaThl
psa MUJIOTHBIX MPOEKTOB 0 BHEIPEHHIO IMOJTHOT€HOMHOTO M TOJTHOAK30MHOTO
CEKBEHUMPOBaHUS B HEOHATAIbHBIM CKPUHHHT AEMOHCTPHPYIOT PSA TMpodieM,
CBA3aHHBIX CO CIIOXKHOCTBIO HWHTEpIpeTallid KIUHUYECKOW 3HAYUMOCTHU
BBIAB/IIEMBIX TE€HETHYECKUX BapHaHTOB, INpPOOJEMONM BTOPHYHBIX HAXOAOK, He
CBSI3aHHBIX C LEJIIMU TECTUPOBAHUS, ATUYECKUMHU BOIIPOCAMHU MH(POPMHUPOBAHHOTO
cormacus, KOH(QHIEHIMANbHOCTH XpaHEHUS [aHHBIX, a TakKXKe BBICOKOM
CTOUMOCTBIO.

B oTOff cCcBA3M, aKkTyambHOCTH CHOPMYIMPOBAHHOW aBTOPOM  LENTH
AUCCEPTALMOHHOIO HCCIENOBaHUS, IIOCBSIICHHOTO pa3paboTKe U  OIIEHKe
IFOPHTMa HEOHATAJIbHOIO CKPUHUHIa MOHOT'€HHBIX HACJIECTBEHHBIX 00Je3Hei ¢
HCIIOJIE30BaHHUEM TEXHOJOIHU BBICOKONPOU3BOAUTEIHEHOTO CEKBEHHPOBAHUS, HE

BBI3BIBAET COMHEHHM.

Hay4yHasi HOBM3HA HCC/IeJOBAHUS H MOJYYE€HHbIX Pe3y/bTATOB
B nucceprauuu Yypromooii HO.A. BhepBble IpeacTaBlIE€HbI Pe3yJIbTAThI

KOMIUIEKCHO! OLIEHKM KpUTEpHEB MH(OPMATHBHOCTH HEOHATAJbHOI'O CKPUHHHIA



MOHOT€HHEIX HACJIECTBEHHBIX 00JIe3HEH, NPOBEIEHHON Ha O0IBLIOM KIMHUYECKOM
marepuaine (196217 HoBopoxneHHbix). IIpencraBneHsl HOBEIE JaHHBIE O
AUArHOCTHYECKON 3((HEKTUBHOCTH OMOXMMHUYECKHUX MapKepOB, UCIOJIb3yEeMbIX B
CKPMHUHI€ MYKOBHCLU1032, QEHUIKETOHYPUH ¥ raJIaKTO3EMHUH.

Briepseie  mpoBefeHBl W NpeACTaBIeHBl  pe3yJbTaThl  NPHUMEHEHHUS
BBICOKOIIPOM3BOJUTENBHOIO cekBeHupoBanuss reHoB CFTR, PAH u GALT B
MacCOBOM  CKpHMHHHI€  HOBOPOXIeHHBIX. OmpeneneHa AWMarHOCTHYECKas
3HAYMMOCTh HACHTUGUKALUHA IIHPOKOTO CIEKTpa MYTalWii B YKa3aHHBIX IeHaXx,
NOKa3aHO BIWAHME pa3IMYHBIX MYTAHTHBIX aieneil Ha QopmupoBaHue
OUOXMMHYECKOTO (DEHOTHNA U KOJHUYECTBO JIOKHOIOIOKUTENBHBIX PE3YJIbTATOBR
CKPMHUHTA.

HuccepranTom roKa3aHa BBICOKasI KJIMHUKO-THarHOCTHYeCKast
3G (GEKTUBHOCTE HCIIONB30BAHUS KOMIUIEKCA GHOXMMHYECKMX M MOJNEKYIAPHO-
FeHETUYECKUX J1Ja00OPATOPHBIX METOIOB MJIsi PAHHEN JUarHOCTHKA HACJIeACTBEHHBIX
OoJie3Heli py NPOBEIEHNH HEOHATAIILHOTO CKPUHHHTA.

Ha ocHOBaHMM TIOMy4YeHHBIX JA@HHBIX aBTOPOM BIIEPBbIE IPEITOKEH
aJITOPUTM MaccoBOTO CKpHHHMHTa HOBOPO>KAECHHBIX, BKJIOYAIOLIH
BBICOKONPOU3BOAUTENIBHOE CeKBeHHpoBaHue (NGS) IeneBeIX I'eHOB Ha 3Tamne

MIOATBEPXKAAONIEH JUAarHOCTUKH.

