UHDOOPMALNS

Pa3Burne HOBBIX TEXHOJIOTHIA B JUATHOCTHKE M JI€YeHUH JeTCKux 0oJiesueit B PI'BY
«Mockosckuit HUU neauatpuu u aeTckoii xupyprun» Munsapasa Poccuu B 2013 1.

A Ilapeeopodues, B.B. laun, B.M. Po3unos, 3.K. 3emaanckas, A.M. Ilueosaposa,
M.B. Jlebedenkosa

Hay‘-IHO-I/ICCJ'Ieﬂ,OBaTeJ'IbCKI/IVI KITMHNYECKNI MHCTUTYT neanaTtpun, Mockea

Development of new technologies in the diagnosis and treatment of childhood diseases
at the Moscow Research Institute of Pediatrics and Pediatric Surgery, Ministry of Health
of Russia in 2013

A.D. Tsaregorodtsev, V.V. Dlin, V.M. Rozinov, Z.K. Zemlyanskaya, A.M. Pivovarova,
M.V. Lebedenkova

Research Clinical Institute of Pediatrics, Moscow

IIpeacrapieHbl HAy4YHbIE JOCTHXKEHUS ¥ Pa3pad0TKU MHCTUTYTA 32 2013 1., moJiyyeHHble B paMKax BbinoJHeHus [ocyaapcTBeHHOro
3aJlaHUA ¥ 10 HHUIIMATHBHBIM M ACIIMPAHTCKUM padoTam. [1oapoOHO onmucaHbl MOJTyYeHHbIE IPHOPUTETHBIE Pa3PAOOTKH HA OCHOBE
HCIOJIb30BAHMS MEIMIMHCKUX TEXHOJOTHIA B 00JIACTH THATHOCTHKH, JIEYEHHS, MPOrHO3a H peaduanTanun 3a00/1eBaHMil I1€TCKOro
BO3pacTa ¢ ykazanuem ux dpdexkrusnoctu. IIpennoxensl 11 BHeAPEHHsT HOBbIE MApKePbI IPOrPecCMPOBAHMS, HOBbIE H YCOBEPLIEH-
CTBOBaHHbIE METOIbI TEPANMH, 000CHOBAHBI COBPEMEHHBIE MOIXO/bI K MPEAyNPEKIECHHIO POrPECCHPOBAHNS 3200/I€BAHMIA Y ieTei
Pa3HOro BO3pacra.

Knrouegvie crosa: demu, nayunvie uccie0o8anus, npuopumemuble paspabomiu.

The paper presents the 2013 Institute’s scientific achievements and developments made within the framework of the State Task
in Initiative and Postgraduate Works. It describes the priority developments obtained using technologies in the diagnosis, treatment,
prediction, and rehabilitation of childhood diseases with their efficiency being indicated. New progression markers and novel and
improved therapeutic options are proposed for introduction; current approaches to preventing disease progression in children at dif-

ferent ages are substantiated.
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Hau6onee aKTyaJIbHOI 3amaveil reauaTpum siBIsieTCs
MpoGUIaKTUKA JETCKOM MHBAIMIHOCTH WU (haKTO-
POB, TIPUBOISIINX K €€ Pa3BUTHIO B CaMble paHHME Tepy-
OIIbI 3KM3HU. Beaylnmymy mpuarHaMy WHBAJTUIHOCTY Y Jie-
Tell OCTAIOTCST BpOXKIACHHAST M HACIEICTBEHHAS ITATOJIOTHSI,
XPOMOCOMHBIE 0O0JIe3HU, TATOJIOTUSI BHYTPUYTPOOHOTO
U TIEpUHATATBHOTO TTEPUOIOB. Y IeTeil CTapIInX BO3pacT-
HBIX TPYII aKTyaJIbHBI SHAOKPUHHBIE HAPYIIEHUSI, TIPUO-
OpeTeHHasT COMaTUJecKast IaToJIOTHsI Y TpaBMaTHU3M.
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B nocneanue roapl pactet yactora 3a00JeBaHUI SH-
MOKPUHHOW CHUCTEMBI, HapylleHW THUTaHWs, OOMeHa
BEILECTB U UMMYHUTETA, 0OJIe3HEH KOCTHO-MBIIIEYHO
CUCTEMbl U COCTMHUTENIbHONM TKaHU, 00Jie3HEN OpraHoB
MUIIEBAPEHUsI, MOYEMNOJOBON CHUCTEMbI, TMHEKOJIOTHU-
YyecKux 3a00JieBaHUI, BPOXIEHHBIX aHOMaJIUil pa3BuU-
Tusi. COXpaHSIIOT aKTyaJIbHOCTh BOMPOCH (PU3UOJOTUU
U TaTOJIOTUM POCTA, HEPBHO-TICUXUYECKOTO U MHTEN-
JIEKTYaJIbHOTO DPa3BUTHUSI peOEHKa, KOTOpbIe 3aBUCST
OT HACJIE/ICTBEHHON TPeapacnoyoXeHHOCTH, MUTaHUS,
BOCTTUTaHUSA U Jp.

JUTs M3ydeHrsT TIPUYWH, BIMSIOIIAX Ha 3M0POBbE Je-
Teil, HEOOXOAMMO TPOBEACHUE SIUAEMUOJOTUYECKUX
1 TCHeTUYECKUX WCCIICIOBAaHUN ¥ OpraHU3aIlusl MOHM-
TOPUHTA COCTOSIHUSI 3J0POBbSl. B OCHOBY MOHUTOpPUHTA
TOJDKHBI  OBITh 3aJIOKCHBI JETCKMEe KOHTHUHTEHTHI, CO-
BPEMEHHBIC TEXHOJIOTUU, KOMITBIOTEPHBIC CHUCTEMBI, pe-
TUCTPBI O BUJAM IaTOJOTMYECKUX COCTOSIHUI C y4eTOM
3 beKTUBHOCTY TTPODUIAKTUKY, TMATHOCTUKH, TepaTTun
U cUCTeMa peabUIUTAIIMOHHBIX MEPOTTPUSITUIA.

