OT3bIB

Ha aBTopedepart gucceprauun Yypromosoii FQuun AJleKCaHAPOBHBI HA TEMY
«BbicokonpousBoanTeLHOE CEeKBeHHPOBAHHE B HEOHATAILHOM CKPHHHHIE
MOHOIE€HHBIX HACJ/IeACTBEHHBIX 00JIe3Hell oOMeHa»

HA COHCKAHHE Y4eHOH CTeleHH KAHAHIATA MeAHIHHCKHX HAYK
(3.3.8. -Kaunnueckas 1aGopaTopuasi AMArHOCTHKA)

Hacnencrsennsie 6onesun oomena (HBO), 3a6oneBaHus ¢ reHeTHYECKUMH
paccTpOMCTBaMH, B HACTOALIEE BpeMsi HACYMTHIBAIOT Oonee 500 Pa3HOBHAHOCTEH
H NPOSBIAIOTCS JOBOJBHO YaCTO B HEOHATaJbHOM IIEPHOJE, YTO SBIIAETCS
Haubosee pacpOCTPaHEHHOM IPHYMHOM CMEpPTH Ha IMEPBOM rofy KHU3HH.
Ilo3ansAs tnarHOCTHKAa MeTab0InYecKHX Hapywienuii ipy HBO npusomut
K HeoOpaTHMMOH yMCTBEHHOH OTCTalOCTH , HEBPOJIOTHYECKHM HapyLICHHUSM,
MHBAIMIHOCTH M Jiake CMepTH. AKTYajlbHO TPOBOJUTH MACCOBBIM CKPHHHMHI
HOBOPOX/ICHHBIX C LENBbIO NPOMUIAKTUKY, HANPABICHHON Ha paHHEEe BBIABICHHE
HAaCIeICTBEHHBIX Oone3Hed obmena. B Poccum ¢ 2006 roma HeoHATaTbHBIH
CKPUHMHT TMPOBOAMTCSA B paMKax MPHOPHTETHOTO IPOEKTa «3J0pPOBBE» TOIBKO
o 5-TH HACNE[CTBEHHBIM 3a0oneBanusM, a ¢ | suBaps 2023 rona IIPOBOAMUTCS
UCCTIeZIoBaHUe 36-TH 3a00JIeBaHMH METOZOM TAaHAEMHOH MAacc-CIIEKTPOMETPHH
OnoxumMudeckuXx MapkepoB. ONHAKO GHOXMMHYECKUH CKPHHUHT XapaKTepH3yeTcs
HU3KUMH  3HQYEHHUSAMH TIOJIOXKHMTEJIbHOM IPOTHOCTHYECKOM ILIEHHOCTH, YTO
O0yCIIOBIMBAET  BBICOKMH IPOLEHT JIOKHOMOJOKHTEIbHBIX pe3y/bTaToB.
B Hacrosmee Bpemss B Poccum He periiaMeHTHPOBaHbl €IMHBIE AITOPUTMBI
MPOBENICHHUS TMOATBEPIKAAIOWINX J1abOPATOPHEIX TECTOB B paMKax IPOrpamm
HCOHATAILHOrO CKpUHHUHra. KinHMYeckue peKOMeHHaUMH [  OTAENbHBIX
3a0oneBaHuii Npu 0OCTENOBAHHH KOHKDPETHBIX TAIMEHTOB HE MOIYT OBITh
HCIIOJb30BaHBl B IPOTrpaMMax MacCOBOr0 CKpUHHHra. OTCYTCTBYIOT YETKHE
PEKOMEH/AIMK 110 TNPOBEACHHIO IOATBEPXKIAIOIIUNX TECTOB W MapLIPyTH3AI[MU
MTALMCHTOB C IOJIOKHMTEIBHBIMH pE3yJbTaTaMyd HEOHATAlbHOTO CKPHUHHHIA, YTO
3aTAIMBACT TIOCTAHOBKY JAMAarHo3a M OTKJIA[pIBaeT JieueHHe. OTH (HaKTOpEI
YKa3blBalOT Ha HEOOXOAMMOCTh pa3palOTKH W BHEApPeHHs Gojee CrelHpHIecKuX
TECTOB JU/IA IOy YEeHHUS TTOJIOKUTEIbHOTO pe3yJIbTara.