Teopernyeckas H npakTHYeCKast 3HAYAMOCTL PaboOTHI

JlaHHple, TONyYeHHBIE JUCCEPTAHTOM, HMEIOT CYIIECTBEHHOE Kak
TEOPETHYECKOE, TaK U IIPaKTUYECKOE 3HAUCHMUE.

ABTOpOM HayyHO OOOCHOBAHO 3HAYEHHE BBICOKOIPOU3BOLUTEILHOIO
CCKBCHHPOBAaHHS B TPOTpaMMe HEOHATAJIbHOTO CKPHHMHIA HAC/IEICTBEHHBIX
Oomesnei.  IloATBEpXIEHBI  BO3MOXHOCTM  PACHIMPEHHOTO  TEHOMHOTO
TECTUPOBAHUS B CKPHHHHIE HOBOPOXIEHHBIX C IIOJTAllHBIM ONUCAHHUEM
OHOXMMHMYECKMX M MONEKY/ISIPHO-TEHETHYECKMX TECTOB JUIS IOCIIEAYIOLIEro
ONpENENeHUs] MyTallMii B reHaXx M BepuU(UKalMu AuarHosa. [loxazaHa BbICOKas
aHAJIMTHYECKAas TOYHOCTh M JHArHOCTMYECKas 3HAYMMOCTh METO/a TapreTHOIo
NGS cexsenuposanus renoB CFTR, PAH u GALT, uTo 1O3BOISET BHEIPUTH
JAaHHBIA METOJ B MIPAKTHKY MAaCCOBOTO CKPMHHMHIAa MOHOTEHHBIX HACJIEACTBEHHBIX
Oones3Heit oOMeHa.

IIpoBesieHHBIM anHanuM3 cmexkTpa W 4YacToThl MyTauuii B reHe CFTR

IIPOAEMOHCTPHUPOBAII 3HAYUTEIBHOE KOJIMYECTBO PEAKHUX MYT&I.IPIﬁ B TI'€HOTHIIaX



obcnenyembix. [Ipw 3TOM TpHMeHeHWe IpeiaraeMoro aBTOPOM AITOPUTMA
HEOHATAJbHOI'O CKPUHHMHIA MO3BOJSET UACHTUDHUIMPOBATH NAaHHBIE MYTallUH 3a
CUET TMOJIHOrO0 aHanu3a KOIMPYIOUIMX IIOCIEe0BaTeIFHOCTEl IeHa METO/0M
BBICOKOTIPOU3BOAUTEIBHOTO CEKBEHUPOBAHYS.

ABTOpOM NOKa3aHa JMarHoCTUYecKas 3HauMMOCTh «MATKUX» MyTallui B reHe
PAH, netexuusi KOTOPBIX BIMSAET Ha OIpeesieHue JIe4eOHOM TaKTHKH y MalMeHTOB
¢ runepgeHnaJIaHHHEeMHEeH.

Ha ocHOBaHMM HaHHBIX TreHoTHUnHpoBaHUs reHa GALT moka3zaHO, YTO
BBISIBJICHHE I'€HOTHUIIA, XapaKTepHOro i1 Ouoxumuyeckoit opmsl Jlyapre, a Takxke
OMpeJeNieHAe T'€TEPO3UTOTHOIO HOCHUTEIbCTBA MATOreHHBIX MYTAllMi, BIMSET Ha
TIOBBINIEHHE YPOBH 001l rajlakTo3sl B KPOBH HOBOPOXKIEHHBIX.

IIpakTHyeckoe 3HaYeHHWE 3aKIIOYAETCS B BO3MOXXHOCTH HACHTH(GHKALMH
FeTEPO3UIOTHBIX HOCHUTENEH NaTOreHHBIX MYTalldid B IeHaX MOHOIEHHBIX
HACJIe[ICTBEHHBIX Oo0JIe3HEH, YTO CHOCOOCTBYEeT MOBBIMNEHUIO SPMEKTUBHOCTH
MEJIMKO-T€HETHYECKOI0 KOHCYJIBTUPOBAHUS 32 CYET BO3MOXKHOCTH OIIPEIe/ICHHs]
PUCKa pasBUTHS 3a00/1€BaHUA B IIOCIEAYIOIHUX ITOKOJIEHUSX.

