Haumenoanue nnctutyTa: @egepajibHoe rocyiapcTBeHHOE OI01KeTHOE HAyYHOe yUpesKIeHHe
"Meauko-reHeTHYeCKNH HayYHbIil neHTp"

(®I'BHY "MI'HII")

OT14eT Mo J0NMOJTHUTENbHOM pedepenTHOM rpynmne 28 MeaunuHckue 1a60paTopHbIe U
HH(OPMALMOHHBIE TEXHOJIOTHH

Hara popmupoBanus oruera: 23.05.2017

OBIIAS XAPAKTEPUCTUKA HAYUYHOM OPTAHU3ALIUU

HNudpacTpykrypa Hay4YHOM OPraHu3alum

1. IIpoduiib 1eATETLHOCTH COTVIACHO MEPEYHI0, YTBEPKICHHOMY MPOTOKOJIOM 3ace1aHus
MeskBe1OMCTBEHHOI KOMHMCCHH 110 OlleHKe Pe3yIbTATHBHOCTH AeTeJIbHOCTH HAy4-
HBIX OPraHU3alMii, BLINOTHIIOIIUX HAYYHO-HCC/Ie10BATEIbCKHE, ONIBITHO-KOHCTPYK-
TOPCKHUE ¥ TEXHOJIOTHYEeCKHe PA00ThI TPAKIAHCKOr0 Ha3HaYeHus ot 19 ssuBaps 2016
r.Ne JIJI-2/14np

«I'enepanus 3HaHuy. OpraHuzanysi IPeUMYILECTBEHHO OPUEHTUPOBAHA Ha MOTYYEHNE HOBBIX
3HaHUN. XapaKTepU3yeTcsl BHICOKMM YPOBHEM IMyOIMKAIIMOHHONW aKTUBHOCTH, B T.4. B BEAYIIHX
MHUPOBBIX KypHanax. MccienoBanust U pa3pabOTKH, CBsI3aHHBIE C MOJyYEHHUEM IMPHUKIaJIHbBIX
PE3yABTATOB U UX MPAKTUUYECKUM MPUMEHEHHEM, 3aHUMAIOT HE3HAYUTEIbHYIO YacThb, YTO OTpa-
’KaeTcsl B OTHOCUTEIILHO HEBBICOKUX MOKa3aTelsix mo co3nanuto PUJI u Hebonbimmx obbemax

JIOXOZI0B OT OKa3aHMsI HAyYHO-TEXHUUECKUX YCIyT. (1)

2. Uudopmanms 0 CTPYKTYPHBIX NOAPA3AeJIeHUAX HAYYHOH OPraHu3aluu

* 1abopaTopus HaCIEACTBEHHBIX 0OJIE3HEH 0OMEeHa BEIeCTB

N3ydyeHune reHeTHIeCKUX OCHOB MeTab0IM3Ma 1 pa3paboTka HOBBIX METOIOB BBICOKOI(PeK-
TUBHOM TMarHOCTUKU HACJIEICTBEHHBIX 3a00eBaHUl 0OMEHa BEIIECTB.

» naboparopus JIHK-nmuarnoctuku

Wnentuduxanusi HOBBIX T€HOB HAaClI€ACTBEHHbIX 3a0oneBanuil. VccnenoBanue npuuuH an-
JIEJIbHOM M JIOKYCHOM T€HETUYECKOM reTEpOreHHOCTH HACJIEACTBEHHOM Maroyioruu. M3yyenue
MOJIEKYJISIPHBIX OCHOB 3THOJIOTUU U TMAaTOreHe3a MOHOTEeHHBIX Oone3Hel. Pa3paboTka HOBBIX
METOJIOB TUArHOCTUKU HACJIEJCTBEHHBIX 3a00JIeBaHUH.

* maboparopusi SMUTeHETUKU

W3ydeHne snureHeTHIecKuX MeXaHn3MoB (PyHKIIMOHUPOBAHMS TeHOMa YenloBeka. MnenTu-
(uKalrs HOBBIX T€HOB, BOBJICUEHHBIX B KaHIleporeHes. KomruiekcHas XapakTepucTHKa FeHeTH-
YECKUX U SMUTEHETHUECKUX 0COOCHHOCTEN OT/IEIbHBIX XPOMOCOMHBIX YUaCTKOB, 331eHCTBOBAH-
HBIX B 3THOIIATOT€HE3€ Pa3IUYHbIX 3a00JIeBaHUI YeI0BeKa W/UIN MApKUPYIOMUX 3P PEeKTHBHOCTH

TEPANCBTUUCCKUX TMOAXOO0B; IJ_II/IpOKOI‘eHOMHHﬁ TeHETHUYCSCKUN U SIIUTCHETHYECKHI aHaJIn3,
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BKJIrO4asd pa3pa60TKy HOBBIX MCTOJI0B Ha OCHOBEC BBICOKOIIPOU3BOAUTCIIbHOI'O IIapaJlJICIbHOI'O

cekBenupoBanus JJHK.

* 1aboparopusi TeHETUKU HAPYIICHUN PEeTPOLYKIIHH

N3yueHue reHeTHUECKUX MEXaHU3MOB T'AMETOI€HE3a, IPUUYUH U MEXaHU3MOB PA3BUTHS I'€HE-
TUYECKH 00YCIIOBIEHHOM MAaTOJIOTUX OPTaHOB KEHCKOM 1 MY>KCKOM ITOJIOBOM CUCTEMBI YETIOBEKA,
HapyLIEHUN PenpOAyKIUH.

* 1abopaTopus IUTOIC€HETUKH.

N3ydenue cTpyKTypHOIl BapraOeIbHOCTH TeHOMA Ha PA3JIMYHBIX YPOBHSIX €r0 OpraHu3alluu.
Pa3paboTka moaxonoB K HEMHBa3BHOW npeHatanbHOUM auarHoctuke (HUII/) xpoMocomMHBIX
3a005IeBaHUI HA OCHOBE UCCJIEIOBAHUSA KIETOK TpodobiaacTa, HUPKYIUPYIOLUIUX B KPOBH Oepe-
MEHHBIX KEHIIUH.

boina coznana B 2013 1. myTeM cnusHus J1a00paTOPUH MPEHATATBHON TUArHOCTUKHU U J1a00-
paropuu OOIIeH MUTOTCHETUKH B CBA3M C U3MEHEHUEM HAIPaBIICHUs TEMAaTUKU MEPBOU U 110
MPUYUHE OTCYTCTBUS PYKOBOAMUTENS MOAPA3/ICIICHUs B TEUEHUE rojla BTOPOil 1aboparopuu.

* HAy4YHO-KOHCYJIETaTUBHBIN OTEIN

Pa3paboTka 1monxo10B K MOBBIIIEHUIO 3()()EKTUBHOCTH PA3IMYHBIX ACMIEKTOB MEIUKO-TeHE-
TUYECKOTO KOHCYJIBTUPOBAHUS — OT KJIIMHUKO-IUATHOCTUYECKHUX /10 OPraHU3alMOHHO-METO/IN-
YECKHUX U MCUXOJIOTHYECKHX.

* HAy4YHO-KJIIMHUYECKUI OTIEJ MyKOBUCLIHM103a

Nzyuenne reneTnyecKoro pa3sHoo0pasus MpUIUH MYKOBUCIHI03a U pa3padboTka 3 HEeKTUBHBIX

MCTOOOB JUAIrHOCTUKH, JICUCHU, HpO(I)I/IJ'IaKTI/IKI/I u pea6I/IJ'II/ITaI_II/II/I OOJIBLHBIX MYKOBUCTIUO30M.