Kuucny HaydyHbIX COCTaBJSIIONIMX, OOBEAUHSIOLIUX
HCCJIeIOBaHUSI B Pa3IMUHbIX O0JACTAX MeAUaTPUU, OT-
HOCUTCSI M3YyYEHUE PUCKA BO3HUKHOBEHUSI U MPOTpec-
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Llapeeopor)uee Aﬂ u coagm. Pa3BuTHE HOBBIX TEXHOJIOTHI B AMATHOCTUKE U JICYEHUU TETCKUX OONE3HEHA. .

CUPOBaHMSI XPOHMYECKUX OOJIe3HEN Y AeTeld, a Takxke
pa3paboTKa TEXHOJOTUN WX JIEYEHUS U peabuauTaluuu
JUTSL IpeaynpexaeHus: nHBatuaHoctu. Ocoboe BHUMA-
HUe obpaniaeTcs Ha pa3paboOTKy HOBbIX TEXHOJIOTUH MPO-
(unakTUKKU U Tepanuu COLMAIbHO 3HAYMMBbIX OOJie3Hel
JIETCKOTO BO3pacTa Ha OCHOBE MCCJIEOBAHUSI KIMHUKO-
MaTOreHeTUYECKUX MEXaHU3MOB HACJEeICTBEHHBIX (hopM
MaToJIOTMM HEPBHO-TICUXUYECKOTO U (PU3UYECKOTrO pas-
BUTUS ieTeil. Ha coBpeMeHHOM YpOBHE Pa3BUTHSI TEXHO-
JIOTUH aKTyajibHa MpobJjeMa AMArHOCTUKU, B TOM YKCIIE
U paHHEW, W pa3paboTKa U BHEIPEHHWE HOBBIX METOAOB
Jie4eHUs JeTei ¢ HAClIeNCTBEHHbIMU U peIKUMHU (OpdaH-
HBIMU) OOJIE3HSIMM.

B cooTBeTcTBUM  CcO cTpaTerueil pa3BUTHSI  MeIdu-
LIMHCKOW Hayku B Poccuiickoit @enmepaniii Ha TIEpUOL
1o 2025 1., Tae TIaBHBIM HampaBJIEHUEM SIBJISIETCSI pa3BU-
THE MEPEeNOBbIX TEXHOJOTUIl M BHEAPEHUE HA UX OCHOBE
MHHOBAIIMOHHBIX POAYKTOB, 00ECTIEYMBAIOLINX COXPAHE-
HUE U yJIy4dllIeHUE 300POBbsI HACEJIEHUSsI, HEOOXOIMMa aK-
THUBHas pa3paboTKa U BHEAPEHUE B IPAKTUUECKOE 3PABO-
OXpaHeHUe WHHOBALIMOHHBIX TexHosoruit. HakoruieHue
(byHIaMeHTaNIbHBIX 3HAHWI TMO3BOJUT HE TOJbKO BBISIB-
JIATh 3aKOHOMEPHOCTH Pa3BUTHS MATOJOTMUYECKOTO MpO-
11ecca OCHOBHBIX 00JIe3HEH IeTCKOro Bo3pacTta, HO U CBO-
€BPEMEHHO  TPOBOAUTH  JieueOHO-NIPODUITIAKTUYECKIE
MEPOTPUSTHSI.

Mockosckuit HUWM nemmatpum u neTckoii Xupyp-
ruu (HeiHe HayuyHo-uccrienoBaTeNbCKUil KIMHUYECKUI
WHCTUTYT TMEAUATPUU) KaK FOJIOBHOE YUPEXAECHUE HayKu
MuHucTepcTBa 3apaBooxpaHeHust Poccuiickoit demepa-
LIMM Ha MPOTSIKEHUU MHOTMX JAECATUIETUI 3aHMMAaeTcsl
KaK pa3paboTKOii, TaK W BHEAPEHWEM WHHOBALIMOHHBIX
TEXHOJIOTUI B MENUATPUUECKYIO U XUPYPIMUECKYIO TMpa-
kTUKY. B 2013 . B MUHCTUTYTE MPOBOAUIUCH HAYYHbIE UC-
cienoBaHus 1o locynapcTBeHHOMY 3aIaHUIO (YTBEPXKICHO
MunznpasoB Poccun 29.12.2012 1) 10 TpeM OCHOBHBIM
HanpaBIeHUSIM:

1. dyHnaMeHTaTbHBIE WCCICIOBAHUS Ha TeMy: «BbI-
SIBJIEHUE TEHETUYECKUX M MeTabOJIMYeCKUX HapylleHUi
rOMeOoCTa3a, yCTaHOBJIEHUE UX POJIU B (POPMUPOBAHUU 3a-
0oJieBaHUIA M MATOJOTMYECKUX COCTOSIHUI y eTeii».

B pamkax 3Toro HanpaiaeHus1 § HAyYHbIX MOApa3aesie-
HUWI1 THCTUTYTA UCCJIEI0OBAIN:

*  TEHeTUYECKUi MosuMopdu3M U MaToreHe3 Ha-
CJIeCTBEHHbBIX 00JIe3HEel 0OMeHa BEILIEeCTB y JeTel;

*  MEXaHu3Mbl (PYHKIIMOHAIBHBIX U YJIBTPACTPYK-
TYpHBIX HapyIIEeHWI MUTOXOHIAPUI 1 META0OIUYECKUX
(sHepreTuyeckux) neeKTOB y AeTell ¢ HACIEICTBEHHBIMU
3a00JICBAHUSIMY;

*  TeHOMHbIE MEXaHU3MbI NTATOreHe3a Mpy UIMOoMNa-
TUYeCKUX (hOpMax YMCTBEHHOI OTCTAJIOCTH U ayTU3Ma;

*  MAaTOreHeTUYeCcKue BapUaHThl TYOEPO3HOIO CKJle-
po3a B 3aBUCUMOCTU OT MyTallMOHHOTO MoJuMopdusma
TeHOB TyOepUHa U raMapTUHa;

*  pojb 303uHOMWICTIENN(PUIECKUX UHTEPJICHKU-
HOB U XeMOKHUHOB B (pOPMUPOBAHUU AJLJIEPTUUECKOTO BOC-

MaJjieHusl, CBI3aHHOTO ¢ MHOXECTBEHHOI WHTOJIEPaHTHO-
CTBIO K TIMIIIEBBIM U TTBLUTBIICBBIM aJlIepTeHaM;

*  OCODEHHOCTM KapAWMOBACKYJISIPDHOU MaToJIOruu
1 MEXaHU3MOB €€ Pa3BUTHS Y IETEN C XPOHUYECKUMMU TPO-
TPECCUPYIOIIMMU OOJIE3HSIMU MOYEK.