[TonyyeHHble pe3ynbTaThl HCCIENOBAaHUS BHEOpEHbI B y4eOGHYyI0 paboTy
kadenpsl nabopaTopHOi Memuuuuel ¢ knuHEMKoi ®OI'BY «HMHII um. B. A.
AnmaszoBa» MunucTepcTBa 3apaBooxpanerns Poccuiickoit Menepanyu, Kadeapbl
KJIIMHUYECKOM J1a60paTOPHOM NHAarHOCTUKH, GHOJOTMYECKOH M 00IIeidl XUMHU HM.
B.B. Coxonosckoro ®I'BY BO «C3I'MY um. M.U.MeunukoBa» MunucrepcTsa
3npaBooxpaHeHuss Poccuiickoii ®enepaumu. [Ipaktuueckue peKoMeHAalMH,
NOJNyYeHHbIe [0 pe3ylbTaTaM JUCCEPTALMOHHOW paGoThl MCIIONB3YIOTCS B
MPaKTUYECKON JeATENbHOCTH Ouoxumuueckod saGoparopuu CII6 T'KY3

«JlnarnocTuyeckuit LEHTP (MeIUKO-TEHETHYECKHIA ).

JloCTOBEPHOCTL MOTyYeHHBIX Pe3yIbTATOB H 000CHOBAHHOCTb HAYYHbIX
10JI03KeHHH, BLIBOJOB M PEKOMEeHAaNHii, c(hOPpMYTHPOBAHHBIX B AUCCEPTALHH

JuccepranioHHOe HCCNENOBaHKHE BBINOJHEHO C COOJIOZEHMEM TPABHII
NPOBE/ICHUS HAYYHBIX HCCIIENOBaHUM M STHYECKUX IPUHIMIIOB U HOpM. HayuHble
IIOJIOXKEHUs, BBIBOABI U PEKOMEHIAlUU 0a3upyIOTCS Ha KOPPEKTHO MOJIYYEHHBIX
pe3ynbraTax, MPOaHAIM3UPOBAHHBIX B KOHTEKCTE CPaBHEHHS C HOPMATHUBHBIMU
JOKyMEHTaMH U JJaHHBIMH 3apyOe)XHEIX M OT€YECTBEHHBIX CIIELUATUCTOB B 00J1aCTH

KIIMHUYECKOH 1ab0paTOPHOH JHAarHOCTUKH U JTA00PATOPHOM NeHETHKH.



JIOCTOBEPHOCTE IOTY4YEHHBIX pEe3yNbTaTOB OOecleyeHa [JOCTaTOYHBIM
00BeMoM BBIOOPOK, HCII0JIE30BaHUEM KOMILJIeKca COBPEMEHHBIX,
BOCTIPOU3BOAMMBIX OHOXUMUYECKUX M MOJIEKYISPHO-T€HETHUECKHX METOMOB
N1abOpaToOpHOH  JMAarHOCTHKH, aHAIM30M  pe3yNbTaTOB C  MPUMEHEHHEM
COBPEMEHHOI'0 MPOrpaMMHOI0 00eCHeYeHHsT W KOPPEKTHOM CTATHCTUYECKOH
00paboTKOiA.

Pe3ynprarel aMCCEpPTAlMOHHOrO HCCIENOBAaHUS M OCHOBHBIE ITOJIOKEHHUS
paboThl GbLTH HEOJHOKPATHO MPENCTABIEHB M OGCYKIEHB HA NECATH HAyYHBIX
BCEPOCCHHICKHIX M MeXTYHapOIHBIX KoH(epeHuusx. [To MaTepuanam auccepTawyy
omyGIMKoBaHO 13 medaTHBIX paboT, U3 HUX 3 CTAaThH B PeLEH3UPYEMbIX Hay4HBIX
KypHanax,  pEeKOMEHIOBaHHbBIX  BrpIcmel  arrecTalilMOHHOM  KOMHCCHEl
MunncrepctBa  ob6pasoBanuss u  Hayku Poccuiickoit Qenepauuu s
OIyOJIMKOBaHUS OCHOBHBIX De3yJbTATOB JUCCEPTALMOHHBIX HCC/Ie0BAHMIL.
[Ty6iukanuy MONHOCTBIO OTPAXAIOT OCHOBHBIE pe3yJbTaThl AUCCEPTALMOHHOTO

HUCCIIEnOoBaHUs.