3. HayuHo-uccienoBareibckasi HHQpacTpykrypa

Kommnekt o6opynoBaHust Assi MOJIEKYISIPHO-TEHETUYECKUX HCCIIEOBAaHUM, B TOM YHUCIIE:

* ABTOMaTH4€CKHUE KAMWUISIPHbIE CEKBEHATOPBI

* BpICOKONIPOM3BOAUTENBHBIE CEKBEHATOPhl HOBOI'O MOKOJICHHS ISl MOJHOT€HOMHOTO M
MOJIHOAK30MHOI'O aHaJIN3a

* Cucremsl peructpanuu [1LP B peanbHOM BpemeHun

Kommnekt o6opynoBaHus Al MUTOT€HETUYECKUX U MOJICKYISPHO-IIUTOT€HETUYECKUX HC-
CJIeI0BaHUM, B TOM YHUCIIE:

* Mukpockoribl (B TOM YHCIIe HHBEPTUPOBAHHBIE) C CHCTEMaMU aHAJIM3a U300paKeHH

* JlazepHblii KOH(OKATHHBIA CKAHUPYIOLINI MUKPOCKOI

* CucreMa Ja3epHON MUKPOJIUCCEKIINU

* O6opynoBaHue JUisi KyJIbTUBUPOBAaHUS KIETOK (JamuHapHble mkadol, CO2-uHKyOaTOpHI
u ap.)

Kommnekt o6opynoBanus A aHalin3a METaOOIUTOB, B TOM YHUCIIE:

* Macc-creKTpoMeTpsl (B TOM YHCIIE TaHIEMHBIH MacC-CIIEKTPOMETPHUIECKUI TETEKTOP BbI-
COKOT'O pa3pelieHus)

* Xpomatorpadsl (B TOM 4Hclie Ta30BbIi 1 MonyabHas BOXKX-cucrema)
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* Oxcurpad

4. O0mas mIomaab ONbITHBIX MOJIEH, 3aKPeNJIeHHbIX 32 yYpe:KIeHneM. 3anoaHseTcst
OpraHu3auusiMM, BbIOpaBmIuMH pedpepeHTHYIO rpynmy Ne 29 « TexHosioruu pacreHu-

€BOJACTBA»

Nudopmarnus He mpepocrapieHa

5. Kosin4ecTBO JJIMTEJBHBIX CTAIIHOHAPHBIX ONBITOB, IPOBEIEHHBIX OPraHu3amnuei 3a
nepuoj ¢ 2013 mo 2015 roa. 3anosHsieTCsl OpraHU3aNUsAMM, BbIOpaBIIMMU pedepenT-

HYI0 rpynmy Ne 29 «TexH0JI0OrMM pacTeHNEeBOACTBAY

Wudopmarus He nperocTaBieHa

6. Iloka3are,iu 1eITeJIbHOCTH OPTaAaHU3AIMI 110 XPAHEHUIO M IPUYMHOKEHHIO PeAMeT-

HOI1 0a3bl HAYYHBIX MCCJIeI0BAHUI

B nepuon ¢ 2013 mo 2015 . B ®I'BHY «MI'HIL» umMenock Tpyu OCHOBHBIX MOMOJHSIEMBIX
HAyYHBIX KOJUIEKIIHH (OMOIOTHUeCKIX MaTepHaioB YeJIOBEKa):

* O6pasmel JIHK manmueHToB ¢ HaciieacTBeHHBIMU 3aboneBanusiMu (00pasiel JJHK Gomee
gem 14000 cemeii)

* buoOaHk npecTaBuTENeH pa3IMuHbIX MOMyJsui HaponoB EBpazuu (6omee 20000 o6pasios
JHK)

* OOpa31pl OMOJIOTHUECKOTO MaTepHralia OT MAMEHTOB C HACIIEAICTBEHHBIMU U CIIOPAANYECKHU-
Mu omyxoisimu (6omee 2000 06pasioB)

KOJ'IJ'IGKI_[I/II/I PETYIIAPHO IOMOJHAKOTCA 110 MEPC O6paH_IeHI/IH IIalITMCHTOB.

7. 3HaueHue ACATECJIbHOCTH OPraHu3alvm 1Jifl CONUAJTBbHO-IKOHOMHUY€CKOI0 pasBUTUA

COOTBETCTBYIOIIET0 PerHOHA

Brenpenue B mpakTHKy COBPEMEHHOW MEIUIIMHBI Pe3ylIbTaTOB HAyYHOH J1EATEIbHOCTU
OI'bHY «Meanko-reHeTH4eCK1il Hay4HbIN IIEHTP» MO3BOJISET IMArHOCTUPOBATH U ONIPEACIISThH
CTpATETHIO JICUEHHSI MHOXKECTBA COIMAIbHO-3HAYUMBIX 3a00JIeBaHHM, BKITIOUAsl HACTIE/ICTBEHHBIE,
OHKOJIOTHUYEeCKHE, NHPEKINOHHBIE 1 ayTOUMMYHHBIE.

[lenTp pa3pabarbiBacT W BHEIPSET yHHUKAJIbHBIE MEPENOBbIe TEXHOJIOTHH 3(h(HEeKTUBHOMN
JUArHOCTUKHU HACJIEJCTBEHHBIX 0OJIe3HEN ¢ UCIIOIb30BaHHEM COBPEMEHHBIX METO0B. Pe3yib-
TaThl pa3padotok 6onee 500 opdaHHBIX 3a00/eBaHU BHEIPEHBI B MPAKTUKY U JOCTYIHBI Ha
®enepansHom ypoBHe. DI'BHY «MI'HILI» - equHcTBeHHOE yupexkaeHue B Poccuu, kotopoe
OCYIIECTBIIIET AUATHOCTUKY HACJIEICTBEHHBIX 3a00JIeBaHUI B TAKOM MaciiTaoe.

OI'BHY «MI'HIl» npoBomuT u3ydeHne OCOOCHHOCTEH CIEKTpa M YacTOThI MYTAIMH MpH
MOHOTEHHBIX 3a00JIeBaHHIX B pa3IMYHBIX pernoHax Poccuu, 4To ciy»KUT OCHOBOM JIs1 CO3/IaHUS
U COBEPIIECHCTBOBAHUS MEIUKO-T€HETUYECKON IMOMOIIH, CUCTEM MOJIEKYISIPHON AMArHOCTHKU

C YUCTOM UMCHHO PCTUOHAJIBHBIX 0COOEHHOCTEH.
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BrisBienue (I)YH,Z[aMeHTaHLHBIX OCHOB ITAaTOI'CHE3a Ha MOJICKYJIAPHO-IT'CHETHUYCCKOM YPOBHE

BHOCHUT HEOIICHHUMBbIN BKJIaJ] B BBISIBICHUE HOBBIX MUIIICHEH JIJ151 JICKAPCTBEHHOTO BO3JCHCTBUS,
CHIDKAsi TEM CaMbIM YPOBEHb CMEPTHOCTH U MHBAJIMIU3AIUMHU OT 3a00JI€BaHUI C TEHETUYECKUM
xkoMroHeHToM. B ®I'BHY «MI'HL» pa3zpaboTano ”HHOBallMOHHOE IPOTHBOPAKOBOE CPEACTBO
Ha OCHOBe Malbix uHTepdepupyronux PHK, koTropoe mpoxoauT JOKIUHUYECKUE UCTIBITAHUS.
Takum o6pazom, aestenbHOocTh PT'BHY « MI'HILI» obecreunBaeT «reHETU3aIUIO» MEIUIIMHEI,
CIIOCOOCTBYS YITyUILIEHUIO TUATHOCTUKH, JI€YSHHS ¥ TPOPUIAKTUKY IIUPOKOTO Kpyra 3aboseBa-

1502078
8. CTparernuyeckoe pasBuTre HaAy4YHOW OpraHu3amum

1) CornarieHust 0 HAay4HOM COTPYIHUYECTBE UMEIOTCS CO MHOTHMU HayUHBIMH YUPEXKICHHU-
smu Poccun u By3amu.

2) loroBop 0 ceTeBoil opme peanuszaii 00pa3oBaTelbHBIX Iporpamm 3akitoueH ¢ [ bBOY
JAI10 PMAIIO M3 P®.

3) C xommMepueckuMu (papMarieBTUYECKUMHU U MEIULIMHCKUMU KOMIIAHUSMU 3aKITFOYECHbI
JIOTOBOPA Ha MPOBEICHNUE HAYYHBIX U JIA00PATOPHBIX UCCIIETOBAHMIA.