Tax xak moyrn Bce 3aoieBaHHd, BKIIOYEHHBIE B  MPOrpPaMMy
HCOHATAJIBHOI'O CKPUHMHIA, SBJIAIOTCA MOHOT€HHBIMH M I'€HbI, OTBETCTBEHHBIE
3a WX Dpa3sBHTHE, XOpPOILIO H3Y4YEeHBl, CO3/aeTCS BO3MOJKHOCTH HCIIOJIB30BaHHUS
F€HOMHOI'O CEKBEHHPOBAHHUS ISl TIOMYJSIIMOHHOIO CKPMHHHTA, B TOM YHCIE
v HeoHaTanbHOro. C yveroM 3TOro ObUTH C(HOPMY/IHMPOBAHBI Lielb W 3a1ayd
HCCIIeZIOBaHUS.

Llens uccienosanus:

PazpaGotath ¥ oueHWTh 3(QGEKTUBHOCT aNrOPUTMA HEOHATATHHOTO
CKpUHHHI2 MOHOIEHHBIX HACJICACTBEHHBIX OOJe€3HEeH OOMEHa: MYKOBHCLM03a,
(peHUTKETOHYPHMH M ranakTo3eMHH C  HCIHOJB30BAHMEM  TEXHOJOTHH



BBICOKOIIPOH3BOIUTENIBHOIO CEKBEHHPOBaHUs (NGS) B TIOIYJISILIUA
HOBOpPOXKAeHHBIX B I. CaHkT-[leTepOypr.

Ha OCHOBaHMM aHajl¥3a HAYYHbIX IYONHUKAaLMH M Ppe3yNbTaToB paHee
IIPOBEIEHHBIX UCCIIeIOBaHUH ObUIM CHOPMYIMPOBAHbI 3a1a4l UCCII€ZIOBAHMUS

1. OueHUTh AMArHOCTHYECKYI0 HH(OPMATHBHOCTH JIAOOPAaTOPHBIX TECTOB,
UCIIONB3YEMBIX JUIsi HEOHATaJbHOrO CKPUHHHra MYyKOBHMCLHO03a,
(GEHUIKETOHYpUH M  TaJakTO3eMHM B paMmKax  HCIOJIb30BaHHUS
CTaHJIAPTHOTO AJITOPUTMA.

2. Ompenenuth  ONTUMANbHBIE TOPOTOBBIE  3HAYeHHs  ITOKasaTenel
nMmyHopeaktusHoro tpuncunorena (MPT1, MPT2) B Toukax MpUHATHS
pellleHHii Ha OCHOBE DPETPOCHEKTHBHBIX JIAHHBIX HEOHATaJbHOIO
CKpPUHHMHTA Ha MYKOBHCLIHI03.

3. Pa3zpaGoTaTh anropuT™M HEOHATaJIbHOTO CKpUHMra ¢ BKmoueHueM NGS
CEKBEHHMPOBaHMs B KayecTBe TeCTa BTOPOr0 YPOBHS M CPaBHUTH €ro
5 PeKTHBHOCTE C CYIECTBYIOIIUM.

4. Onpenenuts 3HayeHHe  NGS cexBeHMpOBaHHMs Ul  BBIABICHHA
reHeTHYECKHX BapHAHTOB, 00YCIIOBIMBAIOIIMX PA3BUTHE «MATKUX» HopM
MOHOTE€HHBIX HACIIeICTBEHHBIX 3a00/IeBaHHH.

[TocTaBieHHbIE 3a/]a4i COOTBETCTBYIOT HAyYHOH HOBH3HE M TEOPETHYECKOM

3HAYUMOCTH paboTHI.