Ouenka conep:kanusi, 3aBepueHHOCTH H 0opMIIeHHe AHCCEePTALHH

HAucceprauus Uypromosoit fOnuu AnexcannpoBHsl sBisercs 3aBEepLICHHOMN
PabOTOH, MOCTPOSHHOI MO TPAAMIMOHHOMY IUIaHY, M3I0KEHHOMH JUTEpPaTypPHBIM
A3blkOM Ha 105 cTpaHMIIaX MAalIMHONMCHOTO TEKCTa, HUJUTIOCTpUpOBaHa 25
TabmuamMu 1 12 pHCyHKaMu, COCTOMT U3 BBEEHHS, 0030pa JIHUTEpaTypHI, IJIaBHI C
OIIMCAaHUEM MaTE€pUaloOB U METOAOB HCCIEIOBAaHHUS, IJIAaBbl C M3II0XKEHHEM
PE3yNbTaTOB COOCTBEHHBIX HCCIENOBAHUM, 3aKITIOYEHMS, BBIBOTOB M CIIMCKA
JIUTEPATYpBl, KOTOPBIA BKIOYaeT 31 oTeyecTBeHHBIM u 119 3apyOeKHBIX
HCTOYHUKOB.

BBenieHne nOCBAIIEHO OGOCHOBAHHIO AKTYAIBHOCTH — BBIIOMHEHHOIO
UCCIICA0BaHKs, aBTOP M3JIaraeT LeNb U CTABUT 3a/1a4H, 3a CYET PEIEHUsS KOTOPhIX
JIOTMYHO JIOCTUTACTCS LENb MCCIeNoBaHUs, (POPMYyTHpYeT HAyYHYIO HOBH3HY,
OHPENEACT METOAOJIOTHIO ¥ METOIBI UCCIIEI0BAHMUS, TPAKTHIECKYIO 3HAYMMOCTb,
BBIIBUIaCT OCHOBHBIE I10JI0XKEHUs], BRIHOCHMBIE Ha 3aII[HTY, XapaKTePU3yeT CTEleHb
HOBH3HBI U IPAKTHYECKOI0 IIPUMEHEHHMSI ITOTyYEHHEIX HOBBIX CBEICHUIA.

Iocne BBeneHuss mnpencraBieH 0630p JHTEpaTypbl IO  OCBEM[aeMoii
npobiieMe, B KOTOPOM aBTOp aHATM3MPYET yiKe ONyGIMKOBAHHBIE TaHHBIE JUIS
(bopmupoBaHus COOCTBEHHOI OLICHKHU CYILECTBYIOILIEH npo0ieMbl

HO,HTBep}I{I[aIO[Heﬁ AUArHOCTHKM B HEOHATaJIbHOM CKPHHHHI'€ MOHOI'€HHBIX



HacJleICTBEHHBIX Oose3Heil oOMeHa. B 0030pe mpuBeieHbI COBpeMeHHBIE JIaHHEIE,
Kacarolecs: MaTOreHeTHYEeCKMX U DJIHUAEMHOJIOTHYEeCKHMX  0coOeHHOCTeMH
HacJIeZICTBEHHbIX OoJie3Hedt oOMeHa, TpyAHOCTEH 1abopaTOpHO# AMArHOCTUKU
JAHHBIX 3200JI€BaHM, POJM M 3TallOB HEOHATAJIbHOTO CKPUHUHIA, COBPEMEHHBIX
MOJIEKYJIIPHO-T€HETUYECKUX METO/IOB.