2. DKcnepuMeHTalIbHbIE MCCIeT0OBaHusT Ha TeMy: «OT-
paboTKa TEXHOJOTUM BEHTPUKYIOCYOrajlealIbHOTO IPEHU -
pPOBaHWs Ha MBIIIIAX C UCKYCCTBEHHOW Tuapoledateii»
BEAYTCS B OTJCJIEHUN HEHPOXUPYPTUU.

3. Ilo HanpaBieHuo «OpraHu3alMOHHOE U MH(pOpMa-
LIMOHHOE o0ecreueHre MOJIEPKKU (BYyHAAMEHTAIbHbIX,
MPUKJIATHBIX HAyYHBIX WCCIICIOBAHWM ¥ SKCIIEPUMEH-
TaJIbHBIX Pa3pabOTOK» MCCIeTOBAHUS BBIMTOJHSUIACH 5 Ha-
YUHBIMU MOAPA3ACACHUSIMHU 110 4 paznenam:

. reHoMHas HectradbuibHocTh JIHK, accomumupo-
BaHHas C UMMYHOJIOTUIECKVMM HapylIeHussMHu, B (op-
MUPOBaHWHY paTyualliOHHO-UHIYIIMPOBAaHHBIX K XPOHWYE-
CKHX cOMaTHuYecKux 3aboseBanuii aerei [—II mokoneHwmst,
MPOKUBAIOIINX Ha 3aTPSI3HEHHBIX PaIMOHYKIUIAMU Tep-
PUTOPUSIX U POKIEHHBIX OT 00Ty4YEHHbBIX POJAUTENCIA;

*  COBEpILICHCTBOBAHWE METOAOB BbIXAXKUBAHUS
IJTYOOKOHEOHOLIEHHbIX AETEH;

*  DNMIEMUOJIOTUYECKUI aHalM3 MYKOIoJMcaxa-
pumo3oB [—II Tumna y nereit B PO Ha ocHOBe KOMITBIOTEP-
HbIX MOHUTOPMHIOBBIX CUCTEM NMHAMMYECKOrO HaOJIIO-
neHust u hopmupoBaHust DeaepaaTbHOTO TEHETHUYECKOTO
perucTpa;

*  JIMarHOCTUKA CIIaeyHOM O0JIe3HU Y AETEH U UX Jie-
YeHue.

Kpome Toro, B HaydyHbIX MOAPA3ACIEHUSIX BBITOIHSI-
1otcst 6osee 30 HayYHBIX MHULIMATUBHBIX UCCICIOBAaHUM,
BKJItoYast 19 acrmupaHTCKUX paboT.

BenyumuM HampaBieHueMm B oGiacTd GyHIaMEHTab-
HO-TIPUKJTAIHBIX HAyIHBIX MCCIICIOBAHUI B MHCTUTYTE
SIBJISUTOCH M3yYeHUE HAC/IEACTBEHHOI MaTOJIOTUU Y IETE.
B 5TOM HanpaieHUU NOJIyYeHbl HOBbIE HAyYHbIe 3HAHUSL:

*  YCTaHOBJIEHO, YTO HauOoJjiee YacToil MyTaluei
Y POCCUICKUX OOJIBHBIX C KJIACCUYECKO TOMOLMCTUHY-
puei okasajach OMMCaHHasi MyTallusl caiiTa crlalicuHra
— 1VS11-2a->c, otBeTCTBEHHAas 3a (hopMUpoBaHue B -3a-
BUCUMOI1 (hOpMbI TOMOLIMCTUHYPUU. JIBE HOBbIE MyTallUU
(¢.216-217delAT u c. 1560— 1569del CACCGGGA) 06ycnoB-
JIMBAIOT Pa3BUTHE TAKEIOTO B -pesucTeHTHOrO (heHoTHIA
C BBIP&XXEHHBIMU COCYIMCTBIMM HApYIICHUSIMUA W TSTKe-
JIOH IJIa3HOM MaToiorueit y 00IbHBIX;

. rnokaszaHa BO3MOXHOCTh TU(hdepeHIMPOBKY Ta-
TOTEHHBIX U HEMATOTE€HHBIX TEHOMHBIX MIEPECTPOEK Ha OC-
HOBe OMOMH(MOPMATUYECKOT0 aHAJIN3A;

*  BIEPBbIE C MIOMOILIBIO MOJIEKYJISIPHOTO Kapuo-
TUTIUPOBAHUS U OPUTMHATBHBIX OMOMHOOPMATHUECKIX
TEXHOJIOTUIA TTOKa3aHO, UTO MPU ayTU3Me TeHOMHbIE Tiepe-
CTPOMKM 3aTparnBaloT TeHbI-KOMITOHEHTHI TCHOMHBIX Ce-
Tell (pathways), OoTBeyarolIMX 32 KPUTUUYECKUE MTPOLIECCHI
pa3BuTHs U GYHKIMOHUPOBAHUS TOJJOBHOTO MO3ra, a TaK-
K€ YYBCTBUTEJBLHOCTD K Crielin(UIeCKUM JIEKAPCTBEHHbIM
npenaparam u,/uau OMOJOrMuYeCKU aKTUBHBIM BELIIECTBAM;
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*  ycraHoBieHO, 9yTo CNV! y neteii ¢ ayTU3MOM 3a-
TparuBaloT TeHbl U TEHHBIE CETHU, PETYIUPYIOIINE TPOLIEC-
Chl KJIETOYHOTO 1IMKJIa M 3allporpaMMUPOBAHHON rvbesu
KJIETOK T'OJIOBHOTO Mo3ra (aronTo3d). [TomyyeHHbIe pe3yiib-
TaThl SIBJSIIOTCS OCHOBOM JJISI MUTOTUYECKOM KOHLICTIIIUK
raTroreHe3a HEPBHBIX U IICUXWYECKUX 3a00JIEBaHUIA;