Bnepseie B Poccuiickoit @enepannu Ha 60IBIIOM KIHHHYECKOM MaTepraie
(196217 HOBOPOKIEHHBIX) IpOH3BeleHa OLEeHKa 3()(EKTUBHOCTH IPOrpaMMbl
HEeOHaTaJIbHOT'O CKpUHHHIa Ha MYKOBHCLIH03, (eHUIIKETOHY PHIO
H TajJaKkTO3eMHIO, I[POBOAMMEBIX IO CXeMe JBYXKPaTHOTO OIpe/eleHH
COOTBETCTBYIOIIMX Ouoxumuueckux Mapkepos (UPT1/MPT2, @A1/DA2,
T'AO1/TAO2). Kpome Toro mposezieno uccinenoBaine myrtauuit B renax CFTR,
PAH u GALT MeTonoM BBICOKOTIPOM3BOJMTENBHOIO CeKBEHHMpOBaHHUS. Takxke
000CHOBaHA HEOOXOJUMOCTh NPOBEJEHHs ITOATBEPKAAIOIEH MONEKYISPHO-
reHeTHYEeCKOU JHUAarHOCTUKH HUCClIeAyEeMbIX MOHOI'€HHBIX 3aboJieBaHUil Ha TPEThEM
sTarie CKpPUHUHra HOBOPOXICHHBIX C  LIEJBIO paHHeH JHarHOCTHKH
M CBOEBPEMEHHOIo Hauyaja JiedeOHO-IPO(QUIAKTHYIECKMX  MEPONPHATHH.
ITpeioxeH ¥ arpoOMpPOBaH HOBBI METONOJOIHYECKHH IOAXOA AJIs MPOBEACHHS
HEOHATAIBHOIO CKPMHMHIA HAC/IEACTBEHHBIX GoiesHel oOMeHa ¢ MPHMMEHEHHEM
NGS cexkBeHHpOBaHUS.

Ha ocHOBaHHH IPOBEIECHHOI'O MCCJIEJOBAaHUS aBTOPOM IIPEIJIOKEH Hay4HO-
000CHOBaHHBIN AJTOPHUTM AMArHOCTHKHM C IIPUMEHEHHEM METOAOB PacIlHpPEeHHOTO
reHOMHOTO  TEeCTHPOBaHMs,  TMO3BONAIOIIMA  BepH(UIHPOBATH  IHArHO3
HACJIeICTBEHHOr0 3a00IeBaHKs T10C/IE IPOBEICHNs CKPUHUTOBBIX HMCCIEI0BAaHHUH.
IToyyeHa BO3MOXKHOCTD BbIABIEHHA OOJNbHBIX MYKOBHCLMIO30M C I€HOTHUIIAMH,
BKJTIOUAIOIIMMH pefKue MyTauuu. [IpeacraBieHbl 0Ka3aTeabcTBa BO3MOXHOCTH
MICHTH(GUKALMHM — TeTepO3MrOTHBIX ~ HOCHTeNeH  MaTONOIMYECKMX MyTalHu,
He IPOABJISIONIMXCS KJIWHHYECKH, HO JIAlOIIMX BBICOKMHA pPHCK Ppa3sBUTHs
3aboJieBaHMsl B TOCHEAYIOIIMX TIOKOJEHUsX, 4YTO IIO3BOJISIET IIOBBICHTh
3¢ (eKTHBHOCTH MEJIUKO-TeHeTHYECKOr0 KOHCYTbTHPOBaHHS.