B riaBe 2, nocBsIIeHHON ONKCAaHUIO MAaTEPUAIOB U METOA0B UCCIIe10BaHUs,
NPEACTaBICHbl NAaHHbIE 00 WKCIOJIb30BAHUU COBPEMEHHBIX OHOXUMHUYECKHUX U
MOJIEKYJIIPHO-T€HETUYECKUX METOJOB HKCCIIEJOBAHUS, IO3BOJIIOMHUX ITOIYyYHUTh
JOOCTOBEPHBIE PE3yIbTaThl HAa JOCTATOYHOM KOJMYECTBE HUCCIEIyeMBbIX 00pa3loB.
Ilpencrasnena cxema Au3aifHa MCClleJOBaHUS, KOTOPBIA BKIIIOYAET B Ce0sl DTaIlb,
COOTBETCTBYIOLME IIOCTABJICHHBIM 3amadaM. IlogpoOHO oxapakTepu3oBaH
KIMHAYECKUM Marepuall, 06beM KOToporo coctaBui 196217 HOBOPOXIEHHBIX, U3
KOTOPBIX 1O PE3yJIbTaTaM IIPOBEACHHBIX OMOXHUMHYECKHX HCCIEHOBaHHHA OBLIO
BbIJEIEHO 858 HOBOPOXJIEHHBIX C IOBBIICHHBIMHI pe3yJbTaTaMi IEPBOrO JTara
HEOHATaJbHOI'0 CKPMHMHIA U COPMHUPOBAHBI 4 TpyMIIBl 00CIEAYEMBIX: IPYIIIA C
MOBBILICHHBIMA 3HAYEHUAMH OHOXMMHYECKOTO Mapkepa MykoBucuumosa (264
HOBOPOJKJIEHHBIX), C TOBBIIIEHHBIMHA 3HAYEHMAMU OMOXMMHMYECKOrO MapKepa
(enunxeronypun (80 HOBOPOXIEHHBIX), C IOBBINIEHHHIMH 3HAYCHHUSIMH
OMOXMMHMYECKOro MapKepa rajgakrozemus (514 HOBOPOXXIEHHBIX) U KOHTPOJbHAS
rpymnmna 3J0pOBbIX HOBOPOXKIEHHBIX C HOPMaIbHBIMU 3HAYEHUAMH OHOXUMUYECKUX
MapKepoB  MYKOBUCLMIO3a, (GEHUIKETOHypMH U  ramakrozemud (110
HOBOPOXKJEHHBIX). Vcronp3oBaHWe TakeTa COBPEMEHHBIX KOMIBIOTEPHBIX
nporpaMM sl  CTaTHCTHYECKOM 0OpabOTKM TMO3BONISIET aBTOpPY JelaTh
000CHOBaHHBIE BEIBOABI U 1aBaTh PAKTUYECKIE PEKOMEH JaIlHH.

B rnase 3 (coGcTBeHHBIE HCCIENOBaHWs) aBTOP MPEACTABHI Pe3yIbTATHI
OLIEHKH JAHWarHOCTUYEeCKOW HH()OPMATHBHOCTH OHOXHMHYECKUX J1abOpPaTOPHBIX
MapKepoB, HCIONB3YEeMBbIX B paMKaX CTaHIApPTHOTO aJIrOpUTMa HEOHATAILHOIO
ckpuHuHra. Iloxasansl BeICOKUE MOKa3aTeH YyBCTBUTENLHOCTH M CIIEHMDHIHOCTH
OMOXMMHMYECKUX MapKepoB MyKOBUCIHUIO03a ¥ (DEHUIKETOHYPHH, B TO BPeMs Kak
MapKep TrajakTO3¢MHH XapaKTepU3yeTcs HHU3KOH YyBCTBUTENBHOCTEIO. bBbIIo
OTMEYEHO, YTO OHOXHMHYECKHE TEeCThl, WHCIIOJNb3YEMBIE B HEOHATAIBLHOM
CKPHHMHIE, XapaKTEpHU3YIOTCS HU3KHUMH II0Ka3aTeNsMU MPOTHOCTHYECKOM
LIEHHOCTH IOJIOKUTEIBHOIO pe3ysbTaTa, YTO MPUBOLAUT K MOJIYIEHHIO OOJBIIOrO
KOJIUYECTBA JIOKHOIIOJIOKUTENIBHBIX pPe3ylabTaToB. JId HMMYHOPEaKTHBHOIO

