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BeAylleil OpraHH3aUMH, denepasbHOIO rocy1apcTBeHHOr0 010/1°KEeTHOTO
06pa30BaTebHOr0  YUpeRICHHS puiciiero o0pazoBaHus «KpacHosipckuii
rocyaapcTBeHHbIH MeIMIMHCKHI YHHBEpPCHTET HMEHHU npodeccopa B.D.
Boiino-Scenenxoro»  MuHucTepcTBa 3paBOOXpPaHEeHU Poccuiickoii
denepanuy, Ha TUCCEPTAUHOHHYIO paGoty /loHHHMKOBA Maxkcuma OpbeBu4a
« P PeKTHBHOCTH panHeili IHATHOCTHKH MYKOBHMCHH1032 Y neTed Ha
peruoHalbHOM YpOBHE (ua mpumepe XMAO-IOrpbi)», npeicTaBieHHylo Ha
coMcKaHHe Y4YEHOHl  cTelmeHnm  KaHAnAaTa MeIMIIMHCKHX  Hayk 10
cnennanbHocTu 14.01.08 - IleanaTpus

AKTYalbHOCTb AMCCEPTALHOHHOTO uccJjeJoBaHuA.

B TeueHue TOCIEIHUX JI€T B Poccuiickoii @enepauuud Ha done
COBEpIIEHCTBOBAHNS AJITOPUTMOB JIMArHOCTHKH OTMEYCH POCT HHCId OOTBHBIX
MYKOBHCLHI030M MperMyLIECTBEHHO 33 CHET JeTell paHHEro BO3pacTa. 3HaHue
sauaemuonorut MB  BaXHO U paLMOHAILHOTO  JIAHUPOBAHHA pecypcoB
37paBOOXpAaHEHAs TIO  OKA3AHMIO MEIMIMHCKOM TOMOIIA  TMAlMeHTaM  Ha
KOHKPETHOH TepPUTOPHH.

BuenpeHue  HEOHATAIbHOIO ckpununra  (HC) crioco0CTBOBAIIO
CYIIECTBEHHOMY COKPALICHHIO JMArHOCTHYECKOrO TOHCKa W paHHEMY Hayany
Teparuy, OJHaKo MPOTrHO3 3a60IeBaHuUsL IO IPSKHEMY CYLICCTBEHHO 3aBHCUT OT
TSYKECTH TOPAKEHHs OPraHOB NbIXaHHA. Hcnonb3yeMblii B Poccur IPOTOKOT HC
«PT-1/VIPT-2/notoBasi 1pooday, XapaKTepH3yeTcs CYLIECTBEHHBIM YUCIIOM
JTOYKHOIMOJIOKATEIBHBIX TECTOB, ocoGerno na stame MPT-1. Jnst yaydIieHus



opraHu3alinu Te4e0HO-TTPOPUIAKTHIECKUX MEPOTIPUATHH He00XOINUMO
npoBelieHHe CPABHMTENIBHOTO aHamu3a JBYX KPYHHBIX KOropT MalUeHTOoB C
muargosom MB — ¢ HC u 6es HC ¢ onTuMm3auued aaropuTMa OLCHKH
pe3yJIbTaToOB OHOXHUMUYECKOrO HC.

K uHpYeckre MpOSBICHHS MYKOBHCIHI03a pa3HooOpasHbl, TOITOMY
U3ydeHue 0COOEHHOCTEH TEUCHU MB ¢ paHHeil IHAarHOCTHKOHU 3a00JIeBaHus Ha
ocose HC u 6e3 HC c Gonee mosnHew [TOCTAHOBKOW [HarHo3a ONpelessitoT
HeoGXOMAMOCTh AN GEepeHIIMPOBAHHOrO MOAXO0AA TpH opraHu3aLuy Ne4eOHo-
npodUIaKTUUECKUX MepONpPHUATUH MalUSHTaM.

AKTYalIbHOCTb TEHETMYECKOH NMarHOCTUKM € TOYHON pacIIUPPOBKOH
natorenHsix BapuanToB resa CFTR BoO3pacTaeT ¢ NOSIBJIGHMEM TapreTHbIX
npernapaToB s JedeHust MB, 4TO MO3BOIACT paIMKaIBHO yJIy4LINTh KadecTBO
>xu3HM TanuenTos ¢ MB.