4) CymectByet nporpamma paszsutust ®I'bBHY «MI'HL» na 2015-2020 rogsl. OcHOBHOM
3aja4eii cTpaTernueckoro pa3Butus LIeHTpa spisieTcs mocnenoBaTeNbHast pealn3alisi KoMIIeKca
Mep, HalpaBJICHHBIX HA BHEIPEHHE COBPEMEHHBIX TEXHOJOTUI reHEeTUYECKOro aHalnu3a, KOH-
HEHTPALIMI0 PECYPCOB Ha MPHOPUTETHBIX HAMPABICHUSX METUIIMHCKON T€HETHKH, Pa3BUTHUE
MEXIyHApOIHOW HAy4YHOH KOOMEpaluyd U KOOPAMHAIIMM, UHTETPALlUU HUCCIEeIOBATEIbCKUX U
00pa30BaTeIbHBIX MPOLIECCOB, MOBBINICHNUE KAYeCTBA U KOHKYPEHTOCIIOCOOHOCTH Hay4HO-HC-
CJIEIOBATENbCKUX PA0OT, MHPOPMATHU3ALUIO MPOLIecca HAYYHOTO MOMCKA C LIENBI0 Pa3BUTHS
Menuko-reHeTUYeCKOro Hay4YHOTo IIEHTpa Kak OJHOro W3 Beaymux EBpomelckux IEeHTpOB
MEIMKO-TEHETHUECKHUX HcchenoBanuil. [IporpaMMa B 4acTHOCTH BKIIIOYAET TaKue MO3UIIUU,
Kak: a) YBENMYEeHHE KOJIMYECTBa IMArHOCTHPYEMBIX HACIENCTBEHHBIX Oomnesneir 10 1000,
MPEKIe BCETo MyTeM pa3padOTKK 1 BHEIPEHHU MTaHeNel TeHOB JJI1 MaCCUBHOTO MapasiieIbHOTO
CEKBEHHPOBAHUS Ha OIpEe/IeJICHHbIE TPYIIIBI HACIEICTBEHHBIX 00NIe3HEel; 0) pa3BUTHE HAYYHO-
KJIMHUYECKOTO OTJella U pacuIMpeHrne KOHCYIbTaTUBHOM MOMOIIM HACcEJIeHUIO (perucrparypa,
0a3a JaHHBIX MAIMEHTOB, YBEJIMYEHHE MpUEMa U IITaTa Bpauei-TeHETHKOB); B) BBEACHHUE B
mratHoe pacnucanue llenTpa momxHOcTel mpodeccopcko-npenoaaBareIbCKoro cocraBa u

opranmzaiys y4eOHOro npoiiecca B acliupantype u opauHarype B coorserctsuu ¢ ®I'OC.

HNuTerpanus B MUpPoOBOe HaAy4YHOE COO0IECTBO

9. YuacTHe B KPYIIHBIX Me:KIYHAPOAHBIX KoHcopuuyMax (HanpuMmep - CERN, OUSN,
FAIR, DESY, MKC u apyrue) B nepuoj ¢ 2013 mo 2015 rox

1) ®I'BHY «MI'HL» siBnsiercst corpyaauyaromuM neHtpom (CL) BO3 mo npodunaktike

HacnencTBeHHbIX 3a0oneBanuii (WHO Collaborating Centre for Prevention of Hereditary
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Diseases). Oxa3zaHue MOMOIIM HAYYHBIM U JIe4eOHBIM yupexaeHusM PO u 3apyOeHbIX CTpaH

(mo 3amanusim BO3) B HUP u mpakTudeckoit paboTe, Kacaromelicss HOBBIX ITOJIX0I0B B 001aCTH
npoHIaKTUKY HACTIEICTBEHHBIX 3a00neBanuil. OkazaHue KOHCYJIBTaTHBHOM MOMOIIY IPOTrpaMMe
BO3 no opranuzanuu MeIuKo-reHeTHYeCcKon ciry>k0bl B peruoHe. [loaroroska kajapoB poccuii-
CKHUX U CIIEIUATHMCTOB JPYTUX CTPAH 10 METOJaM JUArHOCTUKHU U MPOQPHUIAKTUKH HACIIEACTBEH-
HBIX 3a00JI€BaHU.

2) European LeukemiaNet (ELN). Bxonut 194 akagemudeckux Hay4yHbIX [IeHTpa EBpombl.
VYyactue B pabore Annual Symposium of the European LeukemiaNet (Mannheim, Germany)
B KauecTBE DKCIIEPTOB MO AMATHOCTHKE W MOHUTOPUHTY TEparuH MHUEIONPOIH(epaTUBHBIX
Heoraszui. ExeroqHoe perynspHoe ydacTue B KOHQEepeHIUAX, KPYIJIbIX CTOJaX M IIKOIaxX JIIs
MOJIOJIBIX YUEHBIX, MPOBOAUMBIX oA 3ruaoit ELN (ycTHBIE U CTEHIOBBIE JJOKJIA/IbI, yYaCTUE B

KPYIVIBIX CTOJIaX, 00yUeHHE).

10. BkiiroueHue 1moJieBbIX ONbITOB OPraHU3AMUM B POCCUIICKHNE U MEKIYHAPOIHbIE HC-
cJie10BaTe/IbCKHeE ceTH. 3an0JIHeTCsl OpraHu3auusiMu, BLIOPABIIMMU pedepeHTHYI0

rpynmy Ne 29 «TexHoJI0ruu pacTeHMEeBOACTBA»

HNudopmarnus He npepocrapieHa

11. Hannuue 3apy0esKHBIX TPAHTOB, MeKAYHAPOAHBIX HCCJIEI0BATENbCKUX MPOrpamMM

WJIH NIPoeKToB 3a nepuoxa ¢ 2013 mo 2015 rox

1) ECFS (European Cystic Fibrosis Society) Patients Registry (EBpomeiickuii Peructp
00MbHBIX MYyKOBHCLHI030M). CTpaHbl-ydyacTHUKU: LleHTpbl MykoBHcHMI03a U3 ABCTpHUH,
benwrun, Yexun, /lanuun, O@pannuu, [ epmannn, [ perun, Benrpun, Mpnanaum, M3panis, Mtanuu,
JlarBuwu, JIutebl, Makenonun, Hunepnannos, [lopryranuu, Momnnosst, Pymbranu, Poccun (HUN
nynbMoHonorun), Cepoun, Cnosakun, Cnosenuu, Mcnanuu, [1IBerun, Belinapun, YkpauHbl
u BenukoOputanuu. B pamkax mpoekTa OCyIIECTBISETCS BEACHHUE €BPOMNEHCKOro perucrpa
OOJBLHBIX MYKOBHUCITHIO30M.

2) Clinical and Functional Translation of CFTR (LlenTpsl MmykoBuciuao3a u3 41 crpansi). B
paMKax JJaHHOTO IPOEKTa BeJeTcs MonoiHeHue 6a3bl JanHbix MyTanuii B reHe CFTR y narmenToB

C MYKOBHUCIIUJIO30M.