TPUIICHHOI'CHA, HWCIIONIB3yEeMOro Mlisi CKpHHHHIA MYKOBHUCIIH103a, I[I0Ka3aHo



CYLIECTBEHHOE BIIMSHUE NMPEAHATUTUYECKOTO 3Tala, HapylleH’e MpaBuil KOTOPOro
CIIOCOOCTBYET YBEJIUYEHUIO KOJIMYECTBA JIOXKHOIIOJIOKUTEIBHBIX pe3yJIbTATOB.
IlpuBeneHs! pe3yabTaThl MOJIEKYJISPHO-TEHETUYECKOTO MCCIEAOBaHHS T'EHOB
CFTR, PAH u GALT wmetonom cekBenupoBanus NGS, mokaszansl MperMyILECTBA
AHAJIMTHYECKUX XapaKTEPUCTUK U KIMHUYECKOW NHPOPMATUBHOCTHA KOMILIEKCHOTO
IPUMEHEHUs] JAHHOTO MeTofa ¢ OHOXMMUYECKMMH TeCTaMM B CKPHUHHUHIE
HaceICTBeHHBIX 3a0oneBanuil. [lony4yeHHble JaHHBIE JIETVIM B OCHOBY KIMHHKO-
1abOpaTOPHOro  aIroOpuTMa  HEOHATAIBHOIO CKPHHHHIa  MYKOBHCLMI034,
(peHUTIKETOHYpHH ¥ TalakTO3eMUH C HCIOJIB30BAHMEM METO/a CEKBEHMPOBAHMS
NGS B xauecTBe NOATBEPKIAIOIIETO 3TAA JUATHOCTUKH.

B rnaBe «3akimodeHue» aBTop 0600LIaeT BCe MPUBENEHHEIE BBIIIE IJIABBI,
aHaNU3UPYeT U OOCYXJaeT MOJTyYeHHBIE NaHHBIE C TOYKH 3PEHMS COBPEMEHHBIX
TEH/ICHUUHA, HOpMyIupyeT COOCTBEHHOE MHEHHE O AAIbHEMIIUX TEPCIeKTHBAX
pa3pabOTKK TEMBl, OCHOBAHHOE Ha TOJTyYEHHBIX JaHHBIX.

BeiBonpl AuccepTanyM HaydYHO OGOCHOBAHEI, JIOTMYHBI M BBITEKAIOT H3
PE3yNbTAaTOB UCCIEOBAHMS, aICKBATHBI IIOCTABJICHHON LeNU ¥ 3a/la4aM Hay4YHOM
paboThI.

IIpakTveckue pekoMeHAaluK cHOpPMYTUPOBAHEI YETKO, UMEIOT alpECHBIH
XapaKTep, COJNEpXKAT KOHKPETHBIE NPEUIOKEHUS II0 BHEAPEHUIO B padoTy
pa3paboTaHHOro  aqropuTMa HEOHATAIBHOIO CKPUHUHTA  HACIEACTBEHHBIX
MOHOT'€HHBIX 3a00JIeBaHuIA.

ABropedepar auccepranuonHoi pa6otsr Uypromosoit FO.A. monHoueHHO

OTpaXkaeT CoJepXkKaHHe AUCCEPTALUOHHOM pabOoTHI.

3ameuyaHus No AUccepTaUHOHHON paboTe

IIprHUMIIMaNBHBIX 3aMeYaHMH, KOTOpble MOINHM OBl MOBIMATH HA OGIIYIO
TIOJIOKUTEJIBHYIO OIEHKY pPEeLEeH3UpYeMoil paboThl HET, OJHAKO €CTh HECKOIBbKO
3aMeyaHHil, Kacaromuxcs oGopmiIeHHs U pejcTaBieHus pa6oTsl. Tak, Ha cp. 13
0030pa JUTEpaTyphl NpPHBEAEHO HEKOPPEKTHOE ONWCAHHWE HACIENOBAaHUS X-
CLCTUICHHBIX 3200JIEBaHUI: HEBEPHO YTBEPKIATh, YTO «3ab0NeBaHNEe CTAHOBHUTCS
JAOMUHAHTHBIM B IIOTOMCTBE MYJKCKOI'O I10JIa, HacJeqyromeM MyTaiuioy. Kpome
TOT0, XOTeJIOCh Obl yKa3aTh, YTO B COOTBETCTBUM C JEWCTBYIONIEH HOMEHKIATYPO
a00peBUaTypbl HA3BaHUH I'€HOB NHILYTCST KYPCUBOM, a MX GENKOBBIX IPOIYKTOB —

IPSMBIM IIPUGTOM.



B nopsiake aumckyccuu XoTenock ObI YCHIBIINIATH OTBETHI JUCCEPTAHTa Ha
ClIeyIOIIHe BOIPOCHI:

1 B Tabnuue 8 ykazaHo, 4TO B BEIOOpKE MALUEHTOB C MOJIOKUTEIbHBIM
TECTOM Ha TalaKTo3eMHUI0 ObUIO 64 ciydas NOBBILIEHHOTO YPOBHS OOIIeH
ranakTo3sl B KpoBu Oe3 auarHosa. Kakue NMpUYMHBI MOTYT NPHUBOAMUTH K TaKUM
MU3MEHEHHUSIM U YNAIOCh JM IOJNyYUTh OOBSACHEHUE NaHHOMY HAONIOIECHUIO B
nporecce o06cnexoBaHusA?