JlaHHOe ~JMCCEPTaLMOHHOE HCCIIe/IOBAHNE, COrylacHO CBEJEHHMSIM H3
TccepTalMu M aBTopedepara, OCYIICCTBIAIOCH B COOTBETCTBUH C ILJIAHOM
HAYYHO-MCCIISI0BATENBCKOH pabOoThI CypryTckoro rocy1apCTBEHHOI O
YHUMBEPCHTETa B 4acTH pealn3alui rocyIapCTBEHHOr0 3a/1aHNs «['eHeTHYECKHE
ACTIeKTHl TPEIMKTHBHOM, TMPEBEHTHBHOW H nepcoHnGUIMPOBAHHON MENUIHHBI
HacJIeNCTBEHHBIX M BO3paCT-aCcCOUMMPOBAHHBIX 3a00MeBaHNil y YeJOoBeKa Ha
Cesepe» (IIpuka3s JlenapTaMeHTa 0Opa30BaHusl ¥ MOJMOASKHOH NOTUTHKA XMAO-
FOrper Nel281 ot 25.08.17; pykosoauTesp — I.M.H., npo¢. B.B. Melepskos;
TIepHO] BBIITOJTHEHHS 2018-2020 r.1.).

HoBu3HA MCCJIeI0BAHHMsS H TMOJYYeHHBIX pe3yabTaToBb, BbLIBOJIOB H
pexomeHauuil, cpoOpMYIHPOBAHHBIX B ANCCEPTALMH.

O60CHOBAHHOCTh W IOCTOBEPHOCTH Hay9HBIX [IOJIOKEHUI HEe BbI3BIBAIOT
comuenns. OHM 00yCIOBIEHBI NOCTATOYHBIM 00BbEMOM KJIIMHHYECKOTO MaTepuaia,
IOCMYHBIM OW3ailHOM HCCleJ0BaHUs, MPUMCHCHHEM paLOHANBHBIX METOI0B
CTaTUCTHUECKOM 00paboTKu TaHHBIX.

B mporecce MPOBEIEHHOTO KOMIIEKCHOTO HCCIIeIOBaHWsS yCTaHOBJICHEI
SMUIEMHUONOTHUECKHEe OCOOEHHOCTH MB Ha TEppUTOpUHU XMAO-Orper ¢
[OKA3aHO, YTO BBICOKHH ypOBEHb PACIPOCTPAHEHHOCTH MB cBs3ad ¢ 3pdexToM
«HAKOIICHUS» MALUEHTOB C 3THM 3a00jeBaHUeM B CBA3N C BBICOKMM YPOBHEM
POKIAEMOCTH 1 OONBIIMM y/CIBHBIM BECOM JIETCKOr0 HACeJIeH!Us B PETHOHE.

BriepBble IOTyYeHbl HOBbI€ JaHHbIE IO JMHAMHUKE KOJIMYECTBEHHOI'0 U
KAYECTBEHHOIO COCTAaBa KOIOPThI JETeH C MB B XMAO-IOrpe - yBenu4eHUE
AGCONFOTHOTO YMCia JeTel M yHENbHOTo Beca MalueHToB € HC. Jloka3aHO, 4TO
BO3pAaCT Ha MOMEHT [OCTAHOBKA JHMarHosa H JAMTENBHOCTh  3a00JIeBaHHA
ONpeIeNAOT KINHHIECKUe ocobennoctu TeueHns MB.



ABTOpOM YCTaHOBJICHO, YTO paHHAA JWArHOCTHKA MB nHa ocuose HC u
paHHee Havaje 0a3sHCHOM Tepanuy CONPOBOXKACTCA KIMHUYECKIM naToMopho30M
3a60/1eBaHuUs, XapaKTEPU3yOIIIMCs Oonee 61aronpusTHEIM €10 TeHCHHEM.

BbIsiBlIeHBl ONEPALMOHHBIE XapaKTEPUCTUKH HC MB Ha TeppUTOpUH
XMAO-IOrpel 32 Bce Bpems ¢ Hadama €ro TpOBCACHHA B 2006 r. -
YyBCTBUTEJBHOCTh U  CNELHU(PUIHOCTD. Pa3paGoTaH MHHOBAlMOHHBI METOX
ONpeesieHHs] «IJIABAOIIEro» IOpPOroBoro ypOBHA NPT u KOMIBIOTEpHas
mporpamma Juisl ero pacuéra, YTO MO3BOJIMIIO MOBBICHTD cnenupuanocts HC npu
coxpanenun ero 100% 4yBCTBUTEIBHOCTH.