HAYYHBIN MOTEHIIUAJ OPTAHU3ALIMU

HamunboJu1ee 3HaunMbIe pe3yabTaThl PyHAAMEHTAJBHBIX UCCJIEI0BAHUMI

12. HayuHble HanpaBJIeHH s MCCJIEOBAHUI, MPOBOAMMBbIX OPraHU3auMei, 1 uX Haubo1ee

3HAYMMBbIe pe3yJIbTaThbl, oJdy4eHHbIe B mepuox ¢ 2013 mo 2015 rox

78.P a3pa60TKa HOBBIX TEXHOJIOTHI BEISIBIICHHS Pa3INYHBIX TUIIOB MYTaHI/Iﬁ IrésomMma, MCTOJOB

uX NPOPUIAKTUKH U KOPPEKIIHH.
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C OCJIBIO p8.3pa6OTKI/I HOBBIX TEXHOJIOTUN JUArHOCTUKH HACJIEICTBEHHBIX U MHOl"O(i)aKTOpHHX

3a0oneBaHuil ObUIH MOMYUYEHBI Cleayomue GyHIaMeHTaIbHbIE Pe3yIbTaThl:

1) ITony4yeHsl HOBbIE AaHHBIE 00 ATHOJIOTMH U MATOT€HE3€ HACIIEICTBEHHBIX 3a00JIeBaHUM.
N3ydena annenbHas U JOKyCHasi TeHETHUECKAsi TETEPOTreHHOCTh HACIEACTBEHHOM MaTONIOTHH.
OnucaHbl HOBbIE MYTaIlUH B TE€HAX, OTBETCTBEHHBIX 32 PA3BUTHE HACIIECTBEHHBIX 3a00JICBAaHU.

2) U3y4eHbl MOJNEKYIIPHO-T€HETUYECKHUE OCOOCHHOCTH MUKPOAEIEIIUOHHBIX CHHAPOMOB.

3) UzyueHbl MONIEKYIIIPHO-TEHETUYECKIE OCOOCHHOCTH Psifia HACIEACTBEHHO 00YCIOBICHHBIX
(hopm paka, moryueHsbl JaHHbIE 00 SMUTEHOMHBIX PA3IMYUAX HOPMAIBHBIX U OITyXOJIEBbIX TKAaHEH.

* 3abnenkosa B.B., Jlaganu E.JI., Aprembena C.b., lllapkoa 1.B., Pynenckas I.E., [Tonsiko
A.B. TouxoBble MyTanuu B reHe SMN1 y O0JbHBIX MPOKCHMAJIBHOM CIIMHAIBHOM MBIIIEYHOM
arpodueit -1V tuna, umeronux oany konuto rera SMNI1. I'enetuka, 2015, . 51, Ne 9, c.
1075-1082. DOI: 10.7868/S0016675815080123. Mmmakt-dakrop 0,548. Unnekcupyercs B
PUHII, WoS, Scopus, PubMed.

* biinznen E.A., Makuenko O.H., Oxynesa E.I'., Mapxkosa T.I'., [TonsikoB A.B. HoBas nosto-
pstoIascs NpoTsHKeHHAs Aeienns, BKatovaromnias reasl GIB2 u GJB6, mpuBoaAWT K M30IMPOBaH-
HOMY CEHCOHEBPAIbHOMY HapYILIEHUIO CITyXa C ayTOCOMHO-PEIIECCUBHBIM THIIOM HACJIEIOBAHUS.
I'enetuka. 2014. T. 50. Ne 4. C. 474-480. DOI: 10.7868/S0016675814020040. Ummnakt-hakrop
0,548. Unnexcupyetcs B PUHLI, WoS, Scopus, PubMed.

* [IponusixoBa T.}O., Muxaitnosa C.B., baiinakosa I'.B., Mnbuna E.C., Pynenckas I'E.,
Kitomrnukos C.A., bynataukoBa M. A. 3axaposa E.1O. buoxumuueckue mapkepsl mpu 601e3H1
Humanna-ITuka tun C. Menuuunckas reaetrka 2015; 3: 72-73. Ummakt-dakrop 0,259. Uuaek-
cupyercs B PUHII.

* Pchelina SN, Nuzhnyi EP, Emelyanov AK, Boukina TM, Usenko TS, Nikolaev MA, Salogub
GN, Yakimovskii AF, Zakharova E Increased plasma oligomeric alpha-synuclein in patients
with  lysosomal  storage  diseases. = Neuroscience  Letters, 2014;583:188-93,
10.1016/j.neulet.2014.09.041. Ummakt-dakrop 2,107. Unaexcupyercs B WoS, Scopus, PubMed

» Koznona FO.0., 3a6uenkoBa B.B., Illunosa H.B., MunbxenkoBa M.E., Autonenko B.I.,
Kotnykosa H.IL., Kucnenko O.A., 3onoryxuna T.B., IlonskoB A.B. ['eHeTnueckas u KIIMHUYECKast
XapaKTepUCTUKU cuHpoma aeneunu 22ql1.2. I'enetuka, 2014. T. 50. Ne 5. C. 602-610. DOI:
10.7868/S0016675814050087. Umnaxkt-daxtop 0,548. Unnexcupyercs 8 PUHLI, WoS, Scopus,
PubMed

85. TeXHOIOTUU TUArHOCTHKH, JICYCHHS U MPO(UIAKTUKH ITaTOJIOTUH TUIOa U HOBOPOXKICH-
HOTO

C nenpio pa3pabOTKH MOIX0/1a K HECMHBA3UBHOM MPEHATAILHON TUArHOCTHKE, OCHOBAaHHOM
Ha aHaJIM3e TUIOAHBIX KJIETOK, pa3padoTaH crocod «oboraieHus» o0pas3iia MaTepUHCKOM KPOBH
KJIeTKaMH Tpo¢o0acTa ¢ IeNIbI0 UX JTaJbHEHIIEr0 aHaIH3a.

1. Mycarosa E.B., Illunosa H.B. Knetku ninona B kpoBu GepeMeHHO >KeHIITUHBI — TOTEHIU-
aJbHBIA OOBEKT HEMHBA3UBHOM NMPEHATAIBHOW TUArHOCTUKU (MCTOPUUYCCKHE U COBPEMEHHBIC
acnekTsl). Meaununckas reHetuka, 2015, T.14, No7, ¢. 9-16. U®D 0,259. Unaexcupyercs PUHLI.
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13. 3amuieHHbIe TUCCEPTALMOHHBbIE PA00THI, MOATOTOBJEHHbIE mepuos ¢ 2013 o 2015
r0/I HA OCHOBE I10JIEBOM ONBITHOM Pa0d0ThI YUpe:KIeHHsl. 3aM0JIHAETCSl OPraHU3aAnUsIMHM,

BbIOpaBmIMMU pedepeHTHYIO rpynmy Ne 29 « TexHoJi0ruu pacTeHneBOIACTBA.

Nudopmarnus He mpepocrapieHa

14. Ilepeyenb HauboOI€€ 3HAYMMBIX MYOJUKAIMA 1 MOHOTPaduid, MOATOTOBJIEHHbBIX

COTPYIHMKAMHU HAYYHOU opranu3anuu 3a nepuon ¢ 2013 mo 2015 rox

Crarbu

1) Nuzhnyi E, Emelyanov A, Boukina T, Usenko T, Yakimovskii A, Zakharova E, Pchelina
S. Plasma Oligomeric Alpha-Synuclein Is Associated With Glucocerebrosidase Activity in
Gaucher Disease. Movement disorders, 2015 30(7). P.989-991 doi: 10.1002/mds.26200 Impact
Factor 6,010. Uuaexcupyercs WoS, Scopus, PubMed.

2) Shmarina G, Pukhalsky A, Petrova N, Zakharova E, Avakian L, Kapranov N, Alioshkin
V. TNF gene polymorphisms in cystic fibrosis patients: contribution to the disease progression.
Journal of Translational Medicine, 2013, 11:19-26. DOI: 10.1186/1479-5876-11-19 Impact
Factor 3,694. Unaexcupyercs WoS, Scopus, PubMed.

3) Pchelina SN, Nuzhnyi EP, Emelyanov AK, Boukina TM, Usenko TS, Nikolaev MA,
Salogub GN, Yakimovskii AF, Zakharova E Increased plasma oligomeric alpha-synuclein in
patients with lysosomal storage diseases. Neuroscience Letters, 2014;583:188-93,
doi:10.1016/j.neulet.2014.09.041. Impact Factor 2,107. Unnexcupyercs WoS, Scopus, PubMed

4) Jurecka A, Zakharova E, Malinova V, Voskoboeva E, Tylki-Szymanska A. Attenuated
osteoarticular phenotype of type VI mucopolysaccharidosis: a report of four patients and a review
of the literature. Clinical Rheumatology. 2014 May;33(5):725-31, doi: 10.1007/s10067-013-
2423-z. Impact Factor 2,042. Unnekcupyercs WoS, Scopus, PubMed

5) Meshcheryakova TI, Zinchenko RA, Vasilyeva TA, Marakhonov AV, Zhylina SS, Petrova
NV, Kozhanova TV, Belenikin MS, Petrin AN, Mutovin GR. A clinical and molecular analysis
of branchio-oculo-facial syndrome patients in Russia revealed new mutations in TFAP2A. Annals
of Human Genetics, 2015 Mar;79(2):148-52. doi: 10.1111/ahg.12098. Impact Factor 1,889.
Nunexcupyercs WoS, Scopus, PubMed.