. KapTUPOBaHbI M aIalTUPOBAHbI TPU CO3MAHHBIX
caiircierupuuHbix KocMuaHbix U PAC JIHK-30HImOB
U3 OPUTMHAJILHON KOJIJIEKIIAM JUTSl TUarHOCTUKU MUKpOa-
HOMAaJIMi1 XpOMOCOM;

*  pa3paboTaH aJrOpuTM HEWHBAa3WBHON JWArHo-
CTMKM BapMaHTOB CHHIpOMa YIJIMHEHHOTO WHTEpBaja
Q—T, ocHOBaHHBII Ha (PEHOTUITMYECKOI IKCIPECCUM Te-
HETUYECKMX BApUMAHTOB CUHIPOMAa, TOUYHOCTb TUArHOCTH-
KU ¢ IpMMEHEHUEM JaHHOTO aJIfOpUTMa Jocturaet 92%:;

*  JIOKa3aHa CHeHU(PUIHOCTh KapaAuOMMUONATUU
TPU TIPOTPECCUPYIOLINX MBIIIIEUHBIX TUCTPOGUSIX Y ACTEM.
IMopaxeHue cepnevyHO-COCYAUCTON CUCTEMbl HOCHUT TIe-
TEPOTEHHBIN XapakTep, JAeTEPMUHUPOBAHHbBIN MyTalldei
reHa, OTBETCTBEHHOTIO 3a BbIpaOOTKY CTPYKTYpHOIO OeJjiKa
MBIILIEYHON TKaHU;

*  YCTaHOBJIEHbI OCOOEHHOCTU TTOPAXKEHUST cepaey-
HO-COCYIIUCTOM CUCTEMBI Y IETEN C CUHAPOMOM AJIbIIopTa
U C ayTOCOMHO-JIOMUHAHTHOM MOJIMKCTO3HOM 00JIE3HBIO
novek. [TokazaHa BbICOKasl YaCTOTa apTepHUaIbHOM rUIep-
TEH3UM YXKe B IETCKOM BO3pacTe, IPUBOASIIEH y YaCTH Jie-
Tel K IMOpPaXXeHUI0 OPraHOB-MUIIEHEH C pa3BUTHUEM Kap-
JITMOMMOTIATUU;

. IPYU QyTOCOMHO-TOMUHAHTHON TTOJIMKUCTO3HOM
0o0JIe3HY MoYeK 00JIee YeM B MOJIOBUHE CITy4aeB BbISIBIISIET-
csl IuaTalsi KOpHSI aOpThl, COMPOBOXKIAOIIASICS qUja-
Tauueit (puOPO3HOro KoJiblia KJlaraHa aopThl C AMACTOJIM -
YeCKUM TTpoJlabupoBaHNe CTBOPOK a0PTaJIbHOIO KJlalaHa;

. MPEeIJIOXKEHbl HOBBIE TTOAXOAbl K AMArHOCTUKE
U OLIEHKE TSKECTH MAaTOJIOTMYECKUX COCTOSTHUI TTPU MUO-
MMaTUSIX Y OMpeesieHbl IIPOrHOCTUYECKUE KPUTEPUM TeUe-
HUSI MUOIIaTUYECKUX polieccoB. [IpemioxkeHbl BApUaHThI
MEIMKAaMEHTO3HOI Teparuu C y4eToM JIMCIHepreTuye-
CKUX COCTOSTHUIA;

. pazpaboTaHbl  KpUTepUU  MOPGOJOrMUeCcKOit
nuddepeHINATBHOM TUarHOCTUKU BPOXKIEHHOW MMO-
MaTUM LEHTPAJIbHOIO CTEPXKHS, BPOXIEHHONH MHOTO-
CTEP>KHEBOI MHUONATUM, BPOXICHHON CapKOTyOYyIsIpHOM
U MATOXOHIPUATILHOM MUOIIATHI.

BaxkHbIM TpOMOJLKEHUEM HAyYHBIX MCCIeI0BaHUI
OCTaeTCsl M3ydyeHUE HapylIeHUs! KJIETOUHOM 3HEPreTUKuU
U TI0Ka3aresieil, oTpaxalolldX COCTOSTHUE 3HepreTuye-
CKOro oOMeHa IMpu pas3InvHbIX 3a00eBaHusIX. B aTOM Ha-
MpaBJEHUU TIOJIyYEHBI CJICAYIOIIME TPUOPUTETHBIC pa3pa-
OOTKHU 1 HOBbIE HayYHbIC 3HAHUSI:

*  JIOKa3aHa AMarHoCTUYecKasi 3HAUMMOCTb OIpe-
neJeHrsT TIoKasaTeJield CBOOOMHOIO KapHUTHWHA W allvii-
KapHUTUHOB B KPOBM JIJIsI PAHHETO BBISIBJICHUSI HE TOJIbKO
MMTOXOHIPUAIBHBIX OO0JIE3HE, HO U APYTUX HacIeaCcT-

! Copy-number variation — Bapualust 41cjia KOIMUi XPOMOCOMHBIX
CETMEHTOB.

UHDOOPMALNS

BEHHBIX OoJsie3Heli oOMeHa BellecTB (TyOysornaTuii, op-
TFaHUYECKUX aluaeMuii, Ae(eKTOB TpaHCIIOPTa W OKUC-
JIEHWSI XXMPHBIX KUCIIOT). BEImeneHbl maToreHeTUyecKue
pa3IMIMs HEeTOCTATOYHOCTH KapHUTHHA TIPH YKa3aHHBIX
3a00JIeBAaHUSIX: HApyIIEHUsT KJIETOYHOTO TpaHCIopTa
1 KaHAJIbLIEBOM peabcopOLMy KapHUTHUHA, TOBBIIIEHHOE
pacxoJoBaHMWE U UCTOIIEHNE TKAHEBBIX 3aI1aCOB, 9K30TEH-
HbIil neuuuT. BhisiBIeHa HEIOCTaTOYHOCTh YOMXMHOHA
MPY MUTOXOHIPUATBHBIX 3a00JIEBAHMSIX;

