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O6yuyeHune nepcoHana

145 coTpyaAHUKOB npoLwin obydeHne Ha pasnnyHbiX umknax CMK

KaTteropusa Konunyectso AyauTtopbl YNO/IHOMOYEHHbIe
nepcoHana Nno KayecTBy

63 (38,

CpeaHunin MeanLUmMHCKUI 61 (27,6%) 7 3
nepcoHan

HeMeanumHckmnn 21 (9,1%) 4
nepcoHan
7

2 Bpaya 1 6 cTaplunx MeanLMHCKUX cecTtep, Kpome obyyeHusi, NoCeTnnm no
obmeHy onbiToM CMK PAKB 1 PecnybnunkaHckmun oHkoamcnaHcep Kasanu,
a Takxe BCMI B HabepexxHbix YenHax (TaTapcTan)
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B 2018 roay nony4eH v
NoAAEPXKNBAETCA MeXAYHapOAHbIN
ceptupukat ISO 9001:2015

« B pe3ynbTaTe BHYTPEHHUX ayAUTOB,
npoBeAeHns CaMOOLIEHKM MPOLIeCCoB
n CoBeTta no Kayecrsy, Obinn
onpeaeneHbl OCHOBHbIe NpobieMsl,
KOTOpbl€ AUKTOBANN MPUHSATUS
3(pPEKTUBHbBIX MPOEKTHbIX PELLEHUN,
HanpaB/IEHHbIX Ha YNy4lLEeHNE
Ka4yeCcTBa OKa3aHUs MeAULIMHCKOW
MOMOLLIM, HAay4YHbIX MCCNEeAOBAHUN U
ONTMMUN3ALINIO SKOHOMUYECKNX
NpOLIeCCOB.

Opran no ceprucuxkaumn « CERT INTERNATIONAL» s.r.0.
OCHOBbLIBAACH HA Pe3yNnLTaTax ayauTa, NPoseaeHHoro

B COOTBETCTEMM C NpOLEaYPaMu CepTuhnKatinm, nogreepxaaer,
YTO CUCTEMA MEHEXKMEHTA ODIaHN3aUMMK,

WxcTutyT neguatpum um. 10.E. Benbtuwesa ®rboy
BO PHUMY um. H.U. Muporosa Muxaapasa Poccuu

Tanpomckan yn.,, A.2, Mockea,
125412, Poccwitckan ®egepayun
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HayyHo-o0pa3oBarenbHan AeATeNLHOCTL, OKa3aHue
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[NpoekT - lNaumMeHT-OpMeHTUpPoOBaHHaA cpeaa

* YacTtblo npoekTa «laymneHT-opneHTUpoBaHHas
cpena» crasa paboTta No CHMXEHUIO Yncna
060CHOBaHHbIX 0bpalleHn No NoBoAY KayecTBa

OKa3aHUg MeauUMHCKOW MOMOLWM AeTSaM /

« Pa3paboTaH n yTBEPXKAEH HOBbLIN aNrOPUTM paboTbl C
obpalleHnaMn rpakaaH

» BHeapeHo exeaHEBHOE aHKETUPOBAHWE 3aKOHH
NnpeacTaBUTENEN NALMEHTOB C aHa/IM30M UTOLOB
aHKETUPOBAHWNSA PYKOBOACTBA KIMHUKM



Anroputm paboTbl ¢ obpalleHnaAMHn

Pernctpauus B KaHUENApun < MpeTeH3uns
} ~ [Npencepartens BpayebHou
AHanus npeteH3uu komuccum (BK)
(HaYanbHUK OTAEena KOHTPONS AA |
KayecTBa)
| 3acepaHne BK — npuHaTne
HanpaBneHve B oTaeneHve, X OueHKa peLleHn
Ha KOTOpoe nocTynuna 000CHOBaHHOCTH |
NpPeTeH3uns
OTnpaBneHne NpoTokona
} 3aaBUTENIO
MoaroToBka OKYMeEHTaLUMM 1
HanucaHne 0GbACHUTENBHOW HET