2. B nuccepraioHHOM MccIeI0BaHUU MTOKAa3aHO, YTO, HAPSAY C HU3KOM
4yBCTBUTEIBHOCTBIO, OMOXUMUYECKUN CKPUHHUHI rajlaKTO3EMHUH COIMPOBOXKIAETCS
nony4enreM Gosaee 90% JI0KHOIONOKHUTENBHBIX pe3ysbTaToB. Kakue mepsl, Ha
Bam B3rnsn, HeoOXOOMMO NpPEANpPHHATH IS TOBBINIEHUS JIMATHOCTHYECKOMN
3¢ QeKTHBHOCTY HEOHATAIBHOTO CKPUHUHTA HA I'aIaKTO3EMHIO?

3. Ilouemy B uccrenoBaHMe He BKIIIOYEHA BPOXKIEHHAs THIIEPILIA3US
KOPbI HaINOYEYHHUKOB, OTHOCSIIASACS K MOHOT€HHBIM 3a00JIEBAHUSAM U TECTHPYyeMast
B paMKax MaccoBOIo 00cie10BaHUsS HOBOPOKIEHHBIX?

4. KakoBel mepcrnexktuBbl npumeHeHuss Metoma NGS B mporpammax
HEOHATAJILHOTO CKPMHMHIA Y JMAarHOCTHMKU HACIEACTBEHHBIX 3a0o0JieBaHUii B

COBPEMEHHBIX YCIOBUSX?
3AKJIIOYEHUE

Huccepraunonnas  pa6ora  UypromoBoit  IOmum  AsnexcanapoBHEI
«BBICOKONPOM3BOIUTENIPHOE CEKBEHHMPOBAHME B HEOHATAIbHOM CKPUHHUHTE
MOHOT'€HHBIX HaCJIEICTBEHHBIX O0Ie3Hel 0OMeHay, peCTaBIEHHAs! Ha COUCKAaHUE
YYCHOW CTENEHM KaHAuJaTa MEIULUHCKHX HAyK, SBJIAETCS CaMOCTOATEIbHOMN
3aKOHYCHHOM  Hay4HO-KBaTU(UKAIMOHHONH paboToif, B KOTOpOH pelleHa
aKTyanbHas Hay4YHO-IIPAKTHYeCKas 3ajada 10 ONTHMH3AIMK IOATBEPKAAIOIIEH
JAUATHOCTHKY KakK 3Tara HEOHATaIbHOI'O CKPUHUHT'Aa MOHOTE€HHBIX HACIIECTBEHHBIX
OosiesHelt M HayuHOMY OOOCHOBAHHIO HMCIIOJIB30BAHMS IS TOMH IENTH TEXHOJOTHH
BBICOKOIIPOU3BOAMTEIBHOIO CEKBEHUPOBAHMS, YTO UMEET OOJIBIIOE 3HAYEHUE IS
KIIMHHYECKOM 1ab0paTOpHON TMAarHOCTHKK, MEIULUUHCKOM T'€HETHKHA M MeJULIUHBI
B LIEJIOM.

Huccepranonsas paboTa MOJHOCTBHIO COOTBETCTBYET BCEM TPeGOBaHHUAM,
NPEeNBIBIAEMBIM K JUCCEPTALMK Ha COUCKAHUE YYEHOH CTENeHU KaHIu1aTa HayK B

nyHkrax 9-14 «IlomoxeHus o0 MPHUCYXKIESHAU YIEHBIX CTEIIEHEN», YTBEPKIEHHOTO



[Tocranosnenvem IlpaButensctBa P® Ne842 or 24.09.2013 r., a ee aBToOp,
YypromoBa lOnusa AnexcaHIpoBHa, 3aCIIy)KUBAET MPHUCYKIAECHUS YYEHON CTEIEHH
KaHaugarta MEOULUMHCKUX Hayk 1o crnenuanbHoctH 3.3.8. KimHuyeckas

nabopaTopHasi AMarHOCTHKA.
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