*  BBIIEJIEHBI Ba BapuaHTa HapylIeHUs KapHU-
TUHOBOTO OOMEHA TpU KapIUOMUOMNATHUSAX C KIMHUKOM
XPOHUYECKOM ceprevHoit HemoctaTouyHoCcTH: 1. CHike-
HUe OOIIEero YpOBHSI KAPHUTUHA 32 CYET HU3KUX 3HAYCHUIA
CBOOOIHOTO KAPHUTUHA U /WU allUJIKapHUTUHOB. 2. Hop-
MaJIbHbIE MOKa3aTe/ 1 0011Iero KapHUTHHA Ha (hoHe aucha-
JIaHCa CBOOOIHOTO KApHUTWHA 1 allMJIKAPHUTUHOB;

*  Hayata pa3paboTKa JMarHOCTUYECKUX MapKe-
POB TIPEIPACIIONOXEHHOCTA K HACJIENCTBEHHBIM 3a00-
JIEBAaHMSIM Yy IeTeii Ha OCHOBE W3y4eHUsT WHAVBUIYaTb-
HBIX OCOOEHHOCTel MeTabojm3Ma C IIOMOINbBIO aHan3a
XpOMAaTOrpaMM W IIPUMEHEHUST METOIOB METabOJIOMMKHU
U MHTEJJIEKTYaJTbHOTO aHaIN3a JaHHBIX;

*  TIOKa3aHO KJIMHWYECKOe 3HAYCHUE WCCIIeIoBa-
HUS TOKa3aTeJiell KapHUTMHOBOTO OOMeHa y JIeTell ¢ ru-
MepakTUBHBIM MOYEBBIM ITy3bIpeM. OO0CHOBAaHO Ha3HAUe-
HUe TIpernapaToB L-KapHUTHHA Y 3TUX MMALIMEHTOB;

Pazpabotka, BHenpeHMe U onpernencHre 3¢hheKTUBHO-
CTH HOBBIX METOJOB TePaIiy MHBATMAN3UPYIOIINX 3a06071e-
BaHWI y JeTeil SIBIsIeTCS OOHUM M3 HanboJee aKTyaJlbHBIX
Ppa3MenoB HayYHO-KCCIICIOBATENThCKOM paOOTHI B MHCTUTYTE:

*  pa3paboTaH CTaHIAPT CHCIMATU3NPOBAaHHOMN Me-
TULIMHCKOW TTOMOINM AETSIM IpU TYyOepO3HOM CKJIepo3e
U TIOATOTOBJIEHBI HALIMOHAJIbHEIE pEKOMEHIAIINY TT0 Jrar-
HOCTHKE ¥ JICYCHHMIO TYOEPO3HOTO CKIIepOo3a Y IeTel;

. nokazaHa 3¢h(EKTUBHOCTb UMIUIAHTALUU CTU-
MyJISITOpa OJyKIaroIlero HepBa y AeTeil ¢ (hapMakopesn-
CTEHTHOM 3MUJIETICUEH;

. olieHeHa 3¢ (GEKTUBHOCTb UM MEPEHOCUMOCTh
3BEepoJIMMYyca TPU aCTPOLIMTOMAX | aHTMOMMOJIUIIOMAX,
aCCOIMUPOBAHHBIX C TYOEPO3HBIM CKIIEPO30M, B paMKax
MEXXIYHApOIHOTO UCCIIEIOBAHNSI;

. npoBeeH aHain3 3HGEKTUBHOCTU —Tepanuu
OPOHXUATBLHOM aCTMBI KCOJIAPOM C YYE€TOM IISITHJIETHETO
KaTaMHe3a;

*  TIpeICTaBJicH COBPEMEHHBI HayUHbIIA aHAIN3 UC-
MOJIb3YEMBIX Y IETe MYKOJUTUIECKUX M OTXaPKUBAIOIIMX
bapMaKoJIOrMYECKUX CPEACTB, pa3padboTaH audhepeHII-
POBaHHBIN MOAXOMA K X HAa3HAYEHUIO TIPY Pa3HOOOPa3HOI
OpOHXOJIETOYHOI TTATOJIOTUH;

*  TIpeIOXEHBI HOBBIE BJIEKTpOKapavorpadude-
CKUE 1 9XOKaparorpaduuecke MapKephbl pMCKa pa3BUTUS
SKU3HEYTPOXKAIOIINX apUTMUIL Y IeTeil ¢ CUHAPOMOM YII-
JIMHEHHOTO MHTepBaja Q— T M ONNTUMU3UPOBAHbI ITOKA-
3aHUS K UMITIAaHTALIMM KapauoBepTepa-aehuopuuIsITopa.

Psin uccnemoBanuii ObUT MOCBSILEH TTpobeMaM paH-
Hell IMArHOCTMKU 3a00JieBaHUI, OIpPEIeIECHUs TsKe-
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Llapeeopor)uee Aﬂ u coagm. Pa3BuTHE HOBBIX TEXHOJIOTHI B AMATHOCTUKE U JICYEHUU TETCKUX OONE3HEHA. .

CTU, PaHHErO BBISIBJICHUSI MPOTPECCUPOBAHUST Mpolecca
U OCJIOXKHEHWIA:

*  TIPEIUTOXEHBI JJTSI KIIMHIIECKOW TTPAKTUKU KPH-
TEPUU NUATHOCTUKU HAPYIICHUS aianTallluy 3JEKTpruye-
CKOIl CHCTOJIbl XEIYJOYKOB K UBMEHEHUSIM CEepAEYHOro
putMa y aeteit; Paspaboran anroputm OKI-Tonuueckoit
JIUATHOCTUKM XEJTYTOUYKOBBIX apUTMMUIA Y TETEI.