l v

OueHKa NpeTeH3um OTBeT 3agBUTENO B

(Ha4YanbHWK OTaena KOHTPOors MaKkCUMalibHO KOPOTKNe
KayecTBsa) CPOKM




Pe3ynbTtaTt

OTcyTcTBME 060CHOBAHHbLIX Xanob B
TeyeHue 3 ner

[lo pe3ynbTaTtaM aHOHMMHOIO
aHKeTupoBaHus 10 TbIC. peCnoHAEHTOB
(3aKOHHbIX NpeacTaBUTENEN
naumeHToB), 91% nopekoMeHAOBaN
6bl HaWy KAMHWKY APYrMM NauneHTaM
BbIpOoC NpoOLEHT yAOBNETBOPEHHOCTU
NaLMeHTOB OTHOLLEHWEM COTPYAHUKOB
NHCTUTYTa BO BpeEMS UX JIeYeHUs
(nobpoxkenaTenbHOCTb, BEXNBOCTb) C
78,2% po 89,8%

Vooawemsopenw  au  Bw  0mKpRimocRisio,
ROTHORION W QOCMYNHOCHING  UNGOpNayT 0
OSHMEIBHOCTTN  MEORYUNCKON  Op@anisifin,
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(] wer
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Umao uwermio Bac we yooaremaoprem?
] nwrasue
[[] orcyroreme nireepol Boak
[} cocTomeme  CAMMTAPHO-THIHEHHMECRIX
nomMeteHni
[ canmvaproe coCToRMME HOMEIICHIH
[[] aeficreia nepconana 10 yXOAY

8. Bui  yaosacrsopess  orsomennem k  Baw
paloTHIKOB MEIMUMHCKOH OPranisamm so spevs
npebmpanna B orieaennn (100poKeIaTEILHOCT,
BeAANBOCTYE)?

&) aa [ ner

9, Pexomengonaan Om Bul A8unyio MeamuuucKy o
OPrAEN3ANNID LM ORASAHES MCANUMNCROA
novomu?

] na [] mer
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10. Yaosaersopenst an Bu nasuraouedi suyrpn
MEIMIHHCKOH  opramsanms  (npeacramacnuem
wipopmanun 0 pasMeennm kabuneron
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AHAIMOCTHYECKNX  nojpasieaenuil, canuTapmo-
LHIMENNIECKNX nomemennil w ap,)?
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MpoekT — CTUMYyNIMpoOBaHME HAaYYHOU AeATE/IbHOCTH

*  DdDEKTUBHBIN KOHTPAKT KaK MHCTPYMEHT CTUMY/IMPOBAHMUS Hay4YHOU paboTbl
«  BxeroaHbih MOHUTOPUHI DK Hay4YHbIX COTPYAHMKOB N HAY4YHbIX OTAESIOB

« [peMnpoBaHMe Hay4HbIX KOMNEKTUBOB 3@ NOAAYy MPaHTOBbLIX 3a5BOK Ha MPOBEAEHME
HaY4YHbIX UCC/IEA0BAHUN

« [lpeMupoBaHMe aBTOPOB 3a Ny6MKaLUM B MEXAYHAPOAHbIX BbICOKOPEUTUHIOBBIX
HAY4HbIX >XYpHanax

Kputepum:
Nyonukauum (peuTUHr 3aBUCUT OT MMNaKT-hpaKTopa XKypHana)
Aoknaabl HA POCCUUCKUX U MeXAYHapOoAHbIX KOH(epeHuUuax

Pab6ota ¢ monogbiMu y4eHbIMU BRRCTHUK

MNaTteHTbI POCCHACKOHN

AKAJIEMHUH
MEJIALMHCKMX

paHTbI

CTUMYITUPOBAHMUE HAYYHbIX NCCNEQOBAHUA B BUOMEOULIMHE. POJ1b
QPPEKTUBHOIO KOHTPAKTA

AnekcaHOpoea H.B., llIkonbHukoea M.A., nuH B.B., FOzau M.T.