6) Shamilova N.N., Marchenko L.A., Dolgushina N.V., Zaletaev D.V., Sukhikh G.T. The
role of genetic and autoimmune factors in premature ovarian failure. Journal of Assisted
Reproduction and Genetics, 2013, No5, p. 617-622. doi: 10.1007/s10815-013-9974-4. Impact
Factor 1,858. Unaexcupyercs WoS, Scopus, PubMed.

7) Gnetetskaya V., I. Kanivets, S. Korostelev, D. Pyankov, G. Totchiev The chromosomal
microarray analysis (CMA) used for examination of products of conception. Gynecological
Endocrinology, 2015 Volume 31, Supplement 1, p. 2-5. doi.org/10.3109/09513590.2015.1085192.
Impact Factor 1,413. Unnekcupyercst WoS, Scopus, PubMed
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8) Tylki-Szymanska A, Jurkiewicz E, Zakharova E, Bobek-Billewicz B. Leukoencephalopathy

with brain stem and spinal cord involvement and lactate elevation (LBSL) high outcome
variability among two siblings. Neuropediatrics, 2014, Jun;45(3):188-190 DOI: 10.1055/s-0033-
1364105 Impact Factor 1,291. Unaexkcupyercs WoS, Scopus, PubMed.

9) Pynenckas I.E., KagnuxoBa B.A., [lonskoB A.B. BpoxaeHHas MbliedHasi AUCTPOQHUs C
PUTHUIHBIM ITO3BOHOYHUKOM, cBsi3aHHas ¢ TeHoM SEPN1. XKypHan HeBposoruu u ncuxuaTpuu
uM.C.C.Kopcakona, 2014; 5: 70-74. Impact Factor 0,717. Uunexkcupyercs PUHLI, WoS, Scopus,
PubMed.

10) Pynenckas [.E., 3axaposa E.1O., Kapesa M.A. HeBponoruueckue nposiBJIeHUsSI CHHIPOMAa
Onrpoysa (cunapoma «Tpex Ay»). XKypnan neBponoruu u ncuxuarpun um.C.C.Kopcakosa,
2013; 4: 70-74. Impact Factor 0,717. Ungexcupyerca PUHLI, WoS, Scopus, PubMed

Monorpaduu

1) Axynenxo JI.B., 3onoryxuna T.B., Manyxun U. b. JloponoBas npoduiakTika reHeTHye-
ckoit maronoruu mioga. Mocksa, uza. [90OTAP-Menua, 2013 1. 304 c¢. ISBN 978-5-9704-2459-
9. Tupax 3000 5k3.

2) MyxkoBucuuao3: Meauko-comuanbtas npobnema / M. K. Ameposa, H. 1. Kanpanos. -
Mocksa; Apocnasne: [lewarnsiii nom, 2013. - 235 c. ISBN 978-5-905885-03-7. Tupax 1000
9K3.

3) MyxkoBucuunos. Ilox pen. Kanpanosa H.U., Kamupckoit H.FO. M.: Mennpakruk, 2014.
672 ctp. ISBN 978-5-98803-314-1. Tupax 1000 3k3.

4) CrpensuukoB B.B., Tanac A.C, Ky3nenosa E.A. MeTtononorus jokyc-crenupudeckoro
ananuza metwinpoBanus JIHK. M3narensctBo: LAP Lambert Academic Publishing. 2014, 104
ctp. ISBN 978-3-65967041-1. Tupax HeuzBecTeH

5) bananosckuii O.I1. I'enodonn EBponsl. M.: ToBapumiectBo Hay4dHbix uzganuii KMK.
2015. 354 C. ISBN 978-5-9907157-0-7. Tupax 250 k3.

6) Kammpckas H.1O., Kanpanos H.U., Konnparsesa E.W. [Topaxenne 6poHX0IeroyHOM CH-
CTeMBI IPU MyKoBUcIAo3e. [71aBa B MoHorpaduu: Opdannbie 3a00aeBaHMs JIETKUX y ACTEH.
/ Tlon penakuueti Pozunosoit H.H., Musepnaurkoro 10.JI. - M.: Mennpakruka-M. 2015. 240 c.
ISBN 978-5-98803-347-9. Tupax 1000 3k3.

7) Peructp 60onbHbIX MyKoBUCIII030M B Poccuiickoit @enepanuu. 2013 rox. [Tox penakiueit
H.1O. Kamupckoit. M.: U] «MEIAITPAKTUKA-M», 2015. 64 c. ISBN 978-5-98803-344-8.
Tupax 1000 3k3.

15. I'panThbl Ha poBeeHne PyHIAMEHTAJbHBIX UCCJIEI0BAHUI, PpeajIu30BaHHbIE IIPH
nopaep:kke Poccuiickoro ¢ponaa pynaameHTaabHbIX Hccaea0BaHuii, Poccuiickoro

TYMaHUTAPHOT0 HAYYHOT0 (poHaa, Poccuiickoro HayyHoro (poHaa u Apyrue

1) PODU. ConnanbHo-ryMaHUTapHAs M ATUYECKAs IKCIIEPTH3a HEOHATAIBLHOTO U IIPEeHaTallb-
HOTO CKpUHHUHTA

Tons! Bemonuenud: 2013-2015 ¢
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O6wem dunancuposanus: 2013 r. — 0,4 maH pyo., 2014 . — 0,35 muH py6., 2015 . — 0,4

MJTH pYyO.

2) POOU. Uccnenosanue ponu MUKpoPHK B oHkoreHese ¢ BBISIBIEHHEM PETYASTOPHBIX
B3auMozeicTBuil MUKpoPHK ¢ moreHnmanbHpIMU reHaMU-MUILICHSIMU TIPU PaKe MOYKH U JIETKOTO

Tons! Bemonuenud: 2013-2015 ¢

O6wem ¢unancupoBanus: 2013 r. — 0,485 muH py6., 2014 . — 0,495 muH py6., 2015 & —
0,575 muH pyo6.

3) POOU. DninaemMuonorus peaIkux HaclIeICTBEHHBIX O0Ie3HE B POCCUICKUX MOMYIISIIIHSIX.
Bnusinue nemorpaduyeckoi U reHeTHYECKOM CTPYKTYPhI

Tons! Bemmonuenusd: 2014-2016 .

O6weMm duHaHcupoBaHus o0muid: 2,405 MiH pyo.

4) POOU. neHTrduKamms METHIOTUIIOB paka MOJIOYHOM JKeJIe3bl Ha OCHOBE BBICOKOIIPO-
U3BOUTEIBHOTO OUcyabhuTHOTO cekBenupoBanus [JHK

Tons! Bemmonuenusd: 2014-2016 .

O6weMm duHaHcupoBaHus oomuid: 1,475 miH pyo.

5) POOU. MykoBUCIIHI03 KaK YHUKAIbHAsI IPUPOTHAS MOJIENb MPEKICBPEMEHHOTO UCTO-
IICHUS aJanTalMOHHBIX BO3MOKHOCTEH oprann3ma. Pa3paboTka HOBBIX IOJX0/I0OB K BOCCTAHOB-
JICHUIO MEXaHU3MOB aJlanTalliy, OWHAKOBO MPUEMIIEMBIX AJIsi OOJIbHBIX MYKOBHCIIMIO30M U
pu GU3HOIOTHIECKOM CTApCHUH

Tons! Bemonuenud: 2014-2016 .