Jlns  peanusauy  I[IOCTaBIEHHOM  LeM  MCCIIE/I0BaHMs  [IPOBEIEHO
npocreKkTuBHOe uccnenoBanue. Ha mepsom srane 196217 netsM, poAMBIIMMCS C
01.01.2015 r. mo 01.01.2018 r., npoBesneHsl nabopaTopHbIe TECThI B paMKax
CYILIECTBYIOMIEr0 CTAHIAPTHOIO AJITOPUTMA CKPUHMHIA 110 aBTOPCKO# cxeme. Ha
BTOPOM 3Tare 10 pe3yJibraraM CKPUHMHIOBOI'O TECTHPOBaHMsi ObLIO BBIAEICHO
858 HOBOPOMNIEHHBIX C TMOJIOKUTENBHBIMA pe3yJbTaTaMu JUlsl JajibHEeHIIero
aHaaM3a JaHHBIX. MarepyanoM Juis OMOXMMHMYECKMX METOIOB MCCIIe0BaHUA
CAYXHUNA KAIWUISIPHAs KPOBb, B3siTasi B POJMIBHOM JIOME M3  IIATKH
HOBOPO’KAeHHOTr0. KOMIIekCHOe peTpoCHeKTUBHO-TIPOCIICKTUBHOE MCCIICI0BAHHE
06pa3LoB KPOBH MALMeHTOB IpoBojmiock B jaboparopun CIIGIKY3 «Menwuko-
reHeTHUeCKHii  TieHTp». JlabopaTopHble — HCCIIEOBaHMs — BBINOJIHSIIACE B
COOTBETCTBHH C ITPABHJIAMH TPOBEJIEHHsI KOHTPOJIS KayecTBa.

JIoCTOBEPHOCTh ¥ OOOCHOBAHHOCTH IONYYEHHBIX PE3yJIbTaTOB HAy4HOH
paGoTel  obecrieueHa AeTAIbHBIM TCOPETHYECKUM  aHAJIW30M  TPOOJIeMBI,
perpe3eHTaTUBHBIM 00beMOM BBIOOPKH 00CjIe/IOBAHHBIX  IAI[MEHTOB,
JOoCTaAaTOYHBIM  KOJIMYECTBOM NMpOBEICHHBIX HCCJIC,HDB&HHﬁ W aJlceKBaTHBIM
CTATHCTUYECKUM aHAJIM30M IIOJIy4YEHHBIX JaHHBIX.

OG6paboTKa TONYYeHHBIX JaHHBIX MPOM3BOAMIACE C WCIHOJIB30BaHUEM
COBPEMEHHBIX METOJIOB ¥ IPOrPaMM CTATUCTHYECKOH 00pabOTKH, B TOM 4MCIIe
npuMeHsieMbIM K big data.

AsropedepaT comepKHT OOLIYI0 XapaKTepUCTHKY paboThl, CBEJCHUS O
HOBM3HE, TEOPETHUYECKOM U TNPaKTMYECKOH 3HAYMMOCTH, IOJIO)KEHHS, OCHOBHBIE
pe3yJILTAThl, BEIBOIBI UCCIIE/IOBAHUS U NPAKTHYECKHE PEKOMEHAALINH.

Marepuajbl HAy9HOTO HCCIEIOBAaHMSI HM3JIOKEHbl B 13 HayYHBIX
nyOMUKAIMIX, BKJIOYas 3 CTaTbU B PELEH3MPYEMbIX HAy4HBIX H3JaHHUAX 10
cnienanbHocTH «Knuauueckas naboparopHas JUarHOCTHKa», PEKOMEHI0BaHHbBIX
Briciueii arrecTalioHHON KoMmuccwed MuHucteperBa 00pa3oBaHMS M HAYKH
Poccuiickoii Mepepannu. Pesynsrartel MCCieA0BaHUS HCMONB3YIOTCS B y4eOHOM
npouecce Ha Kadejpe naboparoproit MeuiuHel 1 renetukn OI'BY « HMUL] um.
B. A. Anmaszosa» Munsapasa Poccun (Cankr- Ilerepbypr), B mporpammax
00yuenus Kadeapbl KIMHAYECKOH 1a00paTOpHON THarHOCTUKH, OHOTIOTHYECKOH 1
obmei xumuu uM. B.B. Cokonosckoro ®I'BY BO C3I'MVY um. 1.1 .MeunrkoBa 1
BHepenbl B npakTuky pabortel CITOIKY3 «JluarHocTudeckuil HEHTp (MeHKo-
TFE€HETHYECKHH )».