BecTtHuk Poccumnckom akagemmm meamumHcKux Hayk. 2016. T. 71. Ne 5. C. 397-405.
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AnHaMmuka nHaekca Xupwa MHcTuTyTa

NHaekc Xmplua

2013 2014 2015 2016 2017 2018 2019 2020




lNNeanaTpuuyeckue LHeHTpbl Poccum
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HUM HUK Ypanockmi Lewtp HU3A HUKH
MATEPHUHCTBA  OpTONeiMM HWH Porauesa neanaTPMM

HWUH HWK Ypanockuii HUKA Uentp HUKH
MarepmHcTea oproneanmu MaTepMHCTBa Porauésa neauarpmm
fopogkosa TypHepa lfopoaxosa Typrepa MaTepPHHCTBa

B Unaexkc Xupwa M Unaexc Xupwa




PELUEHME

CoBerta npu lNpe3naeHte Poccunckon depnepaumm no
peanu3auum rocyaapCcrBeHHOM NoJIMTUKU B cpepe
3allMTbl CEMbM M geten ot 28.11.2019 r.

PekoMeHaoBaTb MMHUCTEPCTBY HAayKu 1 BbicLLero obpasoBaHus PO:

- CoBMecTHO ¢ M3 P® 1 PAH pa3paboTaTb A0/ITOCPOYHYIO
rocyJapCTBEHHYIO NporpamMmy (pyHAAMEHTasbHbIX U NPUKNAAHbIX
Hay4HbIX UCCNeaoBaHN B cpepe oXpaHbl 340pOBbS AETEN U
NPOMUNAKTUKN AETCKON MHBANIMAHOCTY;

- CoBMecTHO ¢ PAH obecneunTb BK/IOYEHME B NporpaMMbl
(dyYHAAMEHTANbHbIX HAay4YHbIX nccneaoBaHn B PO Ha AONrOCpOYHbIN
nepmnopa, OCyLLECTBNEHMS Hay4YHbIX UCCNeaoBaHNUM B 06/1aCTN OXpPaHbl
3[10pOBbS AETEN, B TOM YMCAE NO BOMPOCaM NPOPUNaKkTUKN AETCKOW
WHBANUAHOCTH

O\
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HWUKWU neanatpum Fig. 1 Medical imaging and molecular features from patients wath IRF2BPL truncating vanants. a Brain magnetic resonance image (MRI) coronal sections
MM. akapemuka O (T1 & 72 sequences) from affected patients (a, b) 1, (¢, d) 4, (e, } 7, and g 6 showing nonspecific discrete to severe parenchymal rarefaction involving both
PHUMY um. H.U. T supra and infratentonial structures assodiated to a vacuo ventricular dilatation without changes in white matter intensity. b Protein structure of IRF28PL roc3ap'a|_|”e 1

showing positions of reported variants from reported patients {obtained with DOG 2.0; see Online databases). ¢ Reverse transcrniption polymerase chain
reaction (PCR) electrophorograms from patients 3 and 7 denved fibroblast showing presence of the vanation
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Article

Mutations of the Transcriptional Corepressor
ZMYM?2 Cause Syndromic Urinary Tract
Malformations

Dervla M. Connaughton 2 * Rufeng Dai > *°, Danielle |. Owen *, Jonathan Marquez , Nina Mann 1, Adda L.
Graham-Paquin ®, Makiko Makayama !, Etienne Coyaud ™ %, Estelle M.MN. Laurent ™+ £, Jonathan R. §t-Germain 7, Lot
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13 Stuart B. Bauer X Michelle A. Baum %, Eva H. Brilstra 7, Thomas 0. Challman 2, Jacob Zyskind 1%, Carrie E.
Costin 2, Katrina M. Dipple 2 Floor A Duijkers 2 Marcia Ferguson Z David R. Fitzpatrick 2*, Roger Fick 25 |an A.
Glass 2, Peter ). Hulick 2, Antonie D. Kline 2, llona Krey 1% 27, Selvin Kumar 28, Weining Lu %%, Elysa ). Marco 37,
Ingrid M. Wentzensen ¥, Heather C. Mefford #1, Konrad Platzer 17,
Matalia V. Shcherbakova 31, Prabha Sen guttuvan 2 Audrey E. Squire 23 Deborah R. Stein 1, Isabelle Thiffault 3% 35