O6weMm duHaHcHpoBaHUs 00muid: 1,425 miH pyo.

6) POOU. MccnenoBanue KIMHUKO-TEHETUYECKUX U TOMYISIIUOHHBIX OCOOCHHOCTEH pac-
pOoCTpaHeHUsl HaceICTBEHHBIX Oone3Hei B KapauaeBo-Uepkecckoii Pecrybmnrke

Tons! Bemonuenud: 2015-2017 &

O6weMm dunaHcupoBaHus oomui: 1,98 mMiH pyo.

16. I'panThl, peajin30BaHHbIE HA OCHOBE M0JIEBOI ONBITHOI PA0OTHI OPraHU3aAlMU IPH
MO//IePsKKe POCCHIMCKNX U MeKITYHAPOAHBIX HAYYHBIX (JOHI0B. 3anoIHsAeTCS Opra-
HU3AUMSIMH, BBIOPpaBIIUMHU pedepeHTHYIO rpyniy Ne 29 « TexHoJ10rum pacTeHueBoI-

CTBa».

Nudopmarnus He mpepocrapieHa

WHHOBALIMOHHBIN MOTEHIUAJ HAYYHOI OPTAHU3ALIMM

Han0oJ1ee 3HauMMbIe pe3y/ibTaTbl HOMCKOBBIX U NPUKJIAIHBIX

HCCJICA0BAHNI

057813



10

17. IlonckoBbIe M MPUKJIAIHbIE POEKTHI, peaJiu30BaAHHbIE B paMKaXx (enepajbHbIX
eJieBbIX MPOrpPaMM, a TAKKe MPH NmoaaepkKe (poHa0B pa3BuTua B nepuon ¢ 2013

mo 2015 roxa

OIIII «HayuHble n HayuyHO-Ie1aroruyeckue Kaapbl ”HHOBaIMOHHOM Poccun» Ha 2009-2013
TOJIbI

1) Cornamenue Ne 8113. «OKk30MHBIA U TPAHCKPUIITOMHBIN aHAIU3 OMYXOJEBOIO Te€HOMA
PU XPOHUYECKOM MHUETIOUTHOM JICHKO3e»

Tons! Bemmonuenusd: 2012-2013 .

O06beM puHaHCHpOBaHUS o0IUiA: 2,9 MiTH pyo0.

2) Cornamenue Ne 8599. «I'eHoMHbBIE MapKepbl CTAOUILHOCTH MOJIEKYJIIPHOW PEMUCCUH U
BO3MOYKHOTO M3JICUCHUS XPOHUUYECKOTO MUENIONIeHK03a IPU Teparnuu UHrMOUTOpaMU TUPO3HUH-
KHUHa3»

Tons! Bemonuenud: 2012-2013 .

O06beM puHaHCcHpoBaHUs oOUiA: 1,2 MTH pyo0.

3) Cornamenue Ne 8273. «Pa3paboTka MOCTTEHOMHBIX TEXHOJIOTHIA B TPAHCILIAHTOJIOTHI

Tons! Bemmonuenud: 2012-2013 .

O6beM duHaHCHpOBaHUS OOIIUA: 5 MITH pyO.

4) Cornamenue Ne 8589. « ccnenoBanue peryisTOpHbIX B3aUMOICHCTBUN TPAHCKPUIITOMA
C TIOMOIIIBIO PO HIIEH SKCTIPECCUU TEHOB YETOBEKa»

Tons! Bemmonuenud: 2012-2013 .

O06beM puHaHCcHpoBaHUs oOMiA: 1,2 MTH pyo0.

5) Cornamenue Ne 8826 «Poib IUTOKUHOB B pa3BUTHHU MECTHOTO U CUCTEMHOTO BOCIIATICHUS
Ipu MyKOBHCLIKI03€. MOJIEKYISIPHO-TEHETUYECKOE UCCIIEIOBAHHE)

Tons! Bemmonuenud: 2012-2013 .

O06beM puHaHCHpOBaHUS oOUiA: 3,2 MITH pyo0.

I'pant OO0 «HoBaptuc ®apmar

Pa3paboTka cuctemM MOJIEKYIIPHO-T€HETUYECKON JMATHOCTUKH AHTJTUOMHUOIUIIOMBI TIOUYKH

Tons! Bemmonuenud: 2013 .

O6bem punancupoBanus: 0,349 Mo pyo.

BHenpeHvecknii MOTEHIIMAJ HAYYHOM OPTraHU3alNK

18. Hantmume TexHOJI0rn4eckoii MHGPACTPYKTYPbI JJIsl NPUKJIATHBIX HCCIEI0BAHNI

WNudopmanus He mpeaocTaBieHa

19. Ilepeyenn HanGo/1ee 3HAYUMBIX Pa3pad0TOK OPraHU3aLMH, KOTOPbIe ObLIH BHEAPEHbI
3a nepuoa ¢ 2013 mo 2015 ron

IiOBBK?MEHHHHHCKHCTEXHOHOFHHI
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1) KonruecTBeHHBIM METO JETEKIIMU YnciIa Komuii reHoB Jiokyca SMN. Texnonorus anpo-

OupoBaHa U BHeApeHa B mpakTtuky padorel ®I'BHY «MI'HLl» (Axt BHempenus Nel/15 ot
05.06.2015). O6nacTh NpUMEHEHHUS — MEIUIIMHCKAS TEHETHKA.

2) MLPA-ananu3 yacteix myTtauuii Mmutoxouapuanbaoi JJHK. Texnonorus anpoOupoBana
u BHeapeHa B mpakTuky padoret ®IT'BHY « MI'HIl» (Axkt BHenpenust Ne 2/15 ot 05.06.2015).
OO6nacTh NPUMEHEHHS — METUIIUHCKASI TeHETUKA.

3) OnpeneneHuie KOHIEHTPALUN OPOTOBOI KUCIOTHI B BEICYIIIEHHBIX ISITHAX KPOBU METOIOM
BBICOKO(DPEKTUBHOM KUAKOCTHOU Xpomarorpaduu — TaHAEMHONU Macc-CeKTpoMeTpuu. Tex-
HOJIOTHS arpoOupoBaHa U BHeApeHa B MpakTuKy padotel ®I'BHY «MI'HLI» (AkT BHenpeHUs
Ne3/15 ot 05.06.2015). O6nacTh NpUMEHEHUS — METUIIMHCKAs TCHETHKA.

4) ITpotuBoBOCHIATTUTENbHAS TEPAHSI MUKPOOHO-BOCIIATUTEIHHOTO MPOIIecca AbIXaTeIbHOTO
TpakTa Impu MyKoBHcHHI03e. TexHomorus anpoOWpoBaHa U BHEAPEHA B MPAKTUKY pabOTHI
OI'bHY «MI'HL» (Axt BHenpenus No4/15 ot 07.12.2015). OGnactb mpuMeHEHUS — METUIIMHCKAs
TeHETHKa, IeuaTpus

5) Ucnonb30BaHrne XpOMOCOMHOTO MUKPOMATPUYHOTO aHAIN3a AJIs MOBBIIEHUS YPPEKTUB-
HOCTH MEIMKO-T€HETHUYECKOTO KOHCYIbTHUPOBaHMS. TeXHONOrHs anpoOupoBaHa U BHEJpPEHA B
npaktuky padbotsl ®I'BHY « MI'HII» (AxT BHeapenus Ne 5/15 01 07.12.2015). O6nacts npume-
HEHUS — MEIULIMHCKAas TeHEeTHKA.

6) Crioco0 onpe/eneHrs MUTOTHYECKOTO PeKUMa U MaTOJIOTUH MUTO3a OOTOHUEB U CIIEpMa-
ToroHues. TexHoorus anpodupoBaHa v BHepeHa B mpakTUKy padoTsl ®I'BHY « MI'HL» (AT
BHeapeHus Ne6/15 ot 07.12.2015). O6nacTh NpUMEHEHHUS — MEIUIIMHCKAS TEHETHKA.