BeiBoa: 3amedanuii 1m0  O(QOPMIIGHMIO W TPEACTABICHHIO OCHOBHBIX
pe3yibTaToB Hccie/oBaHus B asropedepare Her. Peuensupyemas pabora
npejcTapiser cobGoil 3aKOHYEHHYI HAy4yHO-KBaJM(pHMKAIMOHHYK paboty, B
KOTOpO# pellleHa Hay4Has 3ajlaya, MMERoIlas BaXHOEe 3HA4Y€HHe Ul MPOBEJIEHHS
KJIMHHKO-7Ta00paTOPHOH JMAarHOCTMKH Y HOBOPOMK/JIEHHBIX C Haclle[ICTBEHHBIMU
GonesHsamMd oOMeHAa M TIOBBIIIEHHS OD(PPEKTUBHOCTH MEJIMKO-T€HETUYECKOro
KOHCYJIbTUPOBAHUS JaHHOM KaTerOpHH IallMeHTOB.

ABTOpedepaT M JUCCEpPTAlMOHHAs paboTa COOTBETCTBYIOT TpeOOBaHHSM
[TonoskeHHs O IPUCYIKACHUN YUEHBIX CTETCHEeH, YTBEPKAECHHOIO IIOCTAHOBICHUEM
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[IpasurensctBa Poccuiickoit ®enepannu ot 24.09.2013r. No842, a Uypromosa
IOnus ANeKCaHAPOBHA 3aCiIy)KHBaeT NPHCYXKIEHHUS YYEHOU CTENEHH KaHauAaaTa
MeIUIMHCKHX Hayk mo creuuainbHoctd 3.3.8.— KinHmdeckas nabopaTopHas
JIMarHOCTHKA.

Ot3bIB OroToBIeH MapyeHKo TaTbsaHOM AHJIpeeBHOM, ITTaBHBIM Hay4HBIM
corpyaaukom 4 HALl ®I'6Y BHUM I'OYC (PLI), toxTopoM MEAULMHCKHX HAYK,
npodeccopom.

['aBHEBII HAy4YHBIN COTPYIHUK

4 Hay4HO-KCCIIEIOBATENILCKOrO [IEHTPa

®I'BY «Bcepoccuiickuii Hayq4HO-HCCIEeN0BATEILCKUH
MHCTHTYT T10 po0iieMaM IpakIaHCKoH 000pOHEL

¥ upe3BbuaiHbIx cutyanuid MUC Poccumn»
(DenepanbHBIi HEHTP HAYKH U BRICOKUX TEXHOJIOTHA),
JlokTOp MEIMIMHCKHIX HAYK, Ipodeccop— -7
Mapuenko TarbsHa AHIpeeBHa ; /// i
«15» nosidpst 2023 roaa

[Noamnuck AOKTOpa MEIUIIMHCK ‘Hgpotheccopa
T.A. MapueHKO 3aBepsiio f X
HayansHuk otaena kaapos | /' ¥,

®I'bY BHUU TI'O4YC (PLI) | §<Bceléoccni’icxuﬁ
Hay4YHO-HCCIIEI0BATENbCKUHI i HHCT‘g‘ryT 1o
npobieMam rpaXKIaHCKOM 000pOHBI n

ypespbluaiineix  curyauuit  MUYC  Poccun
(bemepanpHbIi  LEHTP HAayKH M  BBICOKHX
TEXHOJIOTH )»

Yepusikosa A.I.

denepanpHoe  ToOCYJapcTBeHHOE  OIOKETHOE  yUPEKICHHE «Bcepoccuiickuii  Hay4HO-
HCCNeI0BATEIbCKHI HMHCTHTYT MO Ipo0JieMaM  I'pakIaHCKOH 0GOpOHBI M Ype3BLIYAWHBIX
cutyanuit MUC Pocenn (@I'BY BHUU 'OYC (DL

121352 Poccuiickas Penepaims r. MockBa, yii. JlaBeakosekast, A. 7

Ten. +7 (495) 287-73-05

e-mail: vniigochs@vniigochs.ru



