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OBIIASA XAPAKTEPUCTUKA PABOTHBI

MyxkoBuciuao3 (MB) — caMoe wyacTtoe ayTOCOMHO-PEIECCMBHOE 3a00JieBaHUE
yenoseka [E.M. Konnpareesa, H.W. Kanpanos, 2018; C.A. Kpacosckuii u coasrt., 2019]. C
pacrmipoctpanenreM HeoHatanbHoro ckpunuHra (HC) pmarHoctuka MB  cranoButcs
npecumnToMatuueckoii [P.M. Farrell et al., 2017], uro Bo MHOroM oOmpeacisIeT paHHEe
Hayajo Tepanuu, IPEeAyNpekaacT Pa3BUTHE TSKEIBIX OCIOKHEHUN W YIy4YIIaeT MPOTHO3
[G. Tridello et al., 2018]. Oano¥t u3 akTyaabHbIX MpodiieM HC cunMTaeTcsi BBICOKOE YHUCIIO
JIO’KHOTIOIOXKUTENbHBIX pe3ysibTatoB [3.A. Kycosa, 2011; B.L. Therell et al., 2012], uto
ornpezenseT HeOOXOAUMOCTh COBEPIICHCTBOBAHMS MOJIXOJ0B K oleHke pesyibTatoB HC.
[Tporpecc B KJIMHUKO-TA0OPAaTOPHBIX W TeHeTHueckux TexHojorusx [M. Le Gallo et al.,
2017]  oOecreunBaeTr  (OpMHpOBaHHME M  HAKOIUIGHHE  CICIHATM3UPOBAHHBIX
MEXIYHApOJIHBIX 0a3  JaHHBIX, COJEpPXKAIIUX TEHETHUYECKYl0, (PEHOTHUIMUYECKYIO,
knuHnueckyro uHdopmaimio o MB [P.R. Sosnay et al., 2017]. Co3nanue HallMOHAIbHBIX
peructpoB nanueHtoB ¢ MB [E.W. KonnpareeBa, H.A. UnvenkoBa u coast., 2018] umeer
BAXHOE TMPAKTUYECKOE 3HAUYCHHE B YIYUYIIEHWH OPraHU3alUH CHEIUATU3UPOBAHHOM
nomomm mpu MB [M.K. Ameposa, 2012; H.M. Kanpanos, 2014; E.b. [laBnunoBa, 2018].
Hcnons3oBaHue HOBBIX MpeMapaToB TapreTHOM Tepanuu MB TpebyeT TOUHOTO U OBICTPOTO
onpenencuus myraimii B reie CFTR [E.U. Konapareesa, 2018; M. Harutyunyan M et al.,
2018]. B ¢Bsi3u ¢ 3TUM aKTyaJbHBIMH SIBJISFOTCS BOMPOCHI T€HHOM JMATHOCTHKH C LIEJIBIO
ITaHupoBaHus Oonee aaekBaTHoro Jyedenus [G. Cabrini, 2019]. B Hactosiee Bpems
usBecTHo Oonee 2 000 myraumii rera CFTR [H.B. IlerpoBa u coasrt., 2019], npudem ux
CHEKTPhl 00JIAZJAIOT BBIPAKEHHON MOMYJISIMOHHON CIEeUU(DUUHOCTBIO, YTO 3aTPyJHSET
reHHyro nuarHoctuky MB B rereporennsix nonynisiuusix [H.B. IlerpoBa u coast., 2019],
TUITUYHBIM TPUMEPOM KOTOPBIX siBisieTcst Hacenenne XMAO-FOrpsbl.

Crenenpb pa3padoOTaAHHOCTH TEMbI

3Hanue snuAeMuorIorud MB BakHO 171 pallMOHAJIBHOTO IUIAHUPOBAHUSI PECypCOB
3[PAaBOOXPAHEHUS 10 OKA3aHMIO MEIMIIMHCKOM TOMOIIM MaleHTaM Ha KOHKPETHOMN
tepputopun [A.D. Jackson et al., 2018]. Hayunoe o0oOmieHHe >3MHIEMHOIOTHYCCKUX
nanabix o MB y neteit B XMAO-HOrpe otcyrctByeT. C Havana nipoBenenuss HC Bpaun
KypupytoT a8e rpymibl manueHToB — ¢ HC u 6e3 HC. Pannss aquarnoctuka MB Ha ocHOBe
maccoBoro BHenapenuss HC He MokeT He OTpa3uThCsi Ha OCOOEHHOCTSIX TEUEHHUs
3a00/ieBaHMUsT M TMOAXO0Jax K €ro Tepanuu. B nurepaType OTCYTCTBYIOT JaHHBIE O
CpPaBHHUTEIILHOM aHau3e Takux ocodennocreit B rpymnmnax ¢ HC u 6e3 HC.

B P® wucnons3yercs mporokon HC B Buie ABYKpPaTHOrO OIpPEECICHUS YpPOBHEM
ummyHopeaktuBHoro tpurnicuHorena (MPT) [3.A. Kycosa, 2011]. B P® y 1
HOBOPOXJIEHHOTO u3 100 - 200 perucTpupyercs TTOBBIIICHHBIN YPOBEHb
MMMYHOPEaKTUBHOTO TPHUIICMHOTEHAa C BBICOKUM YPOBHEM  JIOKHOIOJIOKHUTEIbHBIX
pesynbratoB [C.A. Kpacockuit u coaBt., 2019]. Jlanusie 06 sddextuBnoctu HC B
XMAO-HOrpe oTcyTcTBYIOT. B pyCCKOSI3bIYHONW HAay4YHOW JUTEpaType MPUBEIACHBI TOJIBKO
npaktudyeckue pesynpratet HC MB 06e3 o0O0CyXIeHHs TOIXOJIOB, MO3BOJISIFOIINX
ONTUMU3UPOBATH o0menpuHAThI nmpoTokoin oneHkn HC [3.A. Kycosa, 2011], nanpumep, B
BOIPOCE MCIOJIb30BAHMS JIOKAJIBHBIX peepEeHCHBIX BEJIUYHUH U MOPOToBhIX ypoBHel UPT.

Heo0xoMMOCTh TMOCTAaHOBKM TIOJHOTO TE€HETHYECKOro JuarHo3a OTrpaHUYHBACTCS
BO3MOXHOCTSIMH JTa0OpaTOpHil Ha MecTaX, 4TO OINpeAelisieT HeoOXOIUMOCTh BHEIAPEHUS
JOCTYITHOTO JUIsl PETMOHANIBHBIX YCJIOBUN METO/Ia T€HHOM MUArHOCTHKU. TaKOBBIM MOXKET
ObITh aHaNW3 KPUBBIX IIABJICHUS BBICOKOTO paspemenus (anri. high resolution melting
analysis, HRMA) Ha nepBoM 3tarne renHoi auarnoctukun MB [M.P. Audrezet et al., 2008;
P. Krenkova et al., 2009], onnako B P® on He BHEAPEH B IPAKTHUKY .
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Heab uccaenoBanus

IloBbIIEHME KauecTBA OKa3aHUS MEIULIMHCKOM ITOMOIIM JETSIM ¢ MyKOBUCIMIO30M Ha
OCHOBE MCCIIEJOBaHUSI OCOOEHHOCTEW TeueHUs OOJe3HH B YCIOBHAX MAacCOBOIO
HEOHATAJIbHOTO CKPUHUHIA M ONTHMHU3ALMM pPAHHEW JIMarHOCTUKM 3a00JeBaHUs Ha
PErMOHAIBHOM YPOBHE.

3agaum ucciae 0BaHuA

1. HccnenoBaTh 3MHUIEMUOJIOTMYECKHE OCOOEHHOCTH MYKOBUCIHUAO3a y JeTed Ha
tepputopurn XMAO-IOrpsl 10 TaHHBIM PETHOHATBFHOTO peructpa 3a mepuox 2012 - 2018
I.T.

2. llpencraButh KIMHUYECKUN aHAIW3 KOTOPTHI MAlMEHTOB C MYKOBHCIIMAO30M B
XMAO-IOrpe no 1aHHBIM peructpa B AuHamMuke 3a rnepuon ¢ 2012 mo 2018 r.r. B ycnoBusix
MaccOBOT'0 BHEAPEHUSI HEOHATAIbHOTO CKPUHUHTA 3TOTO 3a00JIeBaHUS.

3. HccnenoBarh KIMHUYECKHE OCOOCHHOCTH TEUYEHMs] MYKOBHUCIIMA03a y JEeTe mpu
paHHel 1uarHocTrke 3a001eBaHusl HA OCHOBE BHEJPEHUS €r0 HEOHATAIbHOT'O CKPUHUHTA.

4. YCOBEpIIEHCTBOBATh OLIEHKY pE3yJbTAaTOB HEOHATaJIbHOI'O CKPUHUHIA HAa OCHOBE
pa3paboTKM MeToJa «IJIABAIIKUX» pePEepeHCHBIX 3HAYCHUH HMMYHOPEaKTUBHOIO
TPUIICHHOTE€HA B MOMYJSIITUU HOBOPOXKAEHHBIX XMAO-IOrphl u oneHuTh 3 PEeKTUBHOCTD
MeToJa.

5. Ouenutb 3pGEeKTUBHOCTh BHEAPEHUS METO/A «aHajdu3a KPUBBIX IUJIaBJICHUS» Ha
IIEPBOM JTalle MOJEKYIIPHO-TEHETUYECKOW JUAarHOCTUKM MYKOBUCLHJIO3a Yy JETEH B
YCJIOBUSIX PETHOHAIBHON MEAUKO-TEHETUYECKOW KOHCYJbTAIUU U MPEACTABUTH CTPYKTYPY
TeHHBIX MyTallui B MOMYJSUU O0bHBIX HAa Tepputopun XMAO-IOrpsi.

IHonoxeHnnsi, BBIHOCMMBbIEC HA 3ALLUTY

1. MHorosieTHUIl aHaJIM3 PETHMOHAJIBHOIO pErHcTpa ManuueHToB ¢ MB mno3BossieT
YCTaHOBUTH AMUAEMHUOJIOTHYECKHE U KIMHUYECKHEe 0COOEHHOCTH 3a00JIeBaHUS B JUHAMUKE
B yci0BUsIX MaccoBoro BHenpenus HC.

2. Pannss guarHoctuka MB Ha OCHOBE BHEApPEHMsS HEOHATaJIbHOTO CKPUHHMHIA U
CBOCBPEMEHHO Hauaras Oa3ucHas Tepamusi ONpPENeNsIOT KIMHUYECKUH maToMopdo3
3a00JIeBaHUsI, XapaKTepU3yomuicsa Oosee 6JaronpusITHHIM TeYeHHEM OOJIE3HH.

3. Pa3pabGorka pervoHanbHBIX pedepeHCHBIX 3HAYCHHH HWMMYHOPEAKTHUBHOTO
TPUIICUHOT€HA HA OCHOBE METOJIa OINPEACIICHHS €r0 «IUIaBaIOIIEro» MOpPOoroBOro YpoBHS U
BHEJIDEHUWE METO/la aHalu3a KPUBBIX IUIABJICHHUS HA IIEPBOM JTale MOJEKYISIPHO-
T€HETUYECKOM  JIMarHOCTUKM  MYKOBHCIMJ03a  IO3BOJISIIOT  IMOBBICUTH  Kadye€CTBO
HEOHATAJILHOTO CKPUHUHTA U 00ECIEeUUTh TMOJHYI0 TeHHYIO JHUAarHOCTUKY B aOCOJIIOTHOM
OOJIBIIMHCTBE CIIy4aeB B PErHOHATBHBIX YCIOBUSX.

Hay4ynasi HoBU3HA padoThI

YcTaHOBIIEHBI dnUAeMHoNIorndeckue ocobenHoct MB Ha Teppuropun XMAO-
Orps1. JlokazaHo, 4To BeICOKas pacnpocTpaHéHHOCTh MB y nmereii cBsizana ¢ 3¢dexrom
«HAKOTUIEHUSD OOJIbHBIX HAa (DOHE BBHICOKOTO YPOBHS POXKIAEMOCTH, YCTAHOBJICHBI TIPSIMbIE
CBSI3M MEXKJy pacupoCTpaHEHHOCThIO MB, ypoBHEM pOXIAEMOCTH U YJEIbHBIM BECOM
JIETCKOTO HACEJICHUsI B OOLIEH MOMyJISIIH.

YcTaHOBIIEHO, UTO KOropTa JeTel ¢ MyKOBUCLK1030M Ha TeppuTopun XMAO-HOrpel
XapaKTepU3yeTcsi pocTOM aOCOJIOTHOTO 4YHcia OOJBHBIX, YAEIHHOIO Beca MAllMEHTOB C
HEOHATAJIbHBIM CKPUHUHIOM U CTATUCTUYECKU 3HAYMMBIM YBEJIMYEHHUEM CPEIHETO BO3pacTa
MAIMEeHTOB 3a MEPHUOJA BEACHHS PErHOHAIbHOro peructpa. KimHudeckne ocoOEHHOCTH
TEUEHUS MYKOBHCIIMI03a OMPECISIOTCS COUYETAHHBIM BIIUSHUEM JBYX (akTopoB —
BO3pacTa peO&HKa MPH MOCTAHOBKE TUATHO3a U JUIUTEILHOCTHIO 3a00JICBaHU.



YCTaHOBIIEHO, 4YTO paHHSA JUArHOCTHMKAa HAa OCHOBE BHEIPEHUS MacCOBOTO
HEOHATAJIbHOTO CKPUHUHIA U CBOEBPEMEHHO HayaTas Oa3ucHasl Teparus MyKOBHUCLHI03a
CIOCOOCTBYIOT O0Jjiee OJIaronpusiTHOMY TE€UCHHIO 3a00JI€BaHUS.

YcranoBiensl  uyBcTBHTEIbHOCTH  (100,0 %) w  cmemuduunocts (98,1 %)
HEOHATaJbHOTO CKPUHMHIra MyKoBHcuuao3a Ha teppuropun XMAO-IOrpel npu
MCIOJIb30BAaHUM CTAaHAAPTHBIX MOPOTOBBIX 3HAYEHHH MMMYHOPEAKTUBHOI'O TPUIICHHOIC€HA,
PEKOMEHI0BAHHBIX U3TOTOBUTEIIEM PEAKTUBOB JJIsL TAHHOI'O HCCIICTOBAHUS.

VYCTaHOBJIEHBl ~ pervoHalbHbIE  IOPOTOBbIE  3HAYEHUS  MMMYHOPEAKTUBHOTO
TPUIICMHOT€HA Ui MNONyJsiquu  HOBOpOXAEHHBIX aAeteil XMAO-IOrpsr Ha ocHOBe
pa3paboTKN METO/a «IUIaBAIOUINX» pePepeHCHbIX ero 3HaueHu. [lokazaHo, 4To BHeApeHue
pa3paboTaHHOTO METO/a MO3BOJISIET MOBBICUTH CNIEU(PUYHOCTh HEOHATAJIHbHOTO CKPUHUHTA
10 99,6 % u COXpaHUTh €ro YyBCTBUTENBHOCTH Ha ypoBHe 100 %.

Bnepsoie B Poccuiickoit ®enepauuu ycraHoBieHbsl crneuuguuHocts (100 %) u
qyBCTBUTENBHOCTL (97,3 %) MeToja aHanu3a KPUBBIX IUJIABJICHHWS Ha TEPBOM IJTare
MOJIEKYJIIPHO-TEHETUYECKOW  AuarHoctuku MB. Merogq He 1MO3BOJSET  BBISIBUTH
MPOTSKEHHBIE TeTEPO3UTOTHBIE JCNICUU/UHCEPIUU U CIOXKHBIE nepecTpoiiku B rene CFTR,
4T0 TpeOyeT npoBeaeHust metoauku MLPA.

BrnepBrie ycraHoBieHa cTpykTrypa myTtanuii B rene CFTR B momynisiiuu manueHToB ¢
3TUM 3a00JI€BaHUEM B PErHOHANBHBIX YCI0BHIX XMAO-FOrpsl.

Teopernyeckasi M NPaKTHYeCKAsl 3HAYMMOCTb PadOThI

OnpeneneHsl OCHOBHBIE MPOSBICHUS KIMHUYECKoro nmatomopdoza MB y nereit mpu
CBOEBPEMEHHO HayaToil 0a3uMCHOI Tepamnuu B YCIOBHUSIX PaHHEHW AUArHOCTHKHU 3a00J1eBaHUS
Ha OCHOBE MaccoBoro BHeApeHnus ero HC.

VYcraHoBneHHble  pernoHanbHble  and XMAO-IOrpel  3nuIeMHONIOTHYECKHE
nokazaren npu MB Moryr ObITh HCHONB30BaHBl MpPU IJIAHUPOBAHUHU PECYpPCOB
3/IpaBOOXPAHEHUS ISl OKa3aHUSI MEAUIIMHCKOM MOMOIIM 3TOMY KOHTUHT€HTY OOJIbHBIX.

YcTaHOBIIEHHBIE KIIMHUYECKHE 0COOEHHOCTH TeueHuss MB B rpymnmnax gereit ¢ paHHei
nuarHoctukoil 3adonesanus Ha ocHoBe HC um 0e3 HC c¢ Oosee mo3mHENd MOCTAHOBKOI
JIMarHo3a OMPEeeNISIIOT HE00X0IUMOCTh AU PEepeHIInPOBAHHOTO MOIX0AA MPU OpraHU3alUuN
ne4eOHO-MTPOPMIAKTUUECKIX MEPOIIPUSTUHN NaIllUeHTaM.

Hcnonb3oBanue pa3pabOTaHHOTO METOJla «IUIABAIONINX» pedepeHCHBIX 3HAYEHUMN
UMMYHOPEAKTUBHOTO TPUIICHHOT€HA MIO3BOJISIET YMEHBIINUTD KOJIMYECTBO
JI0’KHOIIOJIOKUTENIbHBIX PE3YyJIbTaTOB M COKPAaTUTh TEM CaMbIM 3aTpaThl Ha JalibHEiIee
oOcieoBaHME Ha MYKOBHCIIHI03 (TOTOBBIN TECT, MOJIEKYJISIPHASI AMATHOCTHUKA), BHEJPEHUE
METOJa aHajiu3a KPUBBIX IUIABJIECHHS Ha NEPBOM JTale€ MOJEKYIIPHO-TEHETHUECKOU
JUArHOCTHKU II03BOJISIET COKpPaTUTh BpeMsl M MaTepHalbHbIE 3aTpaThl Ha IPOBEICHHE
UCCIIeIOBaHUsI M B OOJIBIIMHCTBE CIIy4aeB YCTaHOBUTh Tun MmyTtanuu B reHe CFTR B
1abopaTopuM peruoHaILHOTO YPOBHSI.

Cas3b padoThI C HAYyYHBIMHU NIPOrPAMMaMHU

Hacrosmee nccienoBaHne NpoBOAWIIOCh B paMKax peaju3aldd I'OCyJapCTBEHHOIO
3aaHNS «I'eHeTnyeckue ACIIEKTBI MIPEIUKTUBHOM, IIPEBEHTUBHOMN 51
NMepCOHN(DUIIMPOBAHHOW  MEIUIIMHBI  HACJEICTBEHHBIX M  BO3PAaCT-aCCOLMHUPOBAHHBIX
3a0oneBanuii y denoeka Ha CeBepe» (pyKoBOAHMTENb — JA.M.H., ipod. B.B. Memepsikon).
UccnenoBanust OblTM  OOOPEHBI  JIOKAIbHBIM 3THYECKUM KOMUTETOM CypryTckoro
roCy/apCTBEHHOI'O YHUBEPCUTETA.

CoorBercTBHE PadoTHI NACNOPTY CHENUATBHOCTH

B nmuccepranmonHoit pabote ObLIM ONMpEaesIeHbl KIMHUYECKHE OCOOCHHOCTH TEUCHHUS

MB 1npu paHHEll ero JAMAarHocTMKE Ha OCHOBe MaccoBoro BHeapeHus HC,
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YCOBEpIIEHCTBOBaHA  WHTepnperanuss pe3yapraroB HC u  mpoBegeHa — oLieHKa
3¢ (HEKTUBHOCTH BHEIPEHHS METOJA aHaJu3a KPUBBIX IUIABJICHUS HA IIEPBOM 3Tare FeHHOU
auarHocTuki MB B pervoHanbpHBIX  yCIIOBUSIX, 4YTO COOTBETCTBYET HACHOPTY
cnermasibHocTH 14.01.08 — memuatpus (1. 3 — QU3MOIIOTHS W TATOJIOTHS JIETEH Teproa
HOBOPOXKJIEHHOCTH, PAHHEr0, JOIIKOJBHOIO M IIKOJBHOIO BO3pacTa; M5 — KIMHHKA,
JIMAarHOCTHKA U JIeUeHUE BPOKAEHHBIX U HACIEACTBEHHBIX OONE3HEN).

Anpobdanusi padoTbl

OcHOBHBIE pe3ysbTaThl paboOThl ObUIM MpEICTaBICHbl B BHAE JOKIAJIOB MU
omyOnukoBansl B Buae Tte3ucoB Ha Xll, Xlll, XIV HauuonanbHbIXx KOHIpeccax
«AKTyanpHble TpoOneMbl MykoBHcHHa03a» (MockBa, 22-24 anpens 2015 r., Ceprues
[Tocan, 27-28 ampens 2017 r., KpacHospck, 25-26 anpens 2019 r.); ma VII Konrpecce
neauatpoB ctpad CHI™ “Pebenok u oOuiecTBo: mpoOsIeMbl 310pOBbsI, Pa3BUTUSL U TUTAHUS
(Coun, 23-24 oxta6ps 2015 r1.); wa XVI, XVII HanuoHaneHbIX KOHIpeccax
«/IHHOBAlIMOHHBIE TEXHOJOIMM B MeauaTpuM U JeTckod xupyprum» (Mocksa, 24-26
okTs10ps 2017 1.; 22-24 oxtsa6psa 2019 r.); na XX, XXI Konrpeccax nenuatrpos Poccun ¢
MEXIYHApOJHBIM Yy4yacTHEM «AKTyallbHble mpoOnemsl mneauatpun» (Mocksa, 16-18
¢depans 2018 r., 15-17 despans 2019 r.); Ha 41-if koHpepenunn EBponeiickoro obmecra
mo mykoucuuao3y (European Cystic Fibrosis Society, ECFS; benrpaa (Cep6us); 06-10
utons 2018 r.); wa II, II, IV Bcepoccuiickux HayyHO-IPaKTUYECKUX KOH(EPEHIIMIX
«DyHaaMeHTanbHble U MPUKIAaTHbIe MPOOIEMBbI 3J0POBhECOCPEKEHHS YEIOBEKA Ha CEBEPE»
(Cypryt, 21 oxtsa6ps 2017 1., 20-21 oktsa6ps 2018 r., 25 oktsa6ps 2019 r.); Ha 52-i
koHdpepeniuu EBpomneiickoro obiiectBa reneruku denoeka (European Society of Human
Genetics, ESHG), r. Crokronsm (I1IBerust), 15-18 urons 2019 r.

JIMYHBIN BKJIAJ aBTOpPa

Tema nuccepranoHHONW pabOThl BbIOpaHA COMCKATEIEM COBMECTHO C HAyYHbBIM
pyKoBoAuTENEM. ABTOp aHAJIM3UPOBAI JUTEPATYPHBbIE UCTOYHUKHU MO TEME AMCCEPTALMH.
JInuHoe ywacTHe aBTOpa 3aKiIYalioch B HaOope MaTepualia: BBIKOMUPOBKA JAaHHBIX W3
y4ETHOM MEAUIIMHCKOM JOKyMEHTaluu (KypHaJIbl pPETUCTpAllMM AaHaU30B U UX
pesynbratoB Ha HC — yuetHas dopma Ne250/y; menuko-reHeTnyeckas kKapra O0JIbHOTO —
yuérHas gopma 003/y), auHamuueckoe HaOIOJIEHUE 33 JIEThbMHU, BKIIFOUEHHBIMH B TPYIIIIbI
UCCIICIOBAaHUS, C TMPOBEACHHEM KIMHHUYECKOTO0 M HWHTeprpeTanueil (QyHKIHOHAIBHOTO,
OMOXMMHYECKOTO U MOJIEKYJISIPHO-TEHETHUECKOT0 00CIe0BAHMUS.

ABTOp BIaJeeT METOJMKAMHU, KOTOpPHIE UCIOJb30BAIUCh B  HCCIEIOBAHUU:
OMOXMMHYECKHI HeOoHaTalbHbI ckpuHUHT, HRM-ananu3, cekBeHupoBanue mo CoHrepy.
JluccepTaHT CcaMOCTOATENbHO TMPOBOAWI UX U aHAJIM3UPOBAN pPe3yibTaThl. ABTOD
CaMOCTOSITEIHLHO MPOBET MaTEMaTHYECKYI0 00pabOTKy MaTepuaina, Hamucal JAUCCEPTAIUIo
W TOAroTOBWJ aBTOopedepar. Jlojs JMYHOTO ydYacTHs COHCKATEeNss B COBMECTHBIX
nyOnukanusax npessimaet 90%.

Peasmm3anus pe3yJibTaTOB MCC/IEI0BAHUA

Pe3ynbraThl HAay4HOTO HCCIIEJOBAHUS BHEIPEHbI B MPAKTUKY pabOThl MEIUKO-
reHeTuyecko koHcynapTauun bBY  XMAO-IOrpsl  «OKpyX HOW  KapauOJIOTHYECKUN
mucnancep «LleHTp TMarHOCTHKU U CEepAEYHO-COCYIUCTON xupyprum» (628416, r. Cypryr,
np. Jlenuna, 69/1) u B y4eOHBbI mporiecc Ha Kadenpe METCKUX OOJIe3HEH METUITMHCKOTO
uncturyta bY BO «CypryTckuii rocyaapcTBeHHbIil yHuBepcurer» (628412, r. Cypryr, mp.
Jlenuna, 1).

IMyoankanun

[To Teme mucceprauuu omyOIMKOBaHO 18 meuyaTHBIX paboOT, B TOM yucie 4 cTaThu B

KypHanax, pekomMeHaoBaHHbIX BAK P® nna myOnukauumm MarepuanoB IOKTOPCKHUX U
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KaHJIUIATCKUX NUCCEPTAIHi, 5 cTareid B W3MaHuax 0a3bl JaHHBIX SCOPUS. [lomydeHo omHO
CunerensctBo PO Ha nporpammy 9BM.
CTpykTypa u 00beM padoThl

Juccepranus HanmucaHa B TPAJULIHOHHOM CTHJIE U COCTOMT W3 TUTYJBHOIO JIUCTA,
OTJIaBJICHUS, BBEACHHUS, 0030pa JUTEpaTyphl, TJIaBbl, TOCBAILICHHOW MarepuaiaM H
METOJIaM, MCIIOJb3YEMBIM B XOJE HUCCIEIOBAHUS; TPETHEH, YETBEPTOM W MATOM TJIaB, B
KOTOPBIX TMPEACTaBIEHbI COOCTBEHHO pE3yibTaThl AWCCEPTAIMHM; IIECTON TIJIABHI,
comepxamieil  00CyXXJIeHHE TIOJyYEHHBIX pPE3yJbTaTOB, BBIBOJABI W IMPAKTUUYECKUE
pexkoMenanuu. B xoHIe paboThl HAXOAUTCS CIIUCOK COKpAIleHUu U mpuioxenue. OO0mmit
00BEM JUCCEPTAMOHHOIO HCCIEOBaHMS cocTaBisgeT 134 cTpaHUIbl MAallMHOMHCHOIO
TeKkcTa. B cnicke nureparypel aBTOp NMpoaHaIUM3upoBai 237 HaydHbIX UCTOYHUKOB, 185 n3
KOTOpPBIX — HWHOCTPAHHBIX aBTOPOB. MmrocTpaTWBHBIA MaTepuan AUCCEPTALMOHHOTO
uccneoBanus BritoyaeT 13 tabmaui u 18 pucyHkKoB.

COILEPKAHUE PABOTHI
MatepuaJn, MeToAbI M IU3AHH HcCIeJ0BAHUS

PaGora BrimonHeHa Ha kadenpe AeTckux Oone3Hel (3aBenyromuii— a.M.H., npod. B.B.
MeriepskoB) MEAMIMHCKOTO HWHCTUTYTa (IupekTop — [louéTHblii pabOTHUK BBICIIETO
npodeccuonanbHoro obpazoBanuss P®, nm.H., mnpod. JL.B. Kosanenko) BY BO
«CypryTckuii rocy1apcTBeHHbI YHUBEpCUTET» (pekTop — 3acia. Yuutens PO, n.m.H., mpod.
C.M. Kocenok). Habop marepuana ocyliecTBIISIJICS B MEIMKO-T€HETUUECKON KOHCYJIbTallUU
BY XMAO-HOrpsl «OxpyXHOW Kapauoiaorudyeckuil gucnancep «lIeHTp JuarHoCTHKUA U
CEpJIEYHO-COCYUCTON  Xupypruw» (. Bpad — K.M.H., pon. W.A. VYpsaniesa),
neauatpuueckom otaeneHun Ne 2 BY «CypryTckas KIMHUYECKasi ropoJickas OOJIbHUIIA»
(rm. Bpau — k.M.H. M.C. KypnocukoB), B BY «HwmwxkHeBapTOBCKas OKpy»XHas IETCKas
KIIMHAYecKas 6oapHUIa» (TaBHbIM Bpad — O.P. FOngames).

Hacrosimee uccienoBanue siBisieTcs NpukiaaHbiM. VcciaenoBanue BKIIOYAIO 00IMe
METOJIbl SMIUPHUUECKOTO UCCieoBaHus (HaOI0IeHIe, OMUcaHle, U3MEpeHre, CpaBHEHHE),
creluaibHble (KJIMHUYECKHe, JiabopaTopHble, (QYHKIMOHAIBHBIE) M CTAaTHCTUYECKUE
MeTonbl. OpraHu3anusi HCCIEAOBAaHUSA IMPOBEJIEHA B COOTBETCTBUU C TpeOOBaHUSMU
KJIMHUYECKOW  AMHUAEMHOJOTMM  KaK  COCTaBIJISIONICH  JOKa3aTEJIbHOW  MEAMIIMHBI.
UccnenoBanue mposeneHo B 3 stana. Ju3aiiH ucciaenoBanus MpecTaBieH Ha puc. 1.

Ha mepBom sTame /it pemieHus MepBbIX TPEX 3a/lad HACTOSIIEH paboThl MPOBEICHO
CIUIOITHOE  KOTOPTHOE  PETPOCNEKTUBHOE  HCCIEAOBAaHME —  aHajJu3  KIHMHHUKO-
AMUJAEMUOJIOTHYECKUX Noka3areneit MB Ha tepputopun XMAO-IOrps! 3a nepuoj BeeHus
peructpa 3adoneBanus (2012-18 r.r.). Kpurepuem BKIIOUCHHS SBHINCH BCE CIIydau
ycTaHoBjieHHOro auarHoza MB B 2012-18 r.r., Bomieammue B PErMOHAIBHBINA PETUCT.
OnenuBanach  JWHaMHUKa  3a00J€BAa€MOCTH,  PACHpPOCTPAaHEHHOCTH,  CMEpPTHOCTH,
CPETHEMHOTOJICTHHE YPOBHHM JTHUX TOKa3aTene W ux mnpupocT (yObuib), IWHAMUKA
T€HJIEPHO-BO3PACTHOW CTPYKTYpPBI, CPEIHEro BO3pacTa MAlMEHTOB M CPEJHEr0 BO3pacTa
noctaHoBkU nauarHo3za ¢ 2012 mo 2018 r.r. AHanu3y noJBEpraiuch TakXKe KIMHUKO-
nabopatopHbie U (PYHKIIMOHATIBHBIE MTapaMeTpPhl ABYX TPYII HaOmwoaeHus — aerei ¢ MB ¢
HC u 6e3 Hero. B cBsA3u ¢ 0oueBHIHBIM BIMSHHUEM CTaka 3a00JI€BaHHS HA €r0 TEUCHHE,
Oonee crapmmM Bo3pacToM jereil 6e3 HC, mo cpaBHEHHIO C €ro HaJH4uueM, B PETUCTpe
2018 roma, mpoBeneHa CTaHAAPTU3ALMS TPYINI CpPaBHEHUS MO BO3pacTy. MUHUMAaIbHBIN
BO3pacT B rpynmnax Obut onpeaenén no rpymme 6e3 HC: B 2012 r. (mepBblif TO BeneHuUs
perucrpa) caMmbIMi MJIQAIIUMU ObLITH OOJIBHBIC, POKAEHHBIE B 1epBoi osoBuHe 2006 rona,
Bo3pacT Kotopblx B 2012 romy cocraBun 6 ner. MakcHMMalbHBIM BO3pacT B Ipymnmnax
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cpaBHeHUsI Obul BbIOpaH mo koropte aeret ¢ MB ¢ HC: B 2018 roay makcumanbHBIM
Bo3pacT 12 ner umenu netu ¢ MB, poxnénnbsie Bo Bropoi nosioBune 2006 roaa (Hayaio
HC). Ucxons u3 atoro npuniuna B rpynmy neteit ¢ MB 6e3 HC Bonwmu 11 manuenTos 6-12
net (natsl poxaenus: 01.01.2000 — 31.05.2006) u3 peructpa 2012 rona, B rpynny ¢ HC —
16 nereit Toro xe Bo3pacta (matel poxkaenus: 01.06.2006 — 31.12.2012) u3 peructpa 2018
rojga. AHaNM3UPOBAIUCH KIMHUYECKHE, JTAOOpaTOpHblE M (PYHKIIMOHAJIbHBIE IOKa3aTeln
OOJIbHBIX, MOJTYYEHHBbIE NMYTEM BBIKONMPOBKHM JaHHBIX U3 peructpa 2012 m 2018 ror. u
HCTOpH O0JIE3HEH MAIlUEHTOB.

Ha BTopom srtane mns pemeHns 4-i 3aja4v IPOBEACHO CIUIONIHOE PETPOCHEKTUBHO-
MPOCIIEKTUBHOE KOTOPTHOE UCCIIE0BAaHKE, B KOTOpOE Ha 3Tane oueHku 3gpdexruBHocty HC
MB u onpenenenns III1Y MPT Brnrodannuch pe3ysbTaTsl BCEX HOBOPOXKICHHBIX JIETEH Ha
tepputopud XMAO-IOrpsi ¢ 2006 o 2017 rr. (peTpocnekTuBHAas 4acTh) U pe3yibTatel HC
MB 3a 2018-2019 rr. (mpoBepOYHBI 3Tall UCCIECIOBAHMS, MPOCIIEKTUBHAS YaCTh). YPOBHHU
NPT u3mepsinu ¢ nomoibto kommepueckux Habopos AutoDelfia/Delfia Neonatal IRT kits
(Perkin-Elmer, ®unnsaaus). Crartuctuyeckas o0paOoTka HaHHBIX (TOJCYET 4HMCIIa
JIO’KHOTIOJIOKUTENBHBIX PE3YJbTAaTOB, OOIIEr0 KOJMWYECTBA HCCIIEIOBAHUM 3a KaKIbIi
HCCeyeMblid MPOMEXKYTOK BpeMeHH) poBouiiack B mporpamme MS Office Excel. Pacuer
nmnaBaroniero moporooro ypoHsa (IIIIY) nwa ypoBHe 99,5 mnpouenTuns it Bcex
noATBepkaeHHBIX ¢ nmoMoniplo HC caydaee MB B XMAO-HOrpe (n=32, nepuon 2006 —
2017 rr.) mpoBoauics ¢ ucnonb3oBanuem mporpammbl fIIRT (floating level of IRT),
paspabotanHoii coBmecTHO ¢ IT-cnenuanucramu bY BO «Cyprytckuil rocyaapcTBEeHHBIH
yHUBepcUTeT». BOo BpeMs IMpOCHEeKTHBHOro 3Tama uccienoBanus pesyinbratoB HC MB B
nepuon 2018-2019 rr. ucnonp3oBaii B CpaBHEHMH 00a MOJXOJa — CTaHIAPTHBIA (C
¢uxcupoanubiM [1Y NPT-1 na ypoBue 57,8 Hr/mi) u uHHOBarmoHHBIN (¢ [IITY), npu
KOTOPOM HaroJIHeHHe BhIOOpKH maHHBIX (He MeHee 1 000 obOpasioB ¢ manHbiMu MPT-1)
JUHAMUYHO MEHSUIOCH KaXK/IbId pabouMii IeHb M0 MPUHLIUITY «CKOJB3SIIEr0 OKHA.

Ha Tperbem stame st pemenust S5-i1 3aiauu Ais BepUPHUKAUUKM TPUMEHHUMOCTH
MOCIIEZIOBATENLHO BBIMOJIIHAEMBIX MOJIEKYJISIPHO-TEHETUUECKUX METOJUK (aHalu3 KPUBBIX
iaBsieHus Beicokoro paspemenusi (HRMA) u knaccuueckoe cekBenupoBanue mo CanHrepy)
C UeNbI0 ONTHUMH3AIMU TeHHOW JMAarHOCTUKHU B YCIOBHUSAX PETHOHANBLHON JabopaTopuu
(pacumpeHue crekTpa MyTaiuil) ObUIO IPOBEAEHO CIUIONIHOE KOTrOPTHOE OAHOMOMEHTHOE
ucciaenoBanue 43 KoHTpodbHBIX oOpasmoB renomMHor JIHK (rIHK) c¢ wu3BecTHBIMH
myTanusiMa. B rpynmy Bommm 38 obpasmoB T/IHK, Bwimenennbix u3 o0pasiioB
nepudepuueckoil BEHO3HOW KpOBU MAIMEHTOB C TOJATBEPKIEHHBIM auarnozoM MB u
BBIBJIICHHBIMH MyTanusamMu B rene CFTR, u 5 o6pa3moB r/IHK oT 310poBBIX TOHOPOB.

JI1st mpoBeICHHS PacIIMPEHHON IeHHOM AnarHocTUKU MyTaruii B reHe CFTR ms Bceit
TPYIIIbl TAMEHTOB OKPY>KHOT'O PEruCTpa B KOJIUYECTBE 54 4YENOBEK C MOATBEPKICHHBIM
nuarHo3oM MB  ucrnonb3oBasii  nepuUpEpPUUECKYI0O BEHO3HYIO KpPOBb, OTOOpaHHYIO B
BaKky>TThI ¢ D/TA.

I'enomuyro JIHK Bbimensiim u3 o0pasnoB 1eiabHONM nepudeprudeckoil KpoBU U CYyXHUX
naTeH kpoBu Ha Omankax HC meromom konoHouHo# 3kctpakiuu. [P ¢ mocnemyromum
HRM-anaim3om nmpoBOJHIMCh B COOTBETCTBUH ¢ mpotokoiiom [M.P. Audrezet et al., 2008]
U peKOMeHIanusMu rpousBoautens Habopa it HRM “Precision Melt Supermix” (Bio-
Rad, CIIIA) na tepmormkiepe “CFX96” (Bio-Rad, CIIIA) ¢ ommueit KOHTpOIHPYEMOTO
wiaBnenus.  Jns  oOpabotku  pesynapraroB HRMA  ucmonb3oBanmoch MporpaMMHOE
obecnieuenne “‘Precision Melt Analysis Software” (Bio-Rad, CIIIA). CexBenupoBanme
ornenbHBIX dK30HOB reHa CFTR m MLPA BBIMONHSIM Ha TEHETHMYECKOM aHAIN3aTOpe
“GenomeLab GeXP” (Beckman-Coulter, CIIIA).
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1 3Tan
pPeTPOCHEKTHBHOE
KOTOpPTHOE CILIONIHOE
CPABHHTEILHOE
HCCIeT0BaHHE

2 3Tam
peTpoCIeKTHRHO-
NpOCHEKTHRHOE
KOTOPTHOE CILI0OIIHOE
CPABHHTEJILHOE
HCCIeI0BAHHE

3 3Tan
KOTOpTHOE
CILTOIIHOE

OJHOMOMEHTHOE
HCCIeT0BaHHE

A4

A 4

.

AHATHZ perHcTpa GONBHBIX

¢ MB B XMAO 2012-18 rT.

EIIHHHEO=-
SIHISMHOIOIHISCKAA
XApaKTEePHCTHEA B

PeTpOCIERTHBHAA 14CTh
(283 741 npob),

2006 — 2017 1T.
pezyneTarel HC MB
PacdeT onepallHOHHBIX

BaTHOAITHA 2-X-3TallHOT0
I0AX0a BRIABIEHHA
MyTalHH

B reHe CFTR MeTOoOOM
HEMA —CeKEeHHPOBAHHE

IHHaMHKe Ha (oHe XapaKTepHCTHE (n=43)
eHeapeHHa HC (n=47) (Sp, Se, PPV, NPV)
| Paszpaborka MeToma IIITY L
¢ HIPT-1 H cpaBHHTENEHBIH
aHanH: ¢ PIIY (2006 — CILIonIHAaA reHeTHYecKas
CpasHATeIbHat OLCHKA 2017 IHATrHOCTHKA BCEX CIYIAeE
KJIHHHYIECKOI0 TedeHHA Y IT.) Rk
MB ¢ KOHTpPOJIEM B
CTaHAapPTH3HPOBAHHBIX 110 ¢
tdhenepansHOM

BO3pacTy gered ¢ MB 2-x ¢
TPYIIIL: TEHETHYECKOM LIEHTPE
1-1 rpymma (n=11) 6e3 HC NPOCHEKTHEHAA 9aCTh (n=54)

42 674 1po6),
2. =16) ¢ HC ( o
4 rpymma (n=16) ¢ 2018 — 2019 IT. L

1. DoHgemMHOI0THE MB B

4. Bregpenne IIITY H
CpaBHEHHE €TI0

5. Onenka 3$eKTHBHOCTH
metoga HRMA (Sp, Se,

XMAO 3¢ dexTHBHOCTH ¢ DITY PPV, NPV)
2. Knunm+eckan TIpH npoeeeHHH HC
XapaKTepHCTHKA KOTOPTHI (Sp, Se, PPV, NPV) OmnpeieNeHHe CIPYKTYpHI

GoneHEIX MB 10 JaHHEIM
perscIpa

3. Onenka 3ddeKTHEHOCTH
paHHeH THATHOCTHEH MB

MyTaneH B reHe CFTR v
Beex gereii ¢ MB

Puc. 1. /In3aiin ucciaenoBanusi

Craructuyeckass 00paboTka MaTepuana OCYIIECTBISUIACh C  HCIIOJIb30BAaHUEM
COBPEMEHHBIX  MPHUHIMIIOB  MaTeMaTHYeCKOro  aHajuu3a  MEIUKO-OMOJIOTMYeCKHX
uccienoBanuit [C. ['mann C, 1999] B nunen3nonHoi nmporpamme Statistica 10.0. B cBsizu ¢
HECOOTBETCTBHEM OOJIBITMHCTBA YHCIOBBIX COBOKYITHOCTEH MPUHIIUITY HOPMAIBHOCTH X
pacnpenenenus, B paboTe MNPUMEHSUINCh HEMapaMeTPUYECKUe METOJbl  MEIUKO-
OMOJIOTUYECKOW CTAaTHCTUKH; XapaKTePUCTHKA BAapUAIMOHHOTO psijia MPEACTABISIIACH KaK
Me (Q1-Q3), rme Me — meauana, Ql u Q3 — HWKHHMIA M BEepXHUU (NIEPBBIA M TPETHH)
KBapTUJIU; CTaTUCTUYECKas 3HAUYMMOCTH Pa3jIMuuil MOKa3aTesied, BBIPAKEHHBIX JIOJIEH OT
[eJoro B JIBYX CpaBHHMBAEMbIX TpYIIax HCCIEIOBANIaCh METOJOM  YTIJIIOBOTO
npeoOpazoBanuss Duiiepa; CTaTUCTUYECKAs 3HAYMMOCTh Pa3IMYMi CPETHUX BEIHYMH B
rpynmax  CpaBHEHUS  OIpeaesiiach  METoJoM  MaHHa-YUTHH,  CBSI3M  MEXIY
KOJIMYECTBEHHBIMU TIOKA3aTEJISIMH  YCTAaHABIMBAIM METOJAOM DPAHTOBOW  KOPPEISIUU
Crupmena. Kputudeckoe 3Ha4eHHE YPOBHS CTATUCTHUYECKOW 3HAYMMOCTH TPH TPOBEPKE
HYJIEBBIX TUTIOTE3 MPUHUMANIOCh paBHBIM (,05 BO Bcex ciydasx.

Huarnoctuueckyio a¢pexkrnBHocTh MeToga HRMA u flIRT (floating IRT) onenuBanu
pacdy€ToM OMepalMOHHBIX XaPAaKTEPUCTUK IUArHOCTUYECKOTO TECTa — YYBCTBUTEIHHOCTH
(Se) u cnenuduunoctu (Sp), MPOTHOCTHYECKOW IEHHOCTH mojoxutenpbHoro (PPV) u
orpunarensHoro (NPV) pesynbrara.
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PE3YJIBTATBI UCCJIEJOBAHUA
dnuaemuosorndeckne ocodenHoctu MB y nereiit XMAO-IOrpsl nmo JaHHbIM
PeruoHaJbLHOro perucrpa B nepuop ¢ 2012 mo 2018 r.r.

B Ttabmuue 1 mpeactaBieHbl OCHOBHBIE SMHAEMHOJOTHYECKHE Tokazarenu MB B
XMAO-Orpe 3a 7-netnuit nepuon ¢ 2012 no 2018 r.r. O6pamaer Ha ceOs BHUMaHHE (aKT
3HAUYUTENIbHBIX KOJeOaHU 4acTOThl poxkaeHus aeteit ¢ MB B paspese kaxaoro roga (ot 0,0
B 2014 no 1-ro ciydas Ha 5 560 xuBopoxaéHHbIX B 2012 r.). BeposiTHO, 3TO CBSI3aHO C
OTHOCUTEJIBHO MaJIbIM YHCJIOM HOBOPOXAEHHBIX Ha OTAEIBHO B3STOM TEPPUTOPUU U
PEAKOCTHIO caMoro 3a00seBaHusl.

Tabmumna 1
Omuaemuoaorust MB B XMAO-IOrpe B 2012-2018 r.r.
Toabl Cpenne-
Hoxasaresn 2012 | 2013 | 2014 | 2015 | 2016 | 2017 | 2018 | MUOroACTHHA

T10Ka3aTeJib
Yucno manuenTos ¢ MB 42 42 39 49 54 57 57 48,6
qI/ICHO BHOBB BBISIBJICHHBIX 5 2 O 4 3 3 3 279
clyJaeB
Hucino ymepumx 10 | 00 | 00 | 00 | 00 | 00 | 00 0,14
j;";e“o"“’ HaceneHmA (ThiC. | 4 575 | 1501 | 1605 | 1619 | 1636 | 1651 | 1662 1 620
j;fj)‘o HOBOPOMAIHHEIX (ThIC. 278 | 278 | 27,7 | 269 | 256 | 233 | 23,2 26,0
Pacnpocrpanéumocts na 100 267 | 264 | 243 | 303 | 330 | 345 | 343 3,00
000 nacenenus
3abonesaemocts Ha 100 000 0,32 0,13 0,00 | 0,25 | 0,18 | 0,18 | 0,18 0,18
Hacrora (1 cxyuaii MB ma xon- | g 560 | 13900 | 0,00 | 6725 | 8533 | 7767 | 7733 9025
BO HOBOPOXKJIEHHBIX )
Cwmeprrocts Ha 100 000 0,064 | 0,000 | 0,000 | 0,000 | 0,000 | 0,000 | 0,000 0,009
HACCIICHUA

D10 000CHOBBIBAET HEOOXOAMMOCTh pacuéra CpeIHEMHOTOJIETHEro IoKa3aTes,
KOTOpBI 3a mepuon BeaeHus peructpa (2012-18 r.r.) cocraBun 1 ciaywait Ha 9 025
HOBOPOXAEHHBIX, YTO COOTBETCTBYET TakOBOMY B P®D u mpakTU4YeCcKH HE OTIMYAETCS OT
Hamux pe3yastaToB 1o ganasiM HC 3a 6osee mmmrenbubiil mepuog — 2006-17 r.r. (tab:m. 6).
3a mepuoj BeACHUS perucTpa ObUT OJMH Cydaid jJeTanbHoro ucxona oT MB B 2012 roay y
moapocTka, a cpeau nerei 0-14 mer ¢ MB cmeprHoctm He Obw10. Ilpm cpaBHEHHH
peructpoB MB mectu permonoB YPDO (Smano-Heneuxuit u XanTbl-MaHcuiickuit
aBTOHOMHBIE OKpyra, CBepiioBckas, Yensounckas, Tromenckas u Kypranckas obmactu) B
XMAO-KOrpe ycranoBieHa HauOoJbIasi pacnpocTpaHeHHOCTh MB, 4To ToruyHO CBS3aTh
c HauOoJiee BBICOKMM YpPOBHEM pOXKJIA€MOCTH HAa ATOW TEPPUTOPUU M KaK CIEACTBHE -
HauOoJee BBIPAXKEHHBIM 2(PHEKTOM «HAKOILICHUS» MAIIMEHTOB B KOTOPTE JIETEH B TCUCHHE
2012-18 r.r. (mepuon BemeHusi peructpoB MB). Jloka3aTenbCTBOM 3TOMY  SIBIISIFOTCS
YCTAaHOBJICHHbIE HAMM IOJIOKUTEIbHBIE CUIIBHBIE CBS3M MEX]y POK/Ia€MOCTbIO B pErMOHaX
YP®O u pacnpoctpanénnocteto MB (r = 0,80), ynenbHbBIM BecOM JAETE€l B CTPYKType
HacelneHust U pacnpoctpanéHHocteio MB (r = 0,70; < 0,05 B ofoux ciydasx MeTOAOM
PAHTOBOI KOPPETSALINH).

Kunnuko-1adopaTopHbie 1 (PyHKIIMOHAJIbHbIE 0COOEHHOCTH KOTOPTHI JeTeil ¢
MB B XMAO-IOrpe no 1aHHbIM perucrpa B AnHaMuke 3a nepuop ¢ 2012 mo 2018 r.r.
B YCJIOBUSIX BHE/IPEHHS] MACCOBOI0 CKPUHHMHIA 3200/IeBaHUA

Koropra BKIIOYEHHBIX B pPETMOHAIBHBIM pErucTp nauueHtoB ¢ MB B nunamuke ¢
2012 go 2018 r.r. XapakTepu30BajiaCh pOCTOM KOJM4ecTBa 00JIbHBIX Ha 35,7% B OCHOBHOM
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3a cuét nereit 0-14 net (ua 43,3%). YBenuueHue cpeHET0 Bo3pacTa naiueHTos B 1,46 paza
TaKKe MPOM30ILIEN TJIaBHBIM oOpa3zoM 3a cuét aeteit 0-14 ner - B 2,1 pasza (y OOJbHBIX
crapwe 14 ner - B 1,23 pa3a), 4To 0Ka3zanoch CTaTUCTHUECKH 3HaYUMBIM (p < 0,05 B 0benx
BO3PACTHBIX TPYIIAX).

Tabmuna 2.
BospacTtnas u rennepras xapakrepuctuka 60pHBIX MB B XMAO-FOrpe B 2012-2018 r.r.
T'omsl % p
lokasaremy 2012 | 2013 | 2014 | 2015 | 2016 | 2017 | 2018 HPHEOCT 22001128'
Bce mamuenTsr
Yucno
MalueHTOB 42 42 39 49 54 57 57 35,7 -
c MB
Bospact 6,3 8.4 7.7 7.80 8,00 8,7 9,2
Me(O1.03 G1- | 41 | 49 | @45 | (49 | (G4 | (52 46,0 | 0,02*
e(Q1-Q3) 151) | 17.0) | 168) | 140) | 150) | 160) | 16,0)
M/X (abc) 22120 | 21/21 | 19/20 | 24/25 | 26/28 | 27/30 | 26/31 | 18,2/55,0 | -
52,4/ | 50,0/ | 48,7/ | 49,0/ | 481 | 474/ | 456
0 ’ ’ ) ) ) ) 1 _ **
M/X (%) 476 | 500 | 513 | 510 | 519 | 526 | 544 >0,05

B T. 4. 0-14 ner (netn)

Ywucao
MAIHEHTOB ¢ 30 29 27 37 37 39 43 83 |-
MB
V)
o OT 0bmero 714 | 690 | 692 | 755 | 685 | 684 | 754 - | >005%
yuciia ¢ MB
Bosmact 378 | 420 | 48 | 550 | 670 | 750 | 800
MoroL.03 216 | (255- | (344- | (388- | (355- | (365- | (3.31- | 1116 |0,01*
e(Q1-Q3) 766) | 7.88) | 812) | 850) | 877) | 911) | 9.80)
M/XK (abc) 1317 | 13/16 | 13/14 | 18/19 | 17/20 | 18/21 | 20/23 |53,8/353 | -
433 | 448 | 481 | 486/ | 459/ | 46,0 | 46,5
0 1 1 1 1 1 1] 1 - **
MPK (%) 56,7 | 552 | 519 | 514 | 541 | 539 | 535 7 0.9
ITammenTs! crapmie 14 et
Abc 12 13 12 12 17 18 14 167 | -
0,
/6 0T 0bwero 286 | 310 | 308 | 245 | 315 | 316 | 246 - | >005%
qucia ¢ MB
Bosmact 191 | 209 | 201 | 221 | 221 | 232 | 235
e s (165- | (17.6- | (1800- | (19.0- | (16.9- | (182- | (195- | 314 |002
e(Q1-Q3) 217) | 227) | 231) | 241) | 249) | 265) | 27.5)
M/XK (a6e) o3 | &5 | o6 | &6 | o8 | 99 | 68 | o |-
MK (%) 750/ | 615/ | 500/ | 500/ | 470 | 5000 | 42,9/ | <omm

25,0 38,5 50,0 50,0 52,9 50,0 57,1
[Tpumeuanue: * - metoq ManHa-YutHu; ** - Mmetof yrimoBoro npeoOpazoanus durepa

JIaHHYI0 3aKOHOMEPHOCTH JIOTMYHO CBSI3aThb C POCTOM a0COJIOTHOTO KOJIMYECTBA
o6onpHBIX Aeteil 0 -14 mer. CTaTUCTHYECKH 3HAYMMBIX H3MEHEHHI BO3PAaCTHO-ITOJIOBOM
CTPYKTYpPBl BKJIIOYEHHBIX B peructp OonbHBIX 3a mepuon ¢ 2012 mo 2018 r.or. He
ycta”oBiieHo (P > 0,05): manmenTsl B Bo3pacte 0 - 14 ner crabuibHO cocTaBisum Ooee 2/3
B 0011e# KoropTte 0onpHBIX MB npu He3HAUNTENFHOM NMPEOOIIaJaHNu! JIHIL )KEHCKOTO TI0J1a B
o0enx Bo3pacTHbIX rpymnmnax (p > 0,05).
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VYCTaHOBIJIEH B JIMHAMUKE POCT YJIENbHOIO BECa BKIIOYEHHBIX B PErHCTp OOJIbHBIX,
komy mpoogwicss HC (2012 r. - 38,1%; 2018 r. - 64,1%; p < 0,05). IIpu sToM rpymnma
nereit ¢ HC mo nmanueiM peructpa 2018 r. xapakrtepuzoBanach CTaTUCTUYECKU 3HAYUMO
MEHBILIUM BO3pacTOM IOCTAaHOBKHM JMAarHo3a, B OTJIMYME OT Ipynnsl nanueHtoB 0e3 HC
(tabx. 3). [Maumentsl ¢ HC nmenu B 2018 rogy MeHbIINi cpeHUN BO3pacT, yeM OOJIbHbBIE
6e3 HC. Ilocne Buenpenust maccooro HC nuarno3 3abosneBaHusi CTal yCTaHaBIUBAThHCS
MPEUMYLIECTBEHHO Ha 1-M Toay *KU3HU.

Tabnuma 3.
CpaBHuTtenbpHas Bo3pacTHas oneHka nanueHToB ¢ MB ¢ HC u 6e3 HC u3 peructpa 2018 r.
[Tauments 6e3 [TatmenTsI CO
[Tokazarenu CKpUHUHTA CKPHHUHIOM P
(n=22) (n=35)

Bospacrt nocranoBku auaraosa, Me (Q1-Q3) 5,90 (0,79-7,56) | 0,28 (0,14-1,25) | 0,001*

Cpennuit Bo3pact nanuentoB ¢ MB, Me (Q1-

Q3) 17 (13-26) 6 (3-8) 0,01*

Jlnaruos ycranosieH 10 1 romga Aoc/% 6/27,3 25/71,4 <0,01**

Jlnaruo3s ycranosiied ot 1 r 1o 3 met A6¢/% 3/13,6 6/17,2 <0,01**

Jlmarno3 ycrtaHoBiieH ot 3 10 7 et Aoc/% 51227 2/5,70 <0,01**

Jlnaruos ycranosiieH ot 7 1o 14 net A6¢/% 6/27,3 2/5,70 <0,01**

igc%;TaHOBHeH B BO3pacTe crapue 14 et 2/9,10 0/0,00 <0,01%*
0

[Ipumeuanue: * - meroq Manna-YutHu; ** - MeTOJ1 yrioBoro npeodpazoBanus durepa

MeTo/10M paHTOBOM KOPPEJSLUUA MCCIIEOBaHbl CBSA3M MEKIY OCHOBHBIMH KIIMHUKO-
(GyHKIMOHABHBIMU MOKa3aTensMu MB M, ¢ ogHOI CTOpOHBI — BO3PAacTOM MOCTAHOBKHU
IMarHo3a, C Jpyrod — JUIMTEIBHOCTHbIO 3a00sieBaHMsS. Y CTAHOBJIEHBI CTATHCTUYECKU
3HAYMMBIC CBSI3M MEXKy BO3pacTOM IpH nmoctaHoBke nauarHo3za MB u UMT (r = - 0,80, p <
0,05), mokazarenem O®BI1 (r = - 0,64, p < 0,05), cyMmMapHBIM YHCJIOM KOWKO-IHEH B
tekymem roxy (r = 0,81, p < 0,05), 9TO JOTUYHO CYUHMTATh OTPAKEHUEM HETATHBHOIO
BIUSHUS To37AHEW juarHocTuku MB Ha Teuenue 3aboneBanus. CpeaHeil CHIIbI
cTaTucTuyecku 3HauuMas cBsi3b (I = 0,64, p <0,05) mexngy OOPBl u UMT orpaxkaer
NaTOTEHETUYECKYIO CBSI3b MEXJy COCTOSHMEM MUTAaHUS U (YHKIHOHAIBHBIM COCTOSTHUEM
OpOHXO0-NIErOYHOM cucTeMbl y 60ibHOro pedéHkKa. CTATUCTUYECKH 3HAUYMMbIE OOpaTHBIE
CBS3M MEXIy BO3pacToOM Ha MOMeHT obOcinemoBanus, MMT (r=-0,66, p<0,05),
nokazarenem O®PB1 (r=-0,62, p <0,05), cyMMapHBIM YHUCJIOM KOWKO-THEH B TEKYIIEM
rony (r=0,63, p<0,05) KOCBEHHO CBHUACTEIBCTBYIOT 00 YyXYAIMICHHUH KIWHUKO-
(GyHKIIMOHAIBHBIX TIOKa3aTelde Mo Mepe YBENWYEeHHs] BO3pacTa IMAalMeHTa, OTpakas
MpolLIecC MPOrpeccupoBaHus 3a00JIEBaHNS.

CpaBHUTe/IbHAsI OLEHKA KJINHHUKO-JA00pPATOPHBIX M  (PYHKIMOHAIBHBIX
ocodoennocreit MB y nereit ¢ HC u 6e3 HC. B T1abn. 4 npencraBineHa cpaBHUTENIbHAsS
olleHKa 2-Xx rpynn Jnered ¢ MB, cranmapTu3upoBaHHBIX 1O Bo3pacTy. OTcyTcTBHE
CTATUCTUYECKHU 3HAUMMBIX paznuuuil (P > 0,05) mo Bo3pacTy Ha MOMEHT aHallu3a JAaHHBIX
MAIMEHTOB, TEHJIEPHON CTPYKTYpPE, pe3yIbTaTOB I'€HHOW JMAarHOCTUKH, YPOBHIO XJIOPHJIOB
MOoTa CBUJIETEIHCTBOBAIIA O COMOCTABUMOCTH CPaBHHBAEMBIX TPYII IO OCHOBHBIM
napameTrpaM, KOTOpBIE HAMPSMYI0 WM OIMOCPEIOBAaHHO MOTYT BIUSTh HAa OCOOCHHOCTH
TeueHus: 3aboneBanus. Ha Oomnee Tsokénoe teueHue 3aboneBanust B rpymme 6e3 HC
VKa3pIBalOT Oosiee HHU3KHE TMoOKazaTenu wuHAekca wmaccel Tenma (MMT) u  o6néma
¢dopcupoBaHHOTO BBIOXA 3a MepByl0 ero cekyHay (O®B1) mo nmaHHBIM ciMpOMETpHH.
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Y CTaHOBJIEHHBIE 3aKOHOMEPHOCTU CBUAETEIBCTBYIOT O 00Jiee TSKEIOM MOpPaKEHUH JETKUX
C HapylIeHHEeM OpOHXHAJIbHON MPOXOJUMOCTH U XyJIIIIEM HYTPUTUBHOM CTaTyCe MAallMEHTOB
6e3 HC ¢ Oonee mo3auelt mo Bo3pacTy O0JIbHBIX TOCTaHOBKOM nuarHo3a MB. Kak BunHo u3
tabnuuel 4, B rpynmne 6e3 HC nuarHo3 ycraHaBiaMBajCs CTaTUCTUYECKH 3HAYMMO IO3XKE,
yem y nereit ¢ HC. Pe3ynpTaThl 6akTepHOIOrH4€CKOr0 MOHUTOPUHIA MOKPOTHI MAallUEHTOB
CBUJICTEIILCTBOBAIM O Oojiee HeOmaronpusTHOUW cutyanuu B rpynne 6e3 HC: Gonee yactas
BCTPEYaEMOCTh HMHTEPMUTTHpPYIOIIEH KojmoHm3ammu PS.  Aeruginosa (p < 0,05)
XapakTepu3oBaja 0oJiee TSHKEI0e TeUEHHE XPOHMYECKOro OpOHXO0IErOYHOro Mporecca npu
no3aHed nuartoctuke MB.

Tabnuua 4.
CpaBHUTEIbHAS OLIEHKA KIMHUYECKHX, JJA0OPAaTOPHBIX U (DYHKIMOHAIBHBIX TOKAa3aTeNel B

rpynmax aeteit ¢ MB ¢ HC u 6e3 HC (cTrangaptusaius no Bo3pacTy MalueHTOB)

ITamueHnTs! Oe3 ITammenTs! co
IToxasarenn CKPUHHHTA CKPUHHHTOM P
n=11 n=16
Bospact B rogax Me(Q1-Q3) 8,50(6,11-10,2) 8,32(7,00-9,11) 0,063**
Ilom:
M a6¢/% 5/45,5 7/43,8 >0,05*
K ab¢/% 6/54,5 9/56,2
Bospact mocTaHOBKM jauarto3a B Tojax 4,50(1,38-6,53) 0,63(0,15-1,82) 0,038**
Me(Q1-Q3)
I'eneTmueckuii THarHo3:
YcraHoBIIeHbI 00€ MyTanuu adbc/% 11/100,0 16/100,0 >0,05*
Myranus F508del abe/% 10/90,9 13/81,3 >0,05*
F508del B romo3urornom nosioxenuu adbe/% 1/9,10 1/6,30 >0,05*
F508del B kommaymae abc/% 9/81,8 12/75,0 >0,05*
Coueranue APYrux MyTallHi 1/9,10 3/18,7 >0,05*
Xnopus! ota MMoJtb/1 Me(Q1-Q3) 101,5(98,9-113,4) | 102,0(77,5-108,5) | 0,82**
MexkoHueBbIi nieyc abe/% 0/00,0 1/6,25 >0,05*
HMT kr/m2 Me(Q1-Q3) 15,3(14,9-15,6) 19,4(17,7-19,9) 0,025**
O®BlI B % OT CpeIHeCTaTHCTUYCCKOM 93,0(86,5-95,0) 100,0(95,0-111,3) | 0,011**
nopmsl Me(Q1-Q3)
WuTtepMuTTupyromas  KojJoHu3amuss  PS. 5/45,5 2/12,5 <0,05*
aeruginosa a6c¢/%
Xp. kojgoHu3arms St. aureus adc/% 8/72,7 11/68,8 >0,05*
Heiitp. sup Gosee uem Ha + + 3/27,3 5/31,3 >0,05*

[Ipumeuanue: ** meton Manna-YuTHH; * - MeTO1 YIIIOBOTO IIpeoOpa3zoBanus duiiepa

B cootBercTBUM C maHHBIMH Tabi. 5, CTAaTMCTMYECKH 3HAUYUMBIX Pa3IUYMUA T10
4acTOTE TOCIUTAIN3AIMN B CPaBHUBAEMBIX TpyIinax He yctanoBiaeHo (P > 0,05), B To BpeMs
KaK CyMMapHO€ YUCJIO JHEH rocnuranu3anuu nainueHToB 6e3 HC okaszanoch craTucTuuecku
3HauuMo Ooubmie, yem B rpynme ¢ HC (p <0,05). D10 MOXHO CBs3aTh C TE€M, 4YTO B
OOJIBIIMHCTBE CIIyYaeB IUIAHOBBIE TOCHUTAIM3AIMM TalUeHToB ¢ MB ocyiecTBistoTcs
OJIMH pa3 B KBaprtai, mpu 3ToM B rpymme 6e3 HC mmena mecto HEoOX0AMMOCThH Ooliee
JUITETIFHBIX MPEObIBAHUN B CTAIMOHApE, BBHUIY Oosiee TSKEIOTO TeueHHUs 3a00JieBaHUs B
YCIIOBHSIX 0OOJiee TO3/IHEH ero JUarHOCTHKH.

Bce marueHTsl 00eux TpyIin MOXU3HEHHO MOTyYalld MaHKpeaTudeckue (EepMEHTHI,
CpeHsisl 1032 KOTOPhIX HE MMeJla CTATUCTUYECKU 3HAYMMBIX paznuuuii (P > 0,05) y nereii ¢
HC u 6e3 HC. C nenpro ynydineHusi peoJIOTHYECKUX CBOWCTB OPOHXMAJIBLHOTO CEKpeTa U
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VIy4IIEHUs MYKOLMJIMApPHOIO KJIMpPEHCAa BCE OOJbHBIE €XKEIHEBHO IMOXU3HEHHO
WMHTAJIMPOBAJIM OJIMH pa3 B JE€Hb JOpHa3y anbpa B 03¢ 2,5MI' C HCIOIb30BAHUEM
KOMIIPECCOPHOI'0 MHTAJATOPA; MPUMEHSIA KWHE3UTEPAIINI0, KOTOPOH OHM U MX POIUTENIH
ObUIM 00YYEHBI CIENMATIMCTAMU PETHOHAIBHOTO LieHTpa MB; nonyyanu peryisipHble Kypchl
KUPOPACTBOPUMBIX BUTAMHHOB U INPENAPATHl YPCOAE30KCUXOIEBOM KUCIOTHI. OTCYyTCTBHE
pasIMuuil 1O YacTOTE€ MCIOJIB30BAHMS OTUX BHUAOB TEpamuu CBUICTEIBCTBYET O
COIMOCTAaBUMOCTH CPaBHMBAEMBIX TPYIII 10 MOAX0AAaM K 0a3ucHOU Tepanuu MB.

Tabnuuna 5.

CpaBHuTENBHAS OlIEHKA JIEUeOHBIX MOAX0A0B B rpymmax aeteid ¢ MB ¢ HC u 6e3 HC
(cTangapTH3aiys 1Mo BO3pACTy MallMEHTOB)

ITokazarenu [MaumenTs! 6e3 [TarenTs! co P
CKpUHHHTA CKPUHUHI'OM
n=11 n=16
Yucno rocnutany3aluui B TEKYILEM TOAy 4(4-5) 4(3-4) 0,081**
CyMMapHOe YHCIIo K/ THeH 70(56-70) 53(47-56) 0,004**
JlopHasa anb(a IOCTOSTHHO 11/100,0 16/100,0 -
[Mankpeatnyeckue GpepMeHTHI 11/100,0 16/100,0 i
(MuHUMHKpOC(ephl) TOCTOSIHHO a0c¢/%
Jo3a mankpeaTHHa (MHHUMHKpPOC(HEPHI) B CYTKU
7 - - **
e 110 nmase 1 1 xr Macen: Me(Q1-03) 3750 (2100-4400) 3500 (2000-4800) 0,54
Antudbuoruku B/B 10/90,9 12/75,0 >0,05*
Antnbunoruku B/B Gonee 3 mec B romy adbe/% 9/81,8 4/25,0 <0,01*
Ao oG Gore 3 e 7638 G500 005+
Y MHTAJIAIMOHHbBIE 601 Mec B 5/45.5 4/25.0 ~0,05*
rojay aobc/%
AnTHOaKTepHaNTbHBIC TIPEITapaThl .
B — 10/90,9 4/25,0 <0,01
AnTHOaKkTepHaTbHBIC TTPEITapaThl 9/81.8 2/12,5 <0,01*
TabJeTHpoBaHHbIe Oolee 3 Mec B rojy adc/%
A3WUTPOMUIIUH 2/18,2 1/6,25 >0,05*
AszutpomunuH Gonee 3 mec B roxy abe/% 2/18,2 1/6,25 >0,05*
EPOHXOHHT“K“ oo 3 10/90,9 71438 <0,01*
POHXOJIUTHKH JJIUTENBHOCTBIO Oosiee 3 Mec B 5/45.5 0/0,00 <0,01*
roay abc./%
WHransunoHHbIe CTEpOUIbI
WuransmmonHsie crepons! Oonee 3 Mec B TRy 5/45,5 0/0,00 <0,05*
abc¢./%
Cuctemnsle crepounpl adce./% 0/0,00 0/0,00 -
YpconezokcuxoneBas K-1a Oonee 3 Mec B TOAy 11/100,0 16/100,0 i
abc¢./%
}KnpopaCToBopHMLIe BUTaMHUHBI Ooliee 3 Mec B 11/100,0 16/100,0 i
roay adc./%
Kunesutepanus abe./% 11/100,0 16/100,0 -

[Tpumeuanue: ** metoq ManHa-YuTHH; * - MeTox1 yrioBoro npeoOpasoBanus duiiepa

B To e Bpems B rpynme 6e3 HC kypchl BHyTpUBEHHON aHTHOMOTHUKOTEPAITUN OBLITH
Oosiee MPOJOIKUTEIHLHBIMU B MX COBOKYHNHOCTH B TEUEHHE roja HaOIIOACHUs, yalle |
Oosee IIMTENHHO HA3HAYAIMCh TaOJIETUPOBAHHBIE AHTHOAKTEpHANbHBIE MpemnapaThl (B
OCHOBHOM — IMNpOQIIOKCAlMH Tpu KoJioHmW3anumu PS. Aeruginosa), 4tro o0Kka3ajioch
craructuuecku 3Ha4nMMbIM (P < 0,05). Jleram 6e3 HC wame wu Oojiee AITUTEIBLHBIMHU
KypcamM Ha3HA4YaJIUCh WHTAJSIMOHHBIE OPOHXOJUTUKA W WHTAJSIUOHHBIE TIIFOKO-
koptukoctepouasl (P < 0,05 B o0oux ciaydasx), 4TO CBHUIACTEIBCTBOBAIO O TSHKEIOM
MOpaXeHUU OPOHXOJIETOYHOTO armapara ¢ BhIpaKEHHOW OpOHXHMAIBbHOM 00CTpYyKIMEN mpu
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Ooitee no3aHEN TUArHOCTHUKU MB. daxTe! IIPUMEHEHUS CUCTEMHBIX
TIIOKOKOPTUKOCTEPUOAOB B Trpynmnax HAaOMIOJEHUS HE YCTaHOBJIEHBL. Makpoausl
KCIIOJIb30BANIUCH C OJIMHAKOBOM 4acToToM B 00eux rpymnmnax (P > 0,05 mo MeToay yriioBoro
npeobpaszoBanus Guiepa).
ddpdexTuBHocTh M onTuMu3anuss HC na teppuropun XMAO-IOrpel B nepuon
2006 — 2019 r.r. Ilo maHHBIM pPETHOHATHLHOW MEIUKO-TCHETHYECKONH KOHCYJIbTAIUU (T.
Cypryt), B mepuon 2006 — 2017 rr. Obu1 obcnmemoBan 283 741 peOGeHOK, MPU ITOM
cpenHeMHOrosieTHUN oxBaT (monst oOciegoBanHbix HC gereit ot Bcero uyucia
xuBopoxkneHHbix) HC MB coctaBun 96,3% (tabmuma 6); 3a mepuon OecriepeOOMHOTO
nposeaeHuss HC B 2009 — 2017 rr. oxBat coctaBui 98,9%. 3a Bpemst mposeaenust HC 6b110
BBISIBJICHO 32 MaIMEHTa C MOATBEPKACHHBIM quarHo3oM MB. Bcero B OkpykHOM perucrtpe
mo coctosHuio Ha KoHern 2019 r. cocrtosno 58 mamuentoB ¢ MB (u3 mux 49 nereit, 9
B3pPOCIIbIX).
Tabnuna 6
Pesyneraret HC Ha MB B XMAO-IOrpe B nepuon 2006-2017 rr.
* 2006 — HC BemomHsuIcs ¢ utoHs 1o Jiekadpb; 2008 r. — HC BBIMOITHSIICS KpoMe MapTa

YK CI0 HETo % ciryqan
rojg T (]){?)CBJ:)ep)]o(;::l—;.( oxl_lizga UPT1(+) HPT2(+) MB yactora MB
2006 20 030 16 926 84,5%* 113 4 1 1:20030
2007 21 348 21169 99,2% 368 29 2 1:10674
2008 22 766 17738 77,9%* 305 30 0 -
2009 23 350 23 318 99,9% 496 57 6 1:3892
2010 24 509 24 405 99,6% 433 45 3 1:8170
2011 24 893 24 695 99,2% 401 40 3 1:8298
2012 27 320 26 761 98,0% 616 100 4 1:6830
2013 27 462 26 863 97,8% 750 160 3 1:9154
2014 27 384 27 299 99,7% 591 130 1 1:27384
2015 26 665 26 312 98,7% 568 132 3 1:8888
2016 25 324 25116 99,2% 518 104 3 1:8441
2017 23 566 23 139 98,2% 404 95 3 1:7855
BCETIO: 294 617 283 741 96,3% 5563 926 32 1:9207

[Tonoxurensubiii Tect UPT-1 Obut BBIIBICH B 5 563 ciydasx, uro coctaBuiio 1,96%
oT obmero uncia nepsuyHoro tecta. [lonoxurensusiii UPT-2 (petect) ObLT BIsIBICH B 926
cinyvasx (16,6% ot oobemoB nonoxurensHoro tecta MUPT-1 u 0,33% oT o0beMOB Bcex
uccienoBanuit). Yactora MB B perunone cocraBuna 1: 9 207 HOBOpPOXIEHHBIX, YTO
COOTBETCTBYET oOmiepoccuiickuM mokaszarensim [Kanpanos H.U., 2014]. OnepanmoHHbIe
xapakrepuctuku Tecta UPT-1 cnenyrommue: ypoBeHnb uyBcTBUTEIbHOCTH (Se) — 100,0% u3-
3a OTCYTCTBHUS JIOKHOOTPULATEIbHBIX I[IOKa3aTeleil, TOorjna Kak CpeAHEMHOTOJIETHSs
cunenuuarocth (Sp) — 98,1% wu3-3a Hamuuus S5 531 T0XKHOIMOJOKHUTEIBHOTO pe3yJibTaTta
NPT-1. [IporHOCTHYHOCTD MOJOXHUTEIbHOTO pe3ysbrata (PPV) BecbMma HH3Ka M cocTaBmIIa
0,65% 3a mepuon 2006-2017 rr., TOr1a KaKk NPOTHOCTUYHOCTh OTPULIATEIBLHOTO pe3yJibTaTa
(NPV) paBra 100%, YTo TaKke OOYCIOBJICHO OTCYTCTBHUEM JIO)KHOOTPHUIIATEIBHBIX
pesyabTatoB. B mepmon 2006-2013 rr. HaOmomaiacs IMOCTENEHHBIM POCT dYHCa
MOJIOKUTENBHBIX pe3yabTaToB MPT-1 ¢ nukom B 2013 1. (puc. 2) npu oTCyTCTBUHU pOCTa B
YyClie BHOBh BBISIBJICHHBIX CITydaeB 3a0oseBaHUs. MeTOJA0M paHTOBOW KOppensiuu Obuia
BBISIBJIEHA CWJIbHAs oTpunartenbHast cBsizb (r = - 0,78; p = 0,001) mexay npuMeHeHueM
¢ukcupoBanHoro noporosoro yposus (I1Y) UPT-1, pekoMeHI0BaHHOTO MPOU3BOIUTEIIEM
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HabopoB mis HC MB (PerkinElmer, CHIA), U KOJIHMYE€CTBOM JIOKHOIMOJIOXKUTEIbHBIX
pesynbsTaroB UPT-1.
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Puc. 2. PesynpraTel 6uoxumuyeckoro HC va MB B 2006 — 2017 rr.

B cBsa3u ¢ OOnbIIMM KOJUYECTBOM JIOKHOIIOJOKUTEIbHBIX pe3ynbratoB HC u
BBISIBIEHUEM OTPHULIATEIbHON JWHAMUKH (POCT YMCIA JIO)KHOIMOJIOKUTEIBHBIX CIy4aeB OT
rojia K rojy) HaMmu ObLIO MPEASIOKEHO YTOUYHUTh PETHOHANIbHBIE pedepeHCHbIE MOKa3aTeNln
NPT wu ompenenuTh BEPXHIOK TOUYKY (IIOPOroBOE 3HAUEHHE) PEePEpEeHCHOTr0 HHTEpBaia
3HAUYCHHM, UCTIONIB3Ysl METOJIMKY BBIUMCIEHUS «IUIaBaroiiero» moporosoro ypoBHs (I1ITY)
WPT-1 [B.L. Therrell et al., 2012]. JInst pacuera miaBatomiero [TY UPT-1 coBmectHo ¢ IT-
cnenuanuctamu Cypl'Y Obuio pazpaborano cneruanuzupoBanHoe [10 “fIIRT” (floating
IRT), no3Bossitoniee MPOBOIUTH OBICTPYIO CTATUCTHUECKYIO 00pabOTKy OOJIBIINX BBIOOPOK
(n> 500). Tun pacnpeneneHusi BbIOOPKU — JIOT-HOpMaJibHBINA. [lyTem mocnenoBaTenbHOIO
nepebopa u At yJo0CTBa pacyeToOB B Ka4e€CTBE ONTHUMAJIBLHOTO Mmopora Obul BeIOpaH 99,5-i

MPOIICHTUIIB JJI KaXKI0W HUCIIOIb3yeMO BBIOOPKH.
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Puc. 3. CpaBHeHue craHmapTHOTO Moaxoda U moaxoda ¢ pacueroM I[IITY MPT-1 mns
ciryyaeB MB B XMAO 3a nnepuoa 2006 — 2017 rr.

Jlns xaxkmoro moareepxkaeHHoro ciaydas MB (n=32) 3a nmepuon nposenenus HC B
2006 — 2017 rr. ObUIO POBEJEHO PETPOCTIEKTUBHOE MozenupoBanue pacuera [IITY UPT-1
MO TPHUHIINITY «CKOJB3SAIMIETO OKHA», MPH KOTOPOM ISl CTATUCTUYECKON 00paboTKu Obun
omndpoBanbl 32 CrpynnupoOBaHHBIX HaOopa MaHHBIX (As Kaxaoro ciaydas MB n=1 000).
Ucnonws3oBanue npemsioxkeHHoro aiaroputMa pacuera IIITY WPT-1 B Tpex ciyuasx, npu
KOTOphIX  Habmomanuch Hu3kue 1upper HWPT-1  (67,3; 66,8; 77,6 Hr/mn)
MPOJIEMOHCTPUPOBAIIO €r0 MpuMeHUMOCTh (puc. 3). uanazon I1ITY Haxoautcs B mpemenax
61,1 — 72,2 wur/mn, a ypoBHu WPT-1 pocraTouHo BBICOKHM, YTOOBI HCKIIOYUTH
JI0’KHOOTPUIIATEIbHBIE PE3YyJIbTaThl CKPUHUHTA.
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[IpocniektuBHBIE pe3ynbTarhl ucnonb3zoBanus [0 fIIRT B 2018-2019 r.r.
IIPOJIEMOHCTPUPOBAIM CHUKEHUE KOJUYECTBA JIOKHOIIOIOKUATEIBHBIX pe3ysbTaToB B 2018
r. Ha 74,8%, B 2019 r. — na 78,6% (Tabmura 7).

Tabnuua 7

CpaBHurenbHas oneHka pedyiabraroB HC na MB B 2018-19 r.r. npu ucnosp3oBaHuun
¢ukcuposannoro I1Y u IIITY UPT

TTonosxuTenpHBIN JI0KHOIOI0KUTETTbHEIE Y CTAHOBIICH s MB
Kon-Bo HPT-1 pesynbrater UPT-1 cra (; ;gl é)_;:g};t{:e
r HCCIIEOBAaHUI A6c/% A6c/% o

oA H1PT-1 ITonoXuTeIbHBIH

€XKErogHo 1 2 1 2 Bceero tect UPT-1

1 2

2018 22 226 360/1,62 93/0,42 357/1,61 90/0,41 3 3 3

2019 21320 407/1,91 110/0,52 397/1,86 85/0,40 5 5 5

[pumeuanne: 1 — crangaptaeii noaxox (OIY UPT=57,8ur/mn); 2 — meron TIITY (UPT >99,5 npoueHTuiist)

Crneunduunocts Merona IIITY, no cpaBHEHHIO C UCIOJIb30BaHHEM (PUKCHPOBAHHOTO
ITY, B 2018 r. coctaBmna 99,6% u 98,3% , B 2019 . — 99,6% u 98,1%, cOOTBETCTBEHHO,
nipu coxpanenuu 100% uysctBurensHocT B 2018 1 2019 r.r. 310 no3sonuio 6e3 yuepodba
KauecTBa JUArHOCTHKM MB COKpaTUTh YHCIO PETECTOB W CHHU3UTH HEOOXOJIMMOCTH
JTATBHEHIIIETO TOPOTOCTOSAIIETO 00CIeIOBAaHUSI HOBOPOKAEHHBIX C JIOKHOTOIOKHUTEIHHBIM
TECTOM.

(P PeKTUBHOCTL TeHHOI auarHoctTuku MB Ha ocHOBe mOC/IeI0BATEIHLHOIO
BBITIOJIHEHHUSI AHAJM3a KPHUBBIX IJIaBJeHHsT BbICOKOro paszpemenuss (HRMA) u
ceKkBeHUpPOBaHNus M0 CIHrepy B permoOHAJILHBIX YCJOBHSIX. B KauecTBe mepBoro sramna
FEHETUYECKOW JUarHocTuku MB B KJIMHMYECKOM MpakTUKE HaMHu BrepBele B PO
UCIIOJIb30BaH METOJ| aHaju3a KPUBBIX IUIaBJIeHUs BbIcOKoro pazpemeHuss (HRMA) [T.
Langaee et al., 2017], mo3BOJSAMONMINA BBIIOIHATh KaK T'€HOTHIIMPOBAHHME H3BECTHBIX
Ma)KOpPHBIX MyTallMi, TaK U «CKAaHUPOBAHME)» HEU3BECTHBIX BAPUAHTOB B IpeJiesiax 3K30HOB
(KODUPYIOIIMX YacTell TeHa) U 3K30H-uHTpoHHBIX rpanuil rena CFTR [P. Krenkova et al.,
2009]. Bammpmamus weroma HRMA ¢ 38 KOHTpoiIbHBIMH  OOpasliaMu, paHee
oxapakTepu3oBaHHBIMH 1Mo MyTamusM B TeHe CFTR, Opuia mnpoBemeHa Ha 0Oase
peruoHaIbHOW  jabopaTopuu  MEOUKO-TeHeTHYeckoW  KoHcymbTamuu T.  Cypryra.
KonnyecTBo MyTaHTHBIX ajuiefied B KOHTPOJbHOW BBIOOpKE cocTaBmio: 21xA + 5xB +
12xC + 5xD =79, rne A=2 — o06pa3iibl KOMITAYH/I-TE€TEPO3UTOT ¢ ABYMS MyTanusmu, B=2 —
C rOMO3UroTHOU MyTanuent, C=1 — ¢ oJlHOM BBISIBJICHHON MyTaruen, D=3 — ¢ 3 MmyTauusmu.
HRM-ananu3 npoBomwics ais kKaxaoro u3 27 3x3oHoB reHa CFTR B ammimdukaTtope ¢
(hyHKIMEH KOHTPOJIUPYEMOTO TIIaBICHUS.
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Puc. 4. Jlerexnust IByX HE3aBHCUMBIX MYyTalMil B pasHbIX dk30Hax reHa CFTR mis
KoMIMayHA-reTepo3urotoro oopasma [delta]F508/E92K (1 — E92K; 3 — [delta]F508; 3 u 4 —
wild-type THK)
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[locine BBISABIEHHS 3K30HOB C OTKJIOHEHUSMH B TEMIIEPATYPE IJIABJICHHSI ONpEACICHUE
UX HYKJIEOTHJIHOM IMOCIIEI0BATEIBHOCTH POBOAUIOCH METOAOM IPSIMOIO CEKBEHHUPOBAHUS
no Conrepy. Banmummupyroniee nccienoBaHue MOATBEPANUIIO BO3MOXKHOCTH Meroaa HRM-
aHaJIn3a OJTHOBPEMEHHO BBISIBJIATh MyTallMU B pa3HbIX 3k30Hax reHa CFTR (Puc. 4).

B cnexTpe MyTanuii KOHTPOJIBHOM BBIOOPKH Mpeo0Iiaiai caMblil YaCThIi MaTOTeHHBIN
Bapuant — [delta]F508 (41,8%), nanee B mopsiake yOBbIBaHUS YaCTOThI HAXOIWUTCS T.H.
«uyBanickas» myrtamus E92K (5,1%), E217G, «kaBkazckas» mytamus 1677delTA (mo
3,8%). Takum o00pa3oM, 4YacTOTBI YETHIPEX MAXXOPHBIX MYTallMd COCTAaBWIH OoJiee
MOJIOBUHBI OOLIEH YacTOThl M3Y4YEHHBIX MyTalMii, a cyMMapHas dYactota 29 penkux
BApHUaHTOB cocTaBwia 45,6%. bputn ompeneneHbl TaKXKE ONEPAMOHHBIE XAPAKTEPUCTUKH
peIoKEeHHOro Komruiekca Merogquk HRMA +  cexkBenupoBanme mno CoHrepy.
Cnenuduunocts Mmetona cocraBmwia 100%, dyBctBUTENnbHOCTE — 97,3% («ciiaBsiHCKas
MyTalds B JBYX oOpas3nax He OblUla BBISBJICHA), YTO OMPEACNSCTCS MPUHIMIHATHHOM
HeBO3MOkHOCThIO 1 HRMA, u Kkiaccuyeckoro CeKBEHHUpPOBAHHUS OIpPEAEssTh OOIIHUpHBIE
TeHHbIE MEePEeCTPOMKH B TIETEPO3UTOTHOM COCTOSIHUM. [l MccneaoBaHMsl Takoro THIMa
MyTalluid  TPaauIMOHHO HucmonbdyeTrcas wmetonq MLPA  (multiplex ligation probe
amplification, MyJIbTUIUIEKCHAS 3aBUCALIAs OT JIUTUPOBAHUS aMIuIMpuKanus 30H10B) [H.B.
ITetposa u mp., 2019; I. Schriver et al., 2016], koTopsIii ¥ ObUT YCHCIIHO MPUMEHEH IS
TECTUPOBAHUS COOTBETCTBYIOIIMX 00Pa3IIOB.

BamunupoBanusie Metogsl HRMA, cexBenupoBanusi, MLPA Obutn MCTIOIB30BaHbI
JUIS PacCIIMPEHHOTO0 TeHETHMYECKOro TECTHPOBAHUS BCEX MAIMEHTOB ¢ auarHosom MB,
BKJIFOYCHHBIX B pErHOHANIbHBINA peructp (Beaercs ¢ 2012 r.). [To cocTostnuro Ha koner 2019
r. ObUTO 0OciIeoBaHO 54 YeloBeka, U3 HUX JeTei — 46, B3pocibix — 8. beulo BeIsIBIECHO 36
BapuaHTOB (34 — 10CTOBEpHO NMATOTE€HHbIE, 2 — C HEM3BECTHOM KIMHUYECKOW 3HAUUMOCTBIO,
MIPEANOI0KUTEILHO HEMaTOreHHbIE) BO BCeX dKk30HaX, kpome NeNe 5.9, 12, 15, 17-19, 26,
217.

aﬁn@n-w——— | [delta]F508

51,4 %

Puc. 5. Cnextp myrtanmii B rene CFTR y manneHToB u3 peruonaibHoro peructpa MB
B XMAO-IOrpe.

KonunuectBo uccinenoBanHeix amieneid cocraBuio 111, u3 HUX 9 MaXOpHBIX MyTalMii
¢ yactoroi Oonee 1%, u 25 peakux MyTaluii, Kakaas U3 KOTOPHIX BCTPEUYAETCs JIUIIb Y
OJIHOTO TAIMeHTa. Y TpeX MAIMeHTOB ObUIO OOHApYXEHO MO 3 ajuiensi, yTo OOBSCHSET
HEUYETHOE CyMMapHoe 4Kciio Bcex BapuaHToB (n=111 BmecTo oxunaemoro 54x2=108). Tak,
y nByx uenoBek myrtanuu S466X, R1070Q ObumM BBISBIEHBI B CiS-TIOJOXEHHH (T.€. Ha
OJTHOW XpoMocoMe), o0pa3ys KOMIUIEKCHBIN amtens [S466X;R1070Q], xotopslii 1o
nanubiM [H.B. IlerpoBa, u ap., 2019] BcTpeuaeTcs TONBKO B POCCHUUCKON MOMyssiquu. Y
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onHOM manueHTkn ¢ MB B nomosHeHne K 2 MyTanusiM ObLT BBISIBIIEH BapHaHT C
HEW3BECTHOW KIIMHUYECKOW 3HAUMMOCThI0 L467F.

[Ipu o6crienoBanny Beei KOTOPTHI MAIUEHTOB OBLIO BHISIBIIEHO PAa3HOOOpa3ue CIeKTpa
naToreHHbIX BapuantoB reHa CFTR (Puc.5).Tsokensie myTanuu I kitacca BCTpedaluch Jale
Bcero (16 u3 36), mpeuMyllecTBEHHO THNA «HOHCEHC», Il Tuma — Tompko 3 MyTanuu
(omHako, camble 4vactble, Bkmoudas [delta]F508). OOnapyxeHO 6 «MSITKMX» BapUaHTOB
knaccoB |V, V ¢ octaTouHOM QyHKIMEN XJIOpPHOro KaHaia, y KOTOPhIX YaCTUYHO COXPAaHEHA
9K30KpUHHAsA QYHKIIMS MODKEITYJOUHOMN Kele3bl. BapuaHThl ¢ HEM3BECTHBIM KIMHUYECKUM
3HaYeHUEM OOHApy>KEHbl B KOMIIAYHI-T€TEPO3UTOTHOM coctosiHuu c [delta]F508 y 4
MAIlMEHTOB CO CpeaHe-TshKeNbM TeueHueM MB. YV 14 mamueHTOB BbISIBIIEHA MyTalus
[delta]F508 B rOMO3UIOTHOM COCTOSTHMH, YTO OOyCIIOBWJIO Tskenoe TedyeHue MB y nByx
B3pocibixX nanueHToB ¢ MB (6e3 HC).

BbBIBO/bI

1. CpenneMHoroNIeTHUM TTOKa3aTenb 3a0oneBaemoctd MB B XMAO-IOrpe 3a nepuon
¢ 2012 o 2018 r.r. coctaBun 1 coyuait Ha 9025 xuBOpOkAEHHBIX AeTel. Camas BbICOKas
pactpoctpanéaHocth MB B XMAO-HOrpe cpeau 6-tu cyonektoB YpdO, 3,0 va 100 000
HaceJieHus, CBsA3aHa ¢ 0ojiee BBHICOKOW POXKIA€MOCThIO, OOJBIINUM YJEIbHBIM BECOM JCTEH
0-14 et B CTpYKTYype HaceleHUs U KakK cleACTBUE — ¢ 3PPEeKTOM «HAKOIUICHUs» OOJIbHBIX B
TOMYJISIAYU JETEU.

2. Knunauko-mabopatopHble u (yHKIIMOHAJIBHBIE TMOKa3aTeau MB 'y gereit
OTIPENICTISIOTCSI  COUETAHHBIM BIMSHUEM JIBYX (DaKTOPOB, XapaKTEPHU3YIOUIUX KOTOPTY
nanueHToB B mporecce maccoBoro BHeapeHuss HC B nuHaMuke — yMEHbIIIEHHEM BO3pacTa
MOCTAaHOBKH JIMAarHo3a U YBEJITUYEHHEM CPEHET0 BO3pacTa OOJbHBIX.

3. CBsa3aHHBIN C paHHE#l auarHocTukod MB Ha ocHoBe MaccoBoro BHeapenuss HC u
CBOEBPEMEHHO HA4YaTOM KOMIUIEKCHasl Tepanued KIMHUYeCKHil maromopdo3 3aboseBaHus
XapaKkTepu3oBajcs OoJjiee ONAronpuATHBIM TeYeHHUEM OOJIe3HW 10 JaHHBIM OLEHKU
HytputuBHoro cratryca (MMT), ¢ynkmusam BHemHero pasixanus (ODBI1), wyactote
UHTEPMUTTUPYIOIIEH KoMoHu3auu Ps. Aeruginosa ¢ BO3MOXXHOCTBIO YMEHbIIIEHUS 00bEMa
Tepanuy ¥ COKpaIIeHHs JITUTEIbHOCTH MpeObIBaHMs B CTAllHOHAPE.

4. YyscrBurenbHocth HC na MB B  XMAO-KOrpe npu npumeHeHUH
PEKOMEH/IOBAHHOTO  W3TOTOBHUTENEM  peakTuBOB  ansi  ompenenenus HWPT  ero
¢bukcupoBaHHOro moporoBoro ypoBHs coctaBmwia 100%, cnemuduunocts — 98,1%.
Buenpenne paszpaboranHoii aBTopckod mporpammel DOBM “floating level of IRT” mo
OTIpEICNICHUIO «IUTaBaloero» moporoBoro ypoBHss WPT mo3BoiuiIo yMEHBUIIUTH YHUCIO
JIOKHOTIONOXKUTENBHBIX pe3yiabTatoB HC na 74,8% B 2018 1., Ha 78,6% — B 2019 1, n
MOBBICUTH YpOBEHb crenuduunoct meroma g0 99,6% mnpu coxpanenuun 100% ero
YyBCTBUTEIHHOCTH.

5. Ilpumenenne HRMA c nocnenyromuMm OpsAMbIM CEKBEHHpOBaHUEM 10 (CaHrepy
OTHENbHBIX SK30HOB, COJEpKAalllMX MYyTaluW, MO3BOJSAET 3HAYUTEIbHO PACIIUPUTH
JUArHOCTUKY CIEKTpa MyTallMii Ha peruoHalbHOM ypoBHE U B 98% cilyyaeB yCTaHOBUTH
tun myrtanuu B reHe CFTR, uyBctBuTensHOCTH — 97,3%, cnemmduunocts — 100%.
Jlo’)KHOOTpHIIATENIbHBIE PE3YJIBTATHI XapaKTePHBI JJIs MPOTSKEHHBIX JENCIHUA/MHCEPIUN U
CJIOXKHBIX TEPECTPOEK B TETEPO3UTOTHOM COCTOSIHMH, 4TO TpeOyer mposeaeHus MLPA.
[Tonubiit oxBaT reHHoM auarHoctukou aereir ¢ MB B XMAO-IOrpe ¢ ucnosib30BaHUEM
HRMA 103BOJMII yCTaHOBUTH CIENYIOIYI0 CTPYKTypy Mmytanuii B rene CFTR: 51,4% -
F508del; 5,4% - 1677delTA,; 4,5% - E92K; no 3,6% - CFTRdele2,3 u R1066C; no 1,8% -
L138ins, S466X, R1070Q, L467F; cymmapHas amieibHass 4acToTra 27 pEaKuX MyTalid
(gactota kaxaou 0,9%), cocraBuna 24,3%.
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NPAKTUYECKHUE PEKOMEH/JALIUU

1. Jenapramenty 3npaBooxpaHeHuss XMAO-IOrpsl u permonansHoMy 1ieHTpY MB
PEKOMEHIYETCS: YYHUTHIBATH YCTAHOBJICHHBIE DIUIAECMHUOJIOIMYECKHE Mokaszarean MB npu
IJJAHUPOBAHUHU KaJPOBBIX U MAaTEPUAIBHBIX PECYPCOB I OKa3aHUS MEIUIIMHCKON ITOMOILH
netsam ¢ MB.

2. [leqmaTtpaM, OKa3pIBAIONIUM MEAWIIMHCKYIO MTOMOIIH AeTsIM ¢ MB, pekoMeHayeTcs
YUUTHIBATh KIIMHUYECKHUE OCOOCHHOCTU TEUYEHMsI 3a00J€BaHUSl B 3aBUCUMOCTH OT BO3pacTa
ITIOCTAHOBKM JIMarHo3a y MalHUeHTOB ¢ HaM4ueM win orcyrcrBueM HC npu miranupoBanuun
U OCYHIIECTBICHUU JIEUeOHO-MPODUIAKTHIECKUX MEPONPUATUN. MeauKo-TeHeTHUeCKOM
koHcynpTaun bY XMAO-IOrper OxpyxHOW Kapauosormdecknid aucnancep «LleHTp
JUArHOCTUKU U CEPACUYHO-COCYAUCTON XUPYPrUM» PEKOMEHIYETCS:

- BHeJpeHue paszpaboraHHoil mporpamMMmbl OBM mno ompezaeneHuto pedepeHCHBIX
3HaueHud UIPT ¢ nenbro cokpamieHust JOKHOMOI0KUTEIbHBIX PE3YJIbTATOB TECTA U 3aTpaT
Ha JajdbHEWINUX JTamax AuarHocTuku MB (peTecT, MOTOBBIM TECT, MOJEKYJISPHO-
TeHeTHYEeCKasl TMarHOCTUKA);

- BHeapenue Meroga HRMA ¢ mocneayrooniuMm cekBeHupoBaHueM 1o CaHrepy ist
MOBBIIICHUS KAauyecTBa MOJIEKYJSPHO-TEHETHUYECKOM JUarHOCTUKK 3a00JieBaHMsI Ha
PErMOHANIBbHOM YPOBHE W CHIKEHHUS TMOTPEOHOCTH B JOPOTOCTOAIIEM OOCIEOBaHUHM B
denepanabHBIX LIEHTPAX.

CIINCOK PABOT, OITYBJINKOBAHHBIX 11O TEME JUCCEPTAIIUN
Cnucok pabom, onyoIuKo6aHHBIX 8 HCYPHANAX,
pekomenoyemvix BAK Munucmepcmea oopazoeanusn u nayku P@

1. JounukoB, M.FO. HeoHaTanpHBII  CKPUHUHT W  TE€HHas  JUArHOCTHKA
MyKOBHCIHZ03a B XaHThI-MaHCHiickoM aBTOHOMHOM okpyre-lOrpe (ctates) / M.IO.
HNonnukos, JIL.LH. Kombacun, WM.A. VYpmanuea, B.B. MemepskoB // Memuuuna u
obpazoBanue B Cubupu. — 2015. — Ne 3. — URL:  http://ngmu.ru/cozo/mos/article/text_full.
php?id=1810 (mata obpamenus : 01.02.2020).

2. ounukoB, M.IO. [Torck reHHBIX MyTamuil MPHU MYKOBHUCITHI03€ Y JIETCH METOJI0M
aHanmu3a KpuBbIX IutaBieHus (ctaths) / MLIO. Jlonnukos, B.B. MemepsikoB // Cubupckuii
HAyYHBIA MeTUIIMHCKUH KypHasI. — 2018. — Tom 38. — Ne 2. — C. 13-21.

3. JonnukoB, MLFO. Ontumuzanus HEOHATAJLHOTO CKPUHHUHTAa MYKOBHCIIHJ03a B
pernoHanbHBIX ycioBusax (craths) / M.IO. Jlonnukos, B.B. MemiepsikoB // Jloktop.Py. —
2019. — Ne 9 (164). — C. 6-12.

4. Nounuko, M.FO. KinuHuko-snuaeMuonoruaeckiue ocoOEHHOCTH MYKOBUCIIHI03a
y J€Tei B yCIOBUSAX BHEJPEHUS €r0 HEOHATAILHOTO CKpuHUHTA Ha puMmepe XMAO-IOrpsr
3a mepuog 2012-2018 r.r. (crares) / M.IO. lonnukos, H.A. Canyk, B.B. Memepsikos //
Bectauk Cypl'Y. Memununa. — 2019. — No 4 (42). — C. 21-28.

Cnucok pabom, onyo1uKOBAHHBIX 8 HCYPHATIAX 0a3bl OAHHBIX SCOPUS

1. lonnuxoB, ML.IO. Jlerekuust Mytamuii mpu MykoBuciugose B rene CFTR y
HOBOPOXIEHHBIX JieTeii B XaHThbI-MaHCHIICKOM aBTOHOMHOM okpyre-tOrpe (tesucwr) /
M.IO. JonnukoB, B.B. Memepskos, JI.H. Kombacun // Poccuiickuii BecTHuk
[Tepunaronoruu u [lequarpun. — 2017. — T.62, Ned4. — C. 168-169.

2. Donnikov, M.Y. Fast detection of CFTR mutations in dried blood spots of
newborns in Khanty-Mansi region (Russia) (te3uce) / M.Y. Donnikov, V.V.
Mescheryakov, L.N. Kolbasin // Journal of Cystic Fibrosis. — 2018. — Vol. 17. — Suppl. 3. —
S61.
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3. MonnukoB, M.FO. CpaBHuUTE/IbHAS XapaKTEPUCTHKA JCTEH C MYKOBHICIIHIO30M B
rpynmnax ¢ HEOHaTaJbHbIM CKpUHUHIoM M 0e3 Hero (te3ucsl) / JlonnukoB M.IO., Caiyk
H.A., MemepsikoB B.B. // Poccuiickuii BecTHUK mepuHatonorud u neauarpun. — 2019, —
Tom 64. — Ne 4. — C. 190.

4. lonnukoB, M.IO. beicTpas reHeTHYecKas JAMArHOCTHKA MYKOBHCIHAO3a Y
HOoBOpOXAeHHBIX B XMAO-IOrpe (tesucsr) / JlonaukoB M.1O., MemiepsikoB B.B., Caiyk
H.A., Konbacun JIL.H., KoBanenko JI.B. // Poccuiickuii BECTHHUK TEPUHATOJIIOTHH U
neauatpun. — 2019. — Tom 64. — Ne 4. — C. 221-222.

5. Donnikov, M. Effective neonatal genetic diagnostics of cystic fibrosis in Khanty-
Mansi region (Russia) (tesucsr) / M.Yu. Donnikov, V. Mescheryakov, A. Vorobev, A.
Popov, N. Satsuk, L. Kolbasin, D. Lozhkin, N. Kuntsevitch, L. Kovalenko, I. Urvantseva //
European Journal of Human Genetics. — 2019. — Vol. 27. — Suppl. 2. — P. 1630-1631.
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1. JounukoB, M.FOQ. OmneiT opranuzaiuu  u  3(PGEKTUBHOCT, HEOHATAIBLHOTO
CKpPUHHMHTa W MOJICKYJISIPHOW JUArHOCTUKU MykoBuciumo3a B XMAO-IOrpe (te3ucsr) /
M.IO. Honnukos, JI.LH. Konbacun, M.A. Ypsanuera, B.B. Memepsikos, H.A. T'niabuuy //
Tesucet VII Konrpecca memuatpoB ctpan CHI' «Pebenok u 001iecTBo: MpoOIeMBI
3I0pPOBBS, pa3BUTHUs U uTanus», r. Coun, 23-24.10.2015. — C. 29.

2. lounuxkoB, M.IQO. Bamupganus  METOIMKM  PACHIMPEHHOTO  MOJEKYJSPHO-
reHetTudyeckoro ananuza reHa CFTR y nmereilt ¢ MykoBuciugo3oM B XaHThI-MaHCHICKOM
aBTOHOMHOM okpyre-lOrpe (tezucel) / M.IO. Jonnuko, JIL.LH. Konbacun, B.B.
MemepsikoB, H.A. Camyk, U.A. Vpanuesa // Tesucsl XIII HanuonampHOTO KOHTpecca
«/IHHOBAaLIMOHHBIE JOCTWKEHUSI B JUArHOCTHKE M TEpalud MYKOBUCLHI03a», T. Ceprues
[Tocan, 27-28.04.2017. — C. 56-57.

3. JonnuxoB, ML.IO. Ilouck mytamuii B rene CFTR meromom HRMA y nereit c
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Cnucox TEpMUHOJIOTHYECKUX COKPALLICHH I

r/IHK — reromnas JIHK (ne3oxkcupuOoHykiIenHOBas KUCIOTA)

NPT — uMMyHOpEaKTUBHBIA TPUIICUHOTEH

MB — mykoBuCIIUI03

[IITY — nnaBaromui NOporoBbii ypoOBEHb

[P — nonumepasHas LienHas peakius

®OITY — dhuKCcUpOBaHHBIN MOPOTOBHIN YPOBEHB

CFTR — cystic fibrosis transmembrane regulator (TpancmeMOpaHHBIH pETyIITOp
KHCTO3HOTO (hudpo3a (MyKOBHCIIHI034))

HRMA — high resolution melting analysis (amanu3 KpuBBIX ILIaBJIEHHS BBICOKOTO
paspericHus)

MLPA — multiplex ligation-dependent probe amplification (ammardukars
MYJIbTUIUICKCHBIX JIUTHPYEMBIX 30HIOB)

NPV — negative predictive value (mporHocTHYHOCTH OTPHUIIATEIIHLHOIO PE3yJIHTATA)

PPV — positive predictive value (mporHoCTUYHOCTD MOJOKUTESIIBHOTO PE3yJIbTaTa)

Se — sensitivity (4yBCTBUTEILHOCTH)

Sp — specificity (cnerupudaHOCTb)
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