7) Hetexkuus TpuHaguatd yacTteix MyTanuii reHa CFTR meTomomM MyNBTHUILIEKCHOTO
MMOP/IIJA®D ananuza. TexHonmorusi anpodbupoBaHa U BHeApeHa B IMpakTuky padorsr ®I'BHY
«MI'HL» (At BHenpenwus Ne7/15 o1 07.12.2015). OGnacts npuMeHEeHHs — MEUIIUHCKAS TeHE-
THKA.

8) Cuctema aeteknuu B OHOM MpoOupke Hambosee yacTeix MyTanuil rera ANOS, oTBert-
CTBEHHOTO 32 MOSICHO-KOHEYHOCTHYIO MbIIIeuHy0 auctpoduro 2L tuma. TexHomorus anpoodu-
poBaHa u BHeapeHa B mpakTuky padorel ®I'BHY «MI'HLI» (Axt BHeapenusi Ne8/15 ot
07.12.2015). O6nacTh NpUMEHEHHUS — MEIUIIMHCKAS TEHETHKA.

9) Jlerekiiys OCHOBHBIX TOUYKOBBIX MyTanuii reHa PAH MeTomoM MynbTHILUIEKCHO TUTra3HON
peakuuu. TexHonorus anpodupoBaHa u BHepeHa B npakTtuky padotst ®I'bHY « MI'HLI» (AkT
BHeapeHus Ne9/15 ot 07.12.2015). O6nacth NpUMEHEHHUS — MEIUIIMHCKAS TEHETHKA.

10) Onpenenenune mytaruii B rene MET nipu HacinencTBEHHON MOYEYHO-KICTOYHON Marul-
JSIPHOM KapIIMHOME MEepBOro Tuma. TexXHOJIOorus anpoOorpoBaHa U BHEAPEHA B IPAKTUKY pabOThI
OI'BHY « MI'HL» (Axt BHenpenust Ne10/15 ot 07.12.2015). O6nacth npuMeHEHUS — MEAUIIMH-
CKasl TeHeTHUKa.

11) MonekynsapHo-reHeTH4YecKasi IMarHoCTUKA HACJIEICTBEHHO OOYyCIOBICHHBIX (hopMm Me-

AYJUIAPHOI'O paka IHHTOBH,HHOﬁ )KeJe3nl. TexHomorus aHpO6I/IpOBaHa 1 BHCPCHA B IIPAKTUKY
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pabotel ®I'BHY « MI'HILl» (AxT BHeapenust Nell/15 ot 07.12.2015). OGnacts npuMeHEHUS —

MEIUIUHCKAs TEHETUKA.

12) MonekynspHO-TeHeTHYeCKasi MeTOIMKa onpeaenaeHus Mukpoaeneuu 7q11.23 y 6ombHBIX
¢ AnarHo3oM cuHapoma Bunbsmca. TexHomorust anpodupoBaHa v BHEIPEHA B MPAKTUKY PaOOThHI
OI'BHY « MI'HL» (Axt BHenpenust Ne12/15 ot 07.12.2015). O6nacth npuMeHEHHUS — MEAUIIMH-
CKas FeHETHUKA.

13) MonekynsipHo-reHeTHYeCKass AuarHocThka cuuapoma [Ipanepa-Bumnu. TexHonorus
anpoOupoBaHa u BHeIpeHa B npakTuky padotsl ®I'BHY «MI'HL» (AxT BHenpenus Nel3/15
ot 07.12.2015). O6nacTh NpUMEHEHUS — METUIIMHCKAs TCHETHKA.

14) TexHomorus TpaJUeHTHOTO MEHTPU(YTUPOBAHUS AJI1 «OOOTAIIEHUS» MaTEPHUHCKOMN
KpPOBH KJIeTKaMu TpodoOiacTa B LIeTsIX HEMHBA3UBHOM JIETEKIIMU XPOMOCOMHBIX HapyIIEHUH y
wiona. TexHonorus anpobupoBana u BHeApeHa B NpakTuky padotet ®I'BHY «MI'HL» (AkT

BHeapeHus Nel4/15 ot 07.12.2015). O6nactb NpUMEHEHHS — MEAUITUHCKAsI TCHETHKA.

IKCIIEPTHAA N AOT'OBOPHASA JEATEJIBHOCTDb OPTAHU3ALIUN

JKCIEePTHAA JeITeJIbHOCTh HAYYHbIX OPraHu3anuni

20. IToaroToBKa HOPMATHBHO-TEXHUYECKHUX TOKYMEHTOB MEKIYHAPOIHOI0, MEKI0CY-
JApPCTBEHHOI0 M HAIIMOHAJILHOI'0 3HAYEHUSl, B TOM YHCJIe CTAHIAPTOB, HOPM, IPABUJI,
TeXHUYECKHUX Per;IaMeHTOB M UHBIX PeryJHPYIOLIHX JOKYMEHTOB, YTBePKIeHHbIX
(enepanbHBIMHM OpPraHaMM UCTIOJHUTEIBLHOM BJIACTH, MEKIYHAPOIHBIMU U MEKI0-

CyIapcTBEHHbIMH OPraHAMH

Nudopmarnus He mpegocTapieHa

BoinosiHeHHe HAYYHO-HCCJIEI0BATEILCKUX Pa0OT H YCJIYT B MHTEpecax

APYrUX OpPraHu3anuu

21. Ilepeyenns HauboJIee 3HAYMMBIX HAYYHO-HCCIEI0BATE]IbCKHX, ONIBITHO-KOHCTPYK-
TOPCKHUX M TEXHOJIOTHYeCKHUX PadO0T U YCJIYT, BBIIOJHEHHBIX 10 JOT0BOPAaM 32 IIepPHOJ
¢ 2013 mo 2015 rox

Wudopmanus He mpeaocTaBieHa

I[pyrne NMOKa3aTe/in, CBUACTC/IbCTBYIOIIIHNE O JIMIUPYIOLIEM ITOJ0KCHUH
OpraHu3alnvi B COOTBETCTBYHOIIIEM HAYYHOM HAlIPpaBJICHHH

(MpeacTABJSIIOTCS 1O KEeJIAHUI0 OPraHU3alUH B CBOOOIHOI (popme)
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22. Jlpyrue noka3arejiu, CBHAeTeJbCTBYIOLINE O TUAMPYIONIEM MOJI0KEHUN OPraHu3auuu
B COOTBETCTBYIOIIleM HAYYHOM HANpPaBJIEHUH, a TaKKe HHPOPMALHA, KOTOPYIO Op-

raHu3anus Xo4eT COOOIINTh 0 cede TOIMOJTHUTEILHO

OI'BHY «MI'HL» siBnssioch OpraHu3aTopoM Hay4YHbBIX MEPOTIPUSITUI:

1) XI HarroHnaapHBIA KOHTPECC MO MyKOBUCHUA03Y « MyKOBUCIUIO3 Y €T U B3POCIBIX.
Bamsin B Oyaymee». 24-25 mas 2013 1. (. Mocksa)

2) Hayunas koH(pepeHus «AKTyanbHbIe MpoOiIeMbl HelipoMeTabonnueckux 3a00eBaHui,
6one3np Humana-ITuka tum Cy», 25 oktsa6ps 2013 1. (1. Mocksa)

3) Hayunas xonpepeHus «AKTyanbHble MPoOIeMbl KIMHUYECKOW TeHETUKU PeAKUX 0oes-
Hel», 5-6 nekabps 2013 1. (. Mocksa).

4) VI Cwe3n BaBunosckoro o6miectBa reHeTHKOB U cenekironepos (BOI'uC), 15-20 utons
2014 r. (. PoctoB-Ha [lonHy)

5) Hayunas kondepeniusi «HoBble TEXHOIOrMH aHallM3a T€HOMA B MIPEHATAIbHON TUArHO-
cTuKe», 22-23 aprycta 2014 r. (1. Kazanp)

6) Mexxnynapoanas HayuHas koHpepenuus "PKU: Dietary treatment and pharmacotherapy”,
14.02.2015 r. (r. Mockga)

7) VII Cbe3n Poccutickoro o0miecTBa METUIIMHCKUX TeHETHKOB, 19-23 mas 2015 1. (1. CaHKT-
[TerepOypr)

8) XII HantmoHanbHbIH KOHTpecc «AKTyalbHbIE TPOOIEeMbI MyKOBUCIUI032) C MEXTyHAPOI-
HBIM y4dactueM. 22-24 anpens 2015 . (. Mocksa)

Kpome Toro, ®I'bHY «MI'HIl» exeromHo mpoBOAWT KOH(EPEHIIMH MOJIOABIX YUYEHBIX
OI'BHY «MI'HL», urenus u koH(pepeHILINH, TOCBSILIEHHBIE BBIAAIOIIUMCS YI€HBIM, pa0OTaBIIUM
B MI'HI] — akanemuxam boukoy H.11. u MiBanosy B..

[Tomy4deHbl maTeHTHl HA U300PETECHUSA:

1) ITarent Ne 2533288. MHruOUTOphl KaMuEeBbIX KAHAIOB KaK JIEKapCTBEHHBIE CPECTBA IPU
mumbomax u seiiko3ax. [Tarentoodnanarens: ®I'BY "MI'HII" PAMH Jlara Beigaun: 17 ceHTs0ps
2014~

2) ITarent Ne 2551238. Cnioco® MHIYKIMU anmonTo3a KJIETOK 3JI0KAYECTBEHHOM OITyXOJIU
KOJIOPEKTAJIBbHOTO pakKa U CPeCTBO Il ero ocyuiecTBienus. Jlara Bpraaun: 20 mas 2015 .

3aperucTpupoBaHbl KOMITbIOTEPHBIC ITporpammel (2013 1.):

1) Images6 (mporpamMma i KOIMYECTBEHHON 00paboTku poTorpaduii SKkCIiepuMEeHTaATbHBIX
JAHHBIX, TOYYEHHBIX B PE3yJIbTaTe MMMYHOLIUTOXUMHYECKUX, MIMMYHOXUMUYECKUX U SIEKTPO-
(dhopetrdeckux uccienoBanuii). Perucrpannonnsiii Homep BHTHUILL 50201350083.

2) Article Links Corrector (mporpamma aBTOMaTH3UpOBAHHO 00paOOTKH CCHIIIOK HA HAYYHbBIE
cratbu). Perucrpanmonnsiii Homep BHTUIL 50201350255.

3) SeqBase (m1a ananu3za metmiuposanus [JHK cekBeHrpoBaHreM B KalMIIISIPHOM JIEKTPO-
(dopese). PexnaMHO-TeXHUYECKOE OMMCAHKE, ONMCAaHUE TPUMEHEeHH . PeructpaiioHHbIii HOMep
BHTHII 50201350019.
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4) ReMark (ns ruraHMpOBaHHS COCTaBa TEHOMHBIX OMOIMOTEK C IEIbI0 TTOJTHOTEHOMHOTO

ananuza metunupoBanus JJHK). PexnamHo-TexHndeckoe omnucanue, onucaHue MpUMEHEHUS.
Peructpanmonnsiit Homep BHTHUILL 50201350020.

3apeructpupoBanbl 6a3el qaHHBIX (2014 1):

1) 17.02.2014 nonyueno cBuaetenbetBo Ne 2014620297 o rocyaapCTBEHHOM perucTpanun
0a3bl qaHHBIX «[lepeueHb reHOTUIIOB U (PEHOTUTIOB, TOCTOBEPHO PA3TMUYAIOLIUXCS IO CTENIEHU
UX aCCOLIMUPOBAHHOCTHU C PUCKOM BO3HHMKHOBEHHS KOHKPETHBIX 3200JI€BaHHM B yCIOBUSX BO3-
NEHCTBUS €CTECTBEHHOT0, TaMMa-HEHUTPOHHOTO M3iIy4YeHus U P-uznydenust tputus» (OI'BY
«MI'HIl» PAMH).

2) 17.02.2014 nonyyeno cBuaetenbetBo Ne 2014620298 o rocyqapCcTBEHHOM perucTpanun
0a3bl naHHbIX «llepeyeHb reHOTUIIOB U (PEHOTHUIIOB, TOCTOBEPHO PA3IUYAIONINXCA 110 UX UYB-
CTBUTEJILHOCTH K €CTECTBEHHOMY, F'aMMa-HEUTPOHHOMY M3IyUYEHUIO U [-U3ITYyYECHUIO TPUTUSDY
(®T'BY «MI'HL» PAMH).

Corpynaukamu ®I'BHY «MI'HL» nomy4dens! Harpabi:

1. IloueTHoe 3BaHUE 3acily)KeHHbIN AesaTenb Hayku Poccuiickoit @enepanun — Kypuno JI.O.
(2014 )

2. Menans ['peropa Menens 3a BbIAAIOIMINECS 3aCTyTH B HAYYHO-HCCIIEIOBATEIbCKOM paboTe
— Kypuno JI.®. (Beinana EBpomneiickoil akajeMueit ecTeCTBEHHBIX Hayk, I. ['anHoBep) (2014 1)

3. B 2015 1. 2 corpyauuka ®I'BHY «MI'HLl» momyuunu modetHoe 3BaHHE mpodeccopa
PAH.

4. B 2015 r. 1 acnupanT nonyuun crunesauto IlpasurensctBa Poccuiickoit @eaepaunu 1ist
CTY/ICHTOB M aCIIUPAHTOB; 2 MOJIOJBIX YUEHBIX Noay4anu crunenauto [Ipesunenra Poccuiickoit
®Denepanuu st MOJIOJBIX yUeHBIX U acriupanToB (2013 u 2015 r).

I'panThI

Tpems corpynnukamu @I'BHY «MI'HLI» Obuin mosydeHbl TpaHThI Il MOAJIEPKKH HCCclie-
JIOBaHUH, IPOBOJIUMBIX MOJIOJIbIMU YUEHBIMHU:

1) I'panT Ilpe3unenta PO mj1st MONIOABIX yUEHBIX — KAHUAATOB HayK.

@YHKIIMOHAIBHOE UCCIIEI0BAaHUE AHTUCMBICIIOBOM TPAHCKPUILIMH B IIPOLIECCE KAHLIEPOreHE3a
y 4eI0BEKa.

Tons! Bemmonuenud: 2012-2013 .

O6beM duHaHCHpoBaHUS 00muMiA: 1,2 MiH pyo.

2) I'pant OIITOK. Ananu3 usmenenuii B apxutekrype spep MCK B npouecce nuddepeniiu-
poBku. ['oasl Beinmonuenus: 2013-2014 .

3) I'pant YMHUK. UccnenoBanue 3¢¢heKTUBHOCTH CTaOUIBHOM TpaHC(HEKINH JTUHUN UM-
MOPTAJIN30BaHHBIX MYJIBTHIIOTEHTHBIX ME3€HXUMHBIX cTpoMaiibHbIX kileTok (MMCK) uenoBeka
¢ ()eHOTUIIOM MEPULIUTOB C MOMOIIBIO JICHTUBUPYCHBIX BEKTOpPOB. ['0b1 BhimonHenus: 2012-
2013 .

B ®I'BHY «MI'HL]» pa6oraer 1 akanemuxk PAH — I'matep EBrenunii KoncrantunoBuu (10

20.05.2015 . — qupekTopoM, a 3aTeM HaydyHbIM pykoBoautesiem Llentpa).
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Corpyanuku ®T'BHY «MI'HLL» BenyT npenonaBarenbekyro AesTeabHOCTh B camom MITHLI,

I'bOY T10 PMATIO M3 P®, 'EOY BITO PHUMY um. H.HU. TTuporosa, MI'Y um. M.B. Jlo-
MoHOcoBa, ®ITJIO MI'MCY um. A .U. EBiokumoBa.

[Ipun ®I'BHY «MI'