*  TI0Ka3aHO, 4TO MpeACepAHbIl HaTpuilypeThue-
CKUIt TIENTUI SIBJIsIeTCSl Haubosiee YyBCTBUTEIbHBIM Map-
KEpOM pPEMONEJMPOBAHUS MMOKapAa, MO3BOJISIIOIIUM
JIMarHOCTUPOBATh HE TOJILKO BbIPaXKEHHbIE, HO U paHHUE
CTaiMy XpPOHWYECKON cepIeuHO HETOCTATOYHOCTH;

*  JIOKa3aHO, YTO KapAMOTPOITHOE JieueHue y 00Jib-
HBIX TIPOTPECCUPYIOIIMMK MBIIICYHBIMA TUCTPODUSIMU
HEOOXOIMMO HAYMHATH 10 BO3SHUKHOBEHUST KIIMHUYECKUX
MPU3HAKOB CEePACYHOI HEJOCTATOUHOCTU W /WU KIUHU-
YEeCKUX MPOSIBIICHUI HAPYIICHUI PUTMa U TIPOBOIUMOCTHU
cepua, MOCKOJIbKY Mociie 1e010Ta KIMHUYECKUX CUMIITO-
MOB 3¢ HEKTUBHOCTD JIEUEHUSI Masia, a BEPOSTHOCTb XKU3-
HEYTPOXalolMX COCTOSIHUI BEJIMKa,;

*  YCTaHOBJIEHbl PEKOMOMHAHTHbBIE AJIJIEPreHbl apa-
xuca (k Ara h8 u Ara h9), yacrora ceHCMOMIM3aIMU K KO-
TOPBIM MaKCHUMaJTbHA TIPU TSTKEITBIX (hopMax ajUuIepIim;

*  BbISIBJIEHA CBSI3b YPOBHS 203UHOGUIOB Niepuce-
pUYECKON KPOBU C KOHLEHTpPALME IIUTOKUHOB 203UHO-
(rIEHOTO BOCTIAJICHUS M TSDKECTHIO KITMHUIECKUX TTPOSTB-
JIEHUI1 aTOMUYECKOTO0 AepMaTUTa y IETei;

*  00OCHOBaHO TMPUMEHEHUE ONpEAESCHUSI YPOB-
HsI TPaHCANMUAECPMATBHON TTOTEpU KUIKOCTH 1 pH Koxku
TP BENEHUU NETell C TSOKEeBIM aTOTTMYSCKUM JIepMaTHh-
TOM;

*  ompeaesieHbl 3THoNIornYeckre HakTOphl U CIEKTP
KJIMHUYECKUX MPOSIBICHUI MUIIEeBOIi aHabUIaKCUU Yy Jie-
teit B Poccuiickoit Menmeparuu;

*  BBIIBJICHBI PSIUKTOPHI YACTOTO PEIIMIUBUPOBA-
HUSI U Pa3BUTUSI CTEPOUI3ABUCUMOCTH Yy IETEN CO CTEpO-
WIYYBCTBUTEITHHBIM HEPPOTUIESCKIM CUTHIPOMOM:;

*  CHCTeMaTHM3UPOBaHbl U JOCTYITHO Ipe/cTaBlie-
HBI [UTS IPAKTUKYIOIIUX Bpadeil MCITONb3yeMbIe METOIBI
OLIEHKN (DYHKIIMOHAJILHOTO COCTOSIHUSI OPOHXOJIETOUHO
cuctembl y aetei. OnpeneseHbl MOKa3aHUsl K UX UCTIOJb-
30BaHUI0, BO3MOXHOCTH U OTpaHUYEHMSI.

BaxHeiiimm pazaenom neauaTpuu sSBsIeTCs HEOHATO-
JIOTYS M BeICHUE JIETel ¢ HU3KOM U 9KCTPEMaIbHO HU3KOM
Maccoii Tena. MccnenoBanus, NpoBeIeHHbIE B UHCTUTYTE,
ObLTM HamMpaBjeHbl, MPEXIe BCEro, Ha BbISIBIEHUE OCO-
OeHHOCTell CTaHOBJIEHUsI (POPMUPOBAHUSI PUTMA CepALia
Y IMMYHHOU CHCTEMBI Y HEIOHOIICHHBIX IEeTe pa3iind-
HOT'O IeCTallMOHHOTO BO3pacTa, BKJIIoYast eTei ¢ HU3KOM
U 3KCTPEMAJIbHO HM3KO Maccoil Tesia MpU POXIEHUU,
U CpaBHEHUE 3THX ToKaszaTesell co 30POBbIMU HOBOPO-
>KI€HHBIMMU:

*  K3yyeHa AUHAMUKa CTAHOBJIEHUS BEreTaTMBHON
PErysiiMU  CEPIEYHOr0 pPUTMA U 2JIEKTPODU3NOIOTH-
YECKME XapaKTepUCTUKHU Y 3MOPOBBIX HOBOPOXIEHHBIX
o1 0 10 5 cyT XM3HU B paHHEM HEOHATaTbHOM MEPUOJIE;

*  YCTaHOBJICHBI OCOOCHHOCTH  (hOPMUPOBAHUS
pUTMa Cep/Ilia y HeIOHOIIIEHHBIX JeTe i pa3IMIHOTO recTa-
IIMOHHOTO BO3pacTa, BKIIIoYast JAETei C HU3KOM U 9KCTpe-
MaJIBHO HU3KOM Macco Tejia TIpy POKIECHUN;

*  TIOKa3aHO, YTO ITapaMeTphl UMMYHHOTO CTaTyca
Y HEOHOIIIEHHBIX JIeTel He OTIIMYAIOTCS OT TAKOBBIX Y JI0-
HOILUEHHBIX AieTelt yke ¢ 40-ii Heenu recTaluu;

*  BUHTepdEpPOHOBOM CTaTyce Y HETOHOIICHHBIX
JeTeil Ha TIPOTSDKEHUH TIEPBBIX 2 JIET JKU3HU COXPaHSIEeTCS
CHIXKEHME coliepKaHusl o01Iero MHTepdpepoHa, 0COOEHHO
raMMa-uHTepdepoHa ¥ B MEHBIIICH CTeIleH! aiibha-nH-
TepdepoHa, YTO OIpeesisieT BBICOKYIO MPepaciooXeH-
HOCTb 3TuX Aetelt Kk pazputuio OPBU;

*  pa3paboTaHBI TPEIIOKECHMS TI0 CHIDKCHUIO MJla-
JNEHYECKOM CMEPTHOCTU Ha OJIMKAUIIYI0 Y OTHAICHHYIO
TIePCIIEKTUBEI Ha OCHOBAaHUY aHAJIM3a BIUSHUS TIepexona
Ha HOBBIC MEAVITMHCKIE KPUTEPUN POKICHUS.