38 Victoria Y. Voinova 31, Michael |.G. Somers *, Michael A. Ferguson !, Avram Z. Traum !, Ghaleb H. Daouk %,

nna 5. Povolotskaya 2, Juliann M. Savatt 22,
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10y

Mane **, Simane Sanna-Cherchi 3%, Andrew D. Sharrocks 4, Brian Rzught 7, Simon E. Fisher Aaxime Bouchard

8 Mustafa K. Khokha ?, Shirlee Shril L, Friedhelm Hildebrandt 1 & &

! Department of Pediatrics, Boston Children's Hospital, Harvard Medical School, Boston, MA 02115, USA
2 Division of Mephrology, Department of Medicine, University Hospital - London Health Sciences Centre,
Schulich School of Medicine & Dentistry, Western University, 33% Windermere Road, London, ON N&A
5A5, Canada

Department of Mephrology, Children's Hospital of Fudan University, 201102 Shanghai, China

Faculty of Biology, Medicine and Health, University of Manchester, Manchester M13 9PT, UK
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Pe3ynbTaT

v [1popbIBHbIE METOAbI 1IeYEeHUS

v HoBble noaxoabl B NpoduiakTUKe

v [ybnukauum B MeXAYHAPOAHbIX XXYpHanax /
v'YyacTne B MeXAyHapOAHbIX Hay4YHbIX MPOEKTaX
KAK CJIEOQOCTBUE

v BbICOKMWN penTuUHr UHCTUTYTa
v'YKpenneHne nMnaxa B coobliecrse rnalueHToB



NMpoekT «KoMnnekcHaa nHpopMaTusayua»

[1pOeKT No3BONWA 3@ 3 roaa CHU3NTb pacxoabl Ha:
* peareHTbl ANns N1abopaTopHbIX UCCNeaoBaHUM Ha

11,8%,
* JleKapCTBeHHble cpeacTtBa Ha 23,7/%,
e MeauumHckme ngenmna Ha 20%

MICTOYHMK 3KOHOMUK - NEPCOHNPULMPOBAHHBIN Y4e
Mo NMpo/e4YeHHOMY MaALMEHTY




MeauuuHckass HHGOPMALMOHHAA CHCTEMA
Perucrparypa v IpueMHOE OT/ICIICHHE sammms  [[MUETIIMTAHUE

Yder u pacyer ycayr f

Otnen rocnuTalIn3anuu -
Bpaue6Has koMuccHs SJIEKTPOHHBIN
Benenne menununackon nokymentanuu - Ub, AK JOKYMEHTOOBOPOT

p JIBMO>KEHME NAIIEHTOB /
ARG S (S b, Menuko-skoHomuueckue ctanaaptsl (MOC) u KCI' VYipasienue

MHQOpMAlMOHHAA | KoHTpoIb KadecTBa OKa3aHUSI METUIIMHCKOM MTOMOIIN 3aKyIKaMH /
CUCTCMA MenunuHckas cTaTUCTUKA /
OneparuBHas yrpaBieHYECKass OTYETHOCTh
[TepconuduimpoBaHHbIN yUeT
DKOHOMHKA
KonTposb kauecTBa 1 0€301acHOCTH

OMC u BMII




[MosiyueHHble pe3y/ibTaTbl CBUAETE/IbCTBYIOT

[IpoeKTHbIM Noaxoa Kak MHCTpyMeHT CMK no3sonser
pykoBoacTBy NHCTUTYTA:

» COOPMYIMPOBATb NMepBoovepeaHyto 3aaa4y;
» onpeaennTb 3M@PEKTUBHBIV M1aH paboThl;

» NMONYYNUTb PE3YNbTAT, B UTOre - HanpaB/IEHHbIN Ha
y/yYLLEHME KayeCcTBa OKa3aHNs MEANLIMHCKOWN NMOMOLLM AET
C XPOHNYECKUMN MHBANUAN3NPYIOLWNMK 3aboneBaHUAMU

BCEX pernoHoB Poccumckon depepaummn, onmpasicb Ha
Hay4Hble JOCTMXKEHWS]
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