ABTopoM, IepBbie B PD, BHeNpeHa METONUKA aHAIU3a KPUBBIX IIABJICHUA
Beicokoro paspemennss (HRMA) nns npeBapuTe/ibHOrO aHainsa MaTOreHHbIX
BapuanToB B rene CFTR mepe] MOCIENyOMNM n30upaTeIbHbIM CEKBECHUPOBAHUM
OTIeNbHBIX SK30HOB I'€Ha C LEbIO MOIHOH paciuu(pOBKH MaTOreHHbIX BAPUAHTOB;
NpOBeieHa OlEHKA CrenudUUHOCTH M HyBCTBUTEJBHOCTH HOBOTO IMOAXOZA.
AHaJIM3 BCeX MAIMEHTOB W3 PErHOHANBHOro peructpa MB mo3Bosni yCTaHOBUTE
peruoHajbHblE OCOOCHHOCTH CTPYKTYpbl MyTalHH B reHe CFTR.

3HAYMMOCTL /AJISl HAYKH M TNPOM3BOACTBA IOJY4Y€HHBIX aBTOPOM
pe3y JabTaToB.

VY CTaHOBJICHHBIE PErMOHATBHBIE SMHUAEMHUOTIOIMYECKHIE MMOKa3aTe/In TpA MB
03BOJIIOT PAllMOHAIBHO IJIAHMPOBAaTh KaJpoBble W MaTepHUajbHbIE PECYPCHI
31paBOOXpAHEHHUs sl OOecreveHus JaHHOH TPYIIIB! MallUeHTOB 3 heKTUBHOM
MEIHUIMHCKOW  momomibio.  OXapakTepu30BaHBl ~ OCHOBHBIC — TPOABICHHA
KIMHAYeckoro maromopdosa MB y feTeil B yCNOBUAX paHHEH ero IHardoCTUKH
npu nposeneHnd maccoporo HC;

O6ocHOBaHa LesiecoodpasHocTh  Au(PepeHIpoBaHHOro  MOoAXoaa B
leueGHO-THArHOCTHYECKAX ~ MEPOTPHMATASIX I Tpynm  AeTed ¢ paHHEH
muarsoctukoi MB ma ocHoe HC wu crapiuied IpyInbl JeTe ¢ MOo3nHed
nuarsocTukoit no BHenpenus HC.

BHenpenue pa3paboTaHHON METOAMKH AMHAMUYECKAX MOPOrOBbIX ypOBHEM
ouoxumuyeckoro Mapkepa MPT B3ameH (MKCHUPOBaHHOrO €ro 3Ha4YCHHA W HX
ABTOMATH3UPOBAHHBIA pacyeT MO3BONSIOT 3HAYATEIPHO CHHU3HUTE KOJIHHECTBO
JNOKHOMONOXHTeNbHBIX pesyibraroB HC Ha MB, 4TOo coxpariaeT 3aTpaTel Ha
nanpHeiimee o0cIeI0BaHHE.

BHeapeHHas METOMMKA aHANIM3a KPUBBIX M1aBJI€HHS BRICOKOTO pa3pelleHNs
(HRMA) ¢ mocliefylolum Hu30MpaTeibHbIM  CeKBEHHPOBAHHEM OTAEJIbHBIX
5k30HO0B TeHa CFTR TO3BONSAIOT MPOBOIUTH PaCIIMPEHHYIO MCHHYIO THArHOCTHKY
MB yxke Ha ypoBHE DPETrMOHAIbHOU MeIMKO-TeHETUIeCKOil KOHCYIbTalUuH. IJTO
[103BONISET M3MEHHTb CYLIECTBYIOLLYI0 INpPAKTHKY HanpaBjieHUs H3 PErMOHOB



obpasiioB Ouomarepuana B demepanbHple TEHETHYECKHE —LUCHTPBI  WIH
KOMMep4YecKue 1abopaTopuH.

PekoMeHIAIMH [0 HCNOIb30BAHHIO PE3yJbTATOB HCC/ICJ0BAHUS.

PaspaGoTanHasi aBTOPOM KOMIIbIOTEpHAs NPOrpaMma “Floating Level of
IRT” (CBuzertensctBo PO 00 o(UIMaNBHON PErMCTPALiH TPOrpaMMBbl i 5BM
Ne 2017663099) MoXeT OBITh HCIONb30BaHA B PErHOHAIBHBIX opraHu3anmsax
MeIMKO-TeHETHYECKOH  MOMOIIH,  OCYLICCTBIAIOIINX ouoxumuuecknit  HC
HOBOPOXKIEHHBIX C HENbI0 00BEKTHBH3ALMH OICHKHA pe3yJIbTaToOB CKPHHUHTA H
COKpAIIIEHHS] TeM CaMbIM KOJIAHECTBA JIOXHOMOMOKUTEILHBIX pe3ybTaTOB TeCTa.

AnpoGupOBaHHBIA  aBTOPOM MOJIeKyIApPHO-TeHeTUYECKUH  TeCT HRMA
(aHanu3 KPUBHIX IUIABICHUS  BBICOKOTO paspellleHds) €  IOCJIENyOLNM
M30UpaTeNbHBIM CEKBEHHPOBAHUCM TI0 CsHTepy MOXeT OBITh HCIONB30BaH JUIA
pacIIMpeHHOH TIeHHOH IMarHOCTHKH MyTallMil TP MYKOBHCLMI03€ Ha YPOBHE
PErMOHANLHOrO MEMKO-TeHeTHIEeCKOro HeHTpa, HTO CHU3UT IMOTpeOHOCTh B
OPOTOCTOSILIEM U JUTATCIEHOM UCC/IC0BAHNN B (emepanbHOM LEHTPE.

JlaHHBlE ~ pE3YJIbTATOB McclenoBaHHi  KIMHHYECKoro —maromopdosa
MyKOBMCLIH/103a y JieTell U 0COBEHHOCTE! PEernoHalIbHOW CTPYKTYPBI MyTalui B
reae CFTR MoryT ObITb MCIIOJIB30BaHbI B IPOLECCE 00yueHUs CTYICHTOB H
KTMHAYECKAX OpPAXHATOPOB M0 CTIEIHATbHOCTAM «ITemnaTpus».

OCHOBHbIe ~IIPAaKTHYeCKUWe AacCleKThl  JAuCCepTallii 00CYXXIeHbl Ha
MEXIyHApOIHbIX M  BCEPOCCHHCKUX KoH(epeHUHsiX. ABTOp MONTBEPAMI
peanu3alnio yKa3aHHBIX BBILIC pa3paboTOK B MPAKTHIECKOM 31paBOOXpatCHHN
aKTaM¥ BHEIPEHHMSI.

OG0CHOBAHHOCTL M 10CTOBEPHOCTh HAayYHBIX M0JI0’KEeH Ui, BbIBOJOB H
3aKJII0YeHH .

B muccepranuu Jlonaukoa M.IO. HCTOIB30BAHBI TAKHe o0IIIeHayYHBIE
MeTOIbl, KaK HabIiofeHHe, ONMCAHUe, M3MEPEHHE, CPaBHEHHE. Tl pelueHust
[HOCTaBNIEHHBIX 3a7ad OOOCHOBAaHHO HCIIOJIb30BaHbI, KPOME OOILIEKIMHUYECKHU X,
COBpEMEHHBIE METOIbI ANATHOCTHKH — OUOXIMUYECKHI HeOHATAIBHBIN CKPHUHUHT,
MOJIEKYJISIPHO-TEHETUYECKIe METONUKH HRMA (aHamu3 KpHMBBIX IJIaBJICHUA
BBLICOKOT'O pa3pelleHns) i CEeKBEeHUPOBAHNE I'eHa CFTR.

JluccepTalloHHOe HccrenoBanne JIOHHUKOBA M.IO. CcTpyKTypupOBaHO H
HATTSIHO TpEACTaBleHo B ero musaiime. Komu4ecTo CAMHHI B rpymnmnax
HaGiIoZeHUsS ¥  CpaBHEHMS JOCTATOYHO UL IOTyHEHUA 00BEKTUBHBIX
pesynpratoB. Ilpn GopMUpOBAaHWM TPYIHI  KOPPEKTHO HCIOIb30BaH METOJ
CIUTOIIHOH BHIOOPKH. Bce OTalbl HCCIEIOBAHHA OXapaKTEPU3OBAHDL € TOUYKHU
3peHus I0Ka3aTeNbHON MeIUIUHBL. [Ipy NpoBeeHNH CTATHCTHYECKOH 00paboTKH
aBTOp MpPUMEHSUI HerapameTpuyeckue METOIbL, B CBS3U C HECOOTBETCTBUEM
AHAIM3UPYEMBIX YHCIIOBBIX JTAHHBIX MPUHIMITY HOPMAJILHOTO pacrnpezenenus. B



FCCIeJOBAHMH WCIONB30BaH MeTON ManHa-YWTHH NI CPaBHCHHSA CPEIHHX
BeIMYMH B HE3aBUCHMBIX BBIOOPKAX; METOJ PaHrOBOW KOPPENANMH I OLCHKH
CBSA3M MEXIY KONMYECTBEHHBIMH IoKasaTeqsiMu. s OLeHKH 5 (hEeKTUBHOCTH
MeTofa pacueTa IUIABAIOLIMX [OPOrOBbIX YPOBHEH HPT mnposeneH pacu€r
OllepallHOHHBIX XapaKTePUCTHK IUArHOCTHYECKOro TeCTa — MyBCTBUTCIBHOCTH,
crerudUYHOCTH,  [POTHOCTUYECKOW  3HAYMMOCTA  TIONOXKHUTENBHOro  H
OTpULIATENBHOTO pe3ynbTaroB. (PopMynupoBka BBIBOIOB H peKOMeH Jaluii
OCHOBAaHAa TOJbKO Ha CTATHCTHYECKH 3HAYMMBIX 3aKOHOMEPHOCTSX. JTO MO3BOJISET
clleqaTh BBIBOJ O BHICOKOM YPOBHE JOCTOBEPHOCTH MOy UEHHbBIX Pe3yJIbTATOB.

Bce pe3ysibTaThl COOCTBEHHBIX MCCIIEJOBAHUH NpPEICTaBICHBI aBTOPOM B
yeThIpexX MyOIMKaLUsIX MPOGUIBHBIX H3JaHMH ClHCKa BAK s u3noXeHus
OCHOBHBIX Pe3yTbTaTOB IUCCEPTALlMH Ha COMCKAaHME YUEHOW CTEMCHH JOKTOpa U
KaHIHJATA HayK M YCTHBIX NOKJIafax Ha Hay4dHbIX (popymMax Mex1yHapOIHOro u
poccuiicKoro ypoBHeii, nony4yeno CBHIETENLCTBO P® na nporpammy 11 OBM.

CTpyKTypa IHCCepTalyy KiacCHieckas, COOTBETCTBYET HarmoHansHOMY
craumapry P® TOCTP 7.0.11-2011 "Cucrema CTaHIapTOB IO uHbopMaLuy,
6ubMMOTEYHOMY W HM3IaTelbcKoMy geny. Juccepraums  H aBTopedepar
nuccepranuu. CTpykrypa ©  NpaBuna opopmnenus”  (yTB.  IPHKAa30M
DeIepaTbHOr0 areHTCTBA 10 TEXHUYECKOMY PETyIMPOBAHAIO U METPOJIOTHH OT 13
nexabpa 2011r. N 8ll-ct). [lucceprauds HamucaHa Ha 134 crtpanunax
MAIIHHOMUCHOTO TECTa, COCTOUT U3 BBEIEHHs, 0030pa JIMTepaTypbl, MaTEPUAIOB U
METOIOB HFCCIIENOBAHMS, Pe3yTbTaTOB COOCTBEHHBIX MCCIECIOBAHHH, 3aKIIOICHNA,
BBIBOJIOB, NPAKTHYECKUX PEKOMEHIALMi, CIHUCKa JUTePaTypsl, COKpalleHu#H H
PUIIOXKEHUH.

I'nasa «BBeleHHe» MO3BOJISET CO3AATh LENbHOE BIEYATIEHHE O HAYHOH
paboTe u ee pe3ynbTaTaX. ABTOp 0OOCHOBBIBAET aKTyalbHOCTD BBIOPaHHOW TEMBI
HeOOXOIMMOCTPIO ~ MOAPOOHOr0 ~ H3y4YeHHss — KaK  JINHAEMHOIOIMYECKHX
ocobennocteil MB B peruone XMAO-KOrpsl, Tak U pasHooOpasus KIMHHYECKAX
mposiBIeHui 3a00NeBaHus, 4TO OOYCIIOBICHO HATWYAEM ABYX KpYMHBLIX KOTOPT
nanuentos — ¢ HC u 6e3 Hero. Kpome Toro, Baenperre HC B pervone Bce eile
TpeGyeT ONTMMH3aLMK MOJXON0B K OLEHKe Pe3yJbTaTOB CKPHHUHIA BCICACTBUC
BBICOKOT'O YPOBHS JIOXKHOIIOJIOKUTENBbHBIX PE3Y/ILTATOB.

O6G30p MUTepaTyphbl 1O TeME IHUCCEPTAlMHM MNPEACTABIACT coboif aHamu3
COBPEMEHHBIX TUTEPATyPHBIX HCTOYHMKOB [10 OONMBIIMHCTBY aCIeKTOB pOOIEMBI
MB y zereii. TTonpoGHO OCBelLAIOTCs BOMpockl anuaemuonornk MB, cpaBHeHHS
perucTpoB manueHToB B PO W B pa3sBUTBIX CTpaHaXx. C yd4eTroM TOCIETHUX
HAy4YHBIX JAHHBIX OIMCAHbl OJTHOIOIMS M [AaTOreHe3 MB, kinaccupuKauus
nmaTorenHbIx BapuanToB (Myrtamuii) B reHe CFTR, coBpeMeHHBIE THAarHOCTUYECKHAE
1 jeyeOHble ToAX0 bl (B T.4. FeHHas IMarHOCTHKA U TapreTHas Tepanus MB).



['maBa 2 «Marepuajibl 1 METOIBD? MofpoOHO U HATJISIHO M3JaracT IV3aiH
IUCCepTalMOHHOM paboTsl, KOTOPbIH NMPEACTaBIEH B rpadudeckoii popme (pHC.
4), oApOGHO OMUCAHbL TPYTINbL CPABHEHUS 1O Bospacty aeteit ¢ HC n 0e3 Hero ¢
TOUKM 3peHus uX (QOpMHUPOBAHUSA, OMPEICICHEI KpUTEPUH BKJIIOYCHHS |
JCKITIOUCHHs. B TiaBe OMMCAHBI TaKkKe HCIOMB30BAHHbIC OMOXUMUYECKHE U
reHeTHUYeCKre METOMIbI uccienoBanus. [IpencTaBieHHbIC METOLI CTaTUCTUYECKON
0GpaboTKy MaTepuana sBsSIOTCS COBPEMEHHBIMHU, a 000CHOBaHHE UX ITPUMEHEHHUS
[IOKa3bIBaeT NOCTaTo4dHble 3HaHMS J{OHHMKOBBIM M.IO. MeRnKo-OuOIOTHIECKOH
CTAaTUCTHKH.

B Tpéx rnaBax COOCTBEHHBIX JCcleoBaHUM aBTOp I10CJIeN0BaTeIbHO
ONKCHIBAET Pe3YJbTaThl TPEX 3TANoB cBOeil HayuHO# paboThl. B riase 3 Ha OCHOBE
JQHHBIX PETHOHAILHOTO pPErucTpa MB mpoBeneH MOXPOOHBIH CTATUCTHUECKUH
aganu3 OSMUIEeMHUOTOrHIeCKUX, KIIMHUKO-Na00paToOpHbIX M (QYHKIMOHANBHBIX
ocobennocteii MB B auHamuKe 3a TICPUOA 2012 — 2018 rr. y nereit B XMAO-
IOrpe B yCIOBHAX BHCAPEHHUS MacCOBOro HC. CtangapTu3anus rpynm IManueHToB
¢ HC u 6e3 HC mo Bo3pacTy I103BONUNA TPOBECTH CpaBHUTENbHbIH aHaIU3
KIIMHAYECKHUX, J1ab0paTOpPHBIX, PYHKIMOHAJIBHBIX ToKasaresieil, a TaKxe JieueOHbIX
NOAXO/0B. ABTOp II0jaraer, 4To ipHnYeckuii maromoppoz MB B yClnoBHAX
nposenennst HC 0OycioBieH paHHMM HatqaloM 0a3uCcHOM Tepalmuud U MEHEC
BBIPOKEHHBIM ~IIPOrPECCUPOBAHUEM saGoneBaHds [0 psny TmokasaTenedl. B
3aBepIIGHHN TJaBbl 3 TPHBEJEHbl [Ba HAlIHBIX KJIMHUYECKUX IPUMEpa,
[103BOISIFOLIIIE OLIEHUTH pa3Tuuus B TedeHnrn MB y nereii ¢ HC u 6e3 HC.

[napa 4 [OCBSIUEHA pEIISHHIO 3aadd 10  ONTUMM3ALHH OLIEHKH
pesynsratop HC 1 yJy4lIeHUIO 5 })eKTUBHOCTH CKPUHMHIA C MCTIOTb30BAHUEM
OpPUIWHAJIBHOM METO/IMKH pacHeTa JMHAMHYECKHX «ILIABAIOLIAX» TOPOroBhIX
ypoBHeil 1 peepeHCHBIX spauenniit UPT — OHOXUMHYECKOr0 MapKkepa HC na MB.
ABTOp OPUBOJUT PETPOCIEKTUBHBIC NAHHBIC OmepalMOHHbIX XapaKTepUCTUK TECTa
WPT 3a 11-netuuit nepuon nposenenust HC B XMAO-IOrpe (2006 — 2017 rT.) ¢
yueToM (QUKACHPOBAHHBIX  ITOPOTOBBIX sgauennit VPT. Vcmonb30BaHHC
pa3pabOTaHHOrO C Y4acTHEM aBTOPa mporpaMMHOro obecrnedenust (mporpaMmbl
SBM) B NpOCIEKTUBHOM HUCCIIE/I0BAHNH 2018 — 2019 rr. MO3BOJIMJIO 3HAYUTEIBHO
yBeMYUTh 3PPEKTUBHOCTD HC 3a cueT CHW)KEHHMs uucia JIOKHOMOIOKHUTEIbHBIX
pe3yJIbTaToOB B CpelHEM Ha % Oe3 ymepba KayecTBa NMArHOCTHKA MB. Takum
06pa3oM, IUCCEPTAHT CYLIECTBEHHO YTy IIHIl 3(bpeKTUBHOCTH IEPBOro dTala HC
MB Ha pernoHajibHOM YPOBHE.

['7aBa 5 ONMCHIBACT OMBIT IHpoBeAeHHs (OT BamuAamuu N0 BHEIpEHUsl B
[OBCEIHEBHYIO KIMHMYECKYIO IPAKTHKY) PACLUIMPEHHOH renHoii nuarsoctuku MB
Ha pPErvMOHaNbHOM YPOBHE. ApTOpOoM NpEJUIOKEHA KoMOMHAlLUd T€HETUYECKNX
METOIMK, TIOCIEI0BaTeNIbHO  HCIOJB3YeMbIX T BBISBJIEHUS] I1aTOT€HHBIX



papuanToB (Myrtauuit) B reHe CFTR: NpaKTHYeCKH HEHW3BECTHBIN B P® meton
ananmusa kpuBblX maBnenus (HRMA) ¢ mocieayromuM —H30HpaTeNbHBIM
cexBeHuposandem o Conrepy u MLPA. Hcnonb3oBaHHBI aBTOPOM METOX
HRMA [03MIHOHHPYETCS aBTOPOM B KaueCTBE IEpPBOro 3Talna FeHeTHYeCKOH
nuarHocTukd MB, 000CHOBBIETCS HOCTYMHOCTb €r0 B PErHOHAIBHBIX YCIIOBUAX.
Kpome TOro, mpeiJOXKEHHBIH anroput™M Obll KCIONB30BAaH aBTOPOM UL
pacIIMpeHHO! TeHHON JMarHOCTHKU BCEeX Mal[MeHTOB M3 PErucrpa MB B XMAO-
HOrpe i MO3BOJHN BHISBUTD BECh CIIEKTP MAaTOT€HHbIX BapuanTos rena CFTR.
3aKkioueHHe IpeacTaBisieT co0oil 0000LIeHHe W aHalu3 MONy4YEeHHBIX
pe3ynbTaToB. [Ipy 3TOM aBTOp COIOCTABJIAET CBOU Pe3yNbTaThl ¢ UMEIOLIUMUCH B
nutepatype. BoiBobI COPMYIUPOBAHBI YETKO, OTPAXKAIOT HOBU3HY PE3YJBTATOB
HCCIIeIOBAHUS M COOTBETCTBYIOT MOCTaBJIEHHBIM 3aJadaM — «OJHA 3a/1ava — OIUH
BBIBOAY. lIpakTHyeckre PEeKOMEHJAalUHMH HalpaBjeHbl HA pEIICHHE KOHKPETHBIX
IPaKTHYECKUX MPOGIeM | BbITEKatOT U3 cyTH uccienosanus M.IO. JlonHnkoBa.

Coucok JmTepaTypsl BKIoyaeT 237 HUCTOYHUKOB, H3 KOTOPBIX 52
OTEeYEeCTBEHHBIX aBTOPOB, 182 — 3apyOexHbIX. JluccepTauus UIIOCTPUPOBaHA 18-
10 pucyHkamu ¥ 13-to tabnuuamu. [IprBe€HHBIC aBTOPOM KJIMHMYECKHE TIPUMEDEI
SBJISIOTCS TIOKA3aTeNIbHBIMM C TOYKM 3pEHUs I[ONy4YeHHBIX pe3yJIbTaTOB.
JIOCTOMHCTBOM JIMCCEPTALMH SBIAETCS MTOAPOOHOE TIPeNCTABICHAE KIMHIHIECKOH
XapakTepUCTHKM TIpynn HaONIOIeHHs M BKIIOYEHHME B pabory JTamoB C
MCTIOJIb30BAaHMEM HOBBIX M€HETHYECKUX TEXHOJIOTH.

B menoM, cTpyKTypa QUCCepTalliy, €€ COAep)KaHhe U MOCIEeI0BaTEIbHOCTD
U3TI0KEHUs Marepuaa XapaKTepU3yrTCs BHYTPEHHUM €IMHCTBOM,
HalpaBleHHbIM Ha JOCTWKEHME 1€/ W  BBINOJIHEHHE [OCTaBJICHHBIX B
HCCJIeIOBaHUU 3a/1ay.

3ameuaHus:

ABTOp He YHNOMUHAaeT O TOM, 4YTO TalUeHThl C MOJOKUTEIbHBIM
pesyabrarom HC ¥ MpOMeXyTOYHbIMH pe3yJibTaTaMHi IOTOBOIO TECTa (B «cepoit
30He») OTHOcATca K Kareropun mnanuentoB CFSPID (C TOJOXHUTEIbHBIM
pesynstatoM HC H HEOKOHYATENbHBIM JHMArHO30M), XOTS nono0Hble [eTU
GOpPMHpPYIOT CYyLIECTBEHHYIO KOTrOpTy, HaXOASIIYIoCs IO JAWHAMUYCCKHM
HaOJIFoIeHHeM CIeLUaIiCTOB.

3ak/a04eHue.

ITucceptanus Jlonnukosa Makcuma HOpbeBruua «DP(EKTUBHOCTh paHHEH
JIMArHOCTHKE MYKOBMCIMJI032 y J€Tell Ha PeruoHalbHOM YPOBHE (Ha mpuMepe
XMAO-FOrpsi)» (Hay4HbIN pyKOBOAUTENb — 1.M.H., Tpodeccop B.B. MelepsKoB)
pelllaeT aKTyalbHYH Hay4HO-IPAKTHYECKYIO 3anady B OONacTH IeJUaTpuH I10
ONTMMU3ALMN PAHHEH IMarHOCTMKM MyKOBHCIMIO03a y Aered. JlucceprallliOHHOe
MICCIIeIOBAHUE XAPaKTEPU3YeTCs BHYTPEHHEW CBS3HOCTBIO, 3asBJIEHHAS ILCJIb



AOCTHTHYTa pEIICHHEeM NpPEACTaBJICHHBIX 3aJad. 3aMedaHus Mo paboTe He
NPEYyMEHBIIAIOT 3HAYUMOCTh [MCCEPTALUMM U HOCAT CKopee (HOpMasbHBbIi
xapaktep. Jucceprauus JlomnukoBa M.IO. siBiseTcs 3aKOHYEHHOH Hay4HO-
KBaTM(DUKALMOHHONW  paboToif, KoTopas 110 aKTyaJbHOCTH, HOBH3HE W
NPAKTHYCCKOW 3HAYMMOCTH COOTBETCTBYIOT 1. 9 [lomoxkenus o mopsake
OPUCYXKNIEHUsT ~ Y4Y€HbIX  CTemeHed,  yTBepxaEHHoro  IlocTaHoBIeHHEM
[IpaButensctea PO Ne 842 ot 24.09.13 (B pemakuuu, nedcTByrolell HA MOMEHT
HalkMCaHUsl HACTOAINErO OT3bIBA), MAacmopTy coenudadsbHoctd 14.01.08 —
Iexuatpus (m.m. 3 1 5), 4TO ABNAETCSA OCHOBAHUEM IS IPUCYXIeHHs [IOHHUKOBY
Makcumy FOpreBuuy yuéHoil cTeneHn KaHauaaTa MeJUIMHCKUX HAyK [0 Hay4yHOH
cneumransHocTd 14.01.08 — Ieauarpusi.

Huccepranus obcyxknanach Ha 3acemaHud Kadeapsl OETCKUX Oose3Hel c
kypcom IIO, mporoxon Ne3 ot 16.11. 2020 r. (mpexncenarens — A.M.H., Ipod.
Wnbenkosa H.A.). B ob6cyxneHun NpuHsIM ydacThe | JOKTOpPOB, 8 KaHAUAATOB
Hayk 1o crneunanbHoCT 14.01.08 — Ilennatpus. IlpencraBieHHoe 3aKIOYEHHE O
aucceptauud M.IO. JIoHHUKOBa IPUHATO €AUHOIIACHBIM PEIIEHHEM.

3aBeayromas kadenpoii JETCKUX
Oonesneit ¢ kypcom II0 ®I'GOY BO
KpacITMV wum. mnpod. B.®D. Boiino-
Scenenxoro MunsnpaBa Poccun moktop
MeIMIMHCKHX Hayk (14.01.08; 14.01.25),
npodeccop

NnbenkoBa Hatanbss AmHaTo/IbeBHA

« 6y s (&»F%/EVY 2020 r.

ITonnucek npod. Mneenkosoiit H.A.
«3ABEPAIO»

HauanbHuk ynpaBnenust Kaapos

OI'bOY BO KpacI'MVY um. mpod.

B.®. BoiiHo-fcenenxoro Munsapasa Poccun
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