B nHCTHTYTE aKTMBHO pa3padaThIBAIOTCs 0a3bl TaHHBIX
W PETUCTPHI, TIPEXKJIE BCETO, ISl PSIKUX OOTe3HEIH:

*  BIEPBBbIC CO3MaH PETUCTP 1T MOHUTOPWHTA CO-
CTOSTHVISI 3[I0POBBSI IETEM, CTPaTAIOIINX MYKOITOJTUCAXapH-
no3amu [ u Il Tunos, B npouecce noyueHus hepMeHTO3a-
MEIAIOIIEN Teparnuu;

*  BIEPBBbIC BCTpaHE CO3MAH KOMITBIOTEPHBINA pe-
THCTp OOJBHBIX C PeIKUMU 3a00JICBAaHMSIMHM  JICTKUX,
BKJIIOUMBILUI JaHHBIE 00Jiee yeM Ha 300 mauneHToB;

*  TIPOBEICHO TeCTUPOBAaHME Oa3bl JTAHHBIX TSI aHA-
JIv3a POCCUICKOI MOMYJSIIMU MalMEHTOB € TYOEPO3HbIM
CKJIEPO30M;

*  Cco3maHa MyJBTUMEIWitHas WH(MOPMAIIMOHHO-
CITpaBOYHAsI CUCTEMa, ColepKaliasi CIIpaBOYHBIC MaTe-
pHUabl 110 COBPEMEHHBIM METoIaM peadWINTAllNK  Jie-
Te ¢ TEPMUYECKON TPaBMOM IS MOMICPKKA TTPUHATHS
peleHUui BpauoM O XapakTepe TadbHEUIero JIeYCHMS
TIPH OIICHKE ITOCIICOXKOTOBBIX PYOIIOB.

[IponokaroTcsT WCCIeNOBAHUS 110 U3YYEHUIO BITUSI-
HMS PaIVallMOHHBIX (DaKTOPOB Ha COCTOSTHUE 3I0POBBSI
JIETCKOTO HACEJIEHMUSI:

*  OmpelesieHO 3HaYeHKe penapaloHHOTO U aror-
TOTUYECKOTO TIPOIIECCOB B Pa3BUTUM W HAKOTUICHUW Te-
HoMHoli HectabunpbHocTu JHK npu dopmupoBanuu
pagraioHHO-MHAYIIMPOBAHHBIX XPOHMUYECKUX, COMATH-
YyecKux 3a0osieBaHui, Mytaluii de novo y neteit 1—II no-
KOJICHWSI, TIPOXWBAIONINX Ha 3aTPsI3HEHHBIX paTuoHY-
KIUAaMUA  TEPPUTOPHSIX U POKICHHBIX OT OOTyYeHHBIX
pOIUTEIEH;

*  JIOKa3aHO, YTO B OTAAJICHHbIE CPOKM TOCJE aBa-
pun Ha YADC B yCIIOBUSIX COXPaHSIOLIETOCs HEKOMITEH-
CHPOBAaHHOTO HOMHOTO NedUIIMTa W TeXHOTEHHOTO 3a-
TPSI3BHEHMSI OKPYKAFOIIel Cpeibl Y ITOTOMKOB O0TyIeHHBIX
ponureneit cpenu Mop(odyHKIIMOHATBHBIX HapyIIeHU
IIMTOBUIHOM XeJie3bl UMEIOT MECTO 300, y371000pa3oBa-
HMe, TpoTeKaloIre Ha (poHe aKTUBAIIMKU TPOIIECCOB aH-
TUTUPEOUIHOTO AHTUTEI000PA30BAHUSI.

IIponomkeHa pabota IO pa3BUTUIO U €KETOIHOMY
OOHOBJICHUIO (hbenepaybHOTO OaHKa JaHHBIX O AETSIX C Or-
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UHDOOPMALNS

PAaHUYEHHBIMU BO3MOXHOCTSIMU, aTakxke pa3padoTka
METOAUK U TEXHOJOTUIl KOMIUIEKCHON peadwinTauuu
1 COLIMATILHOM aJanTalvu JeTeli-UHBATUIOB B YCIOBUSIX
CEMbH.

BaxHbIM sIBASIETCS HE TOJBKO pa3paboTKa HOBBIX
METONOB IMATHOCTUKW W JICYCHUS, HO U UX BHEIPEHUE
B IIPAKTUYECKOE 3IPaBOOXpPaHEHUE. AHAIU3 BHEIPEHUSI
npuopuTeTHbIX paszpadborok MHWW nenuatpuu u aer-
CKOIl XWUpYpPruu TOKa3aj, YTO OOJIBLIMHCTBO HayYHBIX
OT/IEJIOB UHCTUTYTa aKTUBHO BHEAPSIET CBOU pa3pabOTKu
B pa3IMIHBIX pernoHax Poccuiickoit Penepamym (et-
CKMIl HAayYHO-TIPAKTHYECKUN IIEHTP IPOTHBOPAIMALIN-
OHHOW 3alIUThI, JIeTCKUii HAayYHO-MPAKTUIECKUI LEHTP
HapylIeHU! CEpAeYHOro pUTMa, OTAEJIEHNs TICUXOHEBPO-
JIOTMU U SIUJIENTOJIOIMU, XDPOHUUECKUX, BOCTTATUTEbHBIX
U aJuiepruyeckux 0oJie3Heit ierkux, HayuHblil LieHTp HO-
BBIX MHGMOPMAITMOHHBIX TEXHOJIOTHI W HEKOTOPBIE NpY-
rue). 3a nocaeaHue 3 roga BHeApeHo 6oiee 60 pa3paboTok
B 75 yupexneHusx. 3anocieaHue 5yier HaydyHbIM lieH-
TPOM HOBBIX WHGMOPMAITMOHHBIX TEXHOJOTUN BHEAPCHBI
12 HOBBIX MPOTrpaMMHBIX cpeacTB B 70 jneyedHOo-TIpodu-
JIAKTUYECKMX YUPEXKACHUSIX U MENULIMHCKUX KOJUIEIKAX.

B2013r coTrpyiHMKaMu WHCTUTYTa OMYOJUMKOBAHO
B neyaTtu 535 HayyHbIX paboT, B TOM YHUCIIE:

. 16 MoHorpadwuii, CIpaBOYHUKOB, PYKOBOICTB,
y4eOHbIX MOCOOUIA ISl Bpaueil, MeTOAMYEeCKUX MUCEM
1 METOIMYECKUX PEKOMEHIAIIUIA;

. 52 rnaBel B MOHOrpadusx,
WJIM PYKOBOJICTBAX;

. 255 XypHaJIbHbIX cTartedl (U3 HUX 25 3apyoex-
HBIX);

. 212 Te3ucos
(13 Hux 51 3apyOeKHbIi).

CpaBHUTEBHOE KOJIMYECTBO OMYOJIMKOBAaHHBIX paboT
C y4eTOM XapakTepa neyaTHoit npoaykimu 3a 2011—2013 rr
MpeacTaBieHo BTabiauue. CpeaHee YMCIO MyOaMKaLMiA
CTareil Ha oHOro HayyHoro cotpynHuka B 2013 . coctaBu-
m02,18 (82011 — 1,7; 82012 1. — 1,96).

B 2013 r. u3nano 7 moHorpacduii, COOpHMKOB U PYKO-
BOJICTB:

1. Yurov Y. B., Vorsanova S.G., lourov I. Y. Human
Interphase Chromosomes: Biomedical Aspects. Springer
2013.

CIIpaBOYHMKaAX

CUMIO3UYMOB, KOH(pepeHIUit

2. [IprurHbl BpaueOHbIX OLIMOOK B MEAUATPUUECKON
npaktuke. [Ton pen. A./l. Llaperopoauesa, B. B. JlnnHa.
M: Osepireii 2013; 464.

3. PykoBOACTBO 110 JIETOUHOW TUIEPTEH3UU Y Jie-
teit. [lompen. JI.A. bokepusi, C.B. Iop6auesckoro,
M. A. lIkonbHUKOBOM. M 2013; 416.

4. Jloneux B. B., Kosecnukosa JI. U. J/leonmvesa U. B.,
byeyn O. B., bauposa T.A., bumbaes A. b. dcceH1Inab-
Hasl apTepuajbHasI TUIIEPTEH3US Y TONPOCTKOB. KimmHu-
KO-(yHKIIMOHATTbHBIE BapUaHTHI M MOJICKYJISIPHO-TEHe-
Tuueckue Mmapkepbl. HoBocubupck: Hayka 2013; 337.

5. Muzepruykuii 10.J1., Meavnukosa U. M. Mykonutu-
yecKasl M oTxapKuBatolasi (papmakoreparnusi rpu 3aboJie-
BaHUSIX JieTkux y nereir. M: Meanpakruka-M 2013; 120.

6. [TynbMOHOJIOTHSI ETCKOTO BO3pacTa: MpoOJIeMBI
u peuteHust. IMoapen. FO.JI. MuzepHuiikoro, A.Jl. La-
peropomiieBa M: Menmpaktruka-M 2013; 12: 256.

7. Ucropus MOO «TBopueckoe oObeIVMHEHUE AET-
ckux Hedposioro» — 15 siet pabotsl. [Tox pen. M. C. Ur-
HaTtoBoit, B. B. lnuna. M: OBepaeii 2013; 182.

CotpyaHuku vHcTUTyTa B 2013 I MpUHUMAIM y4ac-
THe B 186 HayYHO-TIPAKTUYECKUX MEPOIPHUATHUSAX, B TOM
yucie B 31 MeXAyHapoaHOM, Ha KOTOPBIX ObLIO Mpe.-
craBieHO 519 HayyHBIX [OKJIANOB W JIEKIWI, W3 HUX
38 — Ha 3apyoexHbIx popymax (B 2012 . — 404 u 28 co-
OTBETCTBeHHO). KpoMe Toro, GBI TTPOYMTAHBI JICKIINT
IUTS Bpadeld, OpIMHATOPOB W aCIIMPAaHTOB, B TOM YHCTIE
Ha 00yJaloInX IIUKJIax.

Takum o6pa3omM, B paMKax HaAydHBIX UCCICIOBAHUIA
3a 2013 1. moyyeHbl HOBbIE TAaHHBIE 00 3THMOJIOTUH, T1a-
TOTeHEe3e M 0COOCHHOCTSIX TEUCHUS MHOTHUX 3a0oJieBa-
HUI TETCKOTO BO3pacTa, pa3paboTaHbl HOBBIE METOIBI
MUATHOCTMKY, TIPEIJIOXKEHBI JIT BHEAPEHUS] MapKepHI
MporpeccupoBaHms M 3(PHEKTUBHOCTHU JICUCHUS ICTEH,
HOBBIC U YCOBEPIICHCTBOBAHHBIE METOIBI KOHCEPBa-
TUBHOW Teparuu, 000CHOBAaHBI TOIXOABI K IIPeIyTIpe-
XICHUIO TIPOTPECCUPOBAHUS 3a00JieBaHU Y meTeid
pasHoro Bo3pacTta. [IpoBefeHa paboTta Imo pacrpocTpa-
HEHUIO W TOMYJISIPU3AIINK TTOJTyYeHHBIX HOBBIX 3HAHWI
1 (hakTOB BO BpaueOGHOM COOOIIECTBE M IO WX BHEApE-
HUIO B pernoHax Poccuu.

[Moctynuna 14.01.14

Tabauya. Mevatnaa nponykims ®TBY «Mockosckuit HU neqmatpun 1 1eTcKoil xupyprun»> Vimsapasa Pocerm B 2011—2013 .

TNeyaTHas MPOAYKIIMS 2011 2012 . 2013
Tesucsl 227 198 161
Tesucel, onmy0IMKOBaHHBIE 3apy0eXOM 63 48 51
CraTbu 201 219 230
Cratbu, OImyOIMKOBaHHBIE 3apy0esKOM 18 18 25
MoHorpaduu, pyKoBoACTBa, CIIPAaBOYHUKU, METOANYECKHME MTUChMA, 19 17 16
peKOMeHAALMU 1 IT0Co0us

[’1aBBI MOHOTpadUii, pyKOBOJICTB 100 31 52
Hroro... 628 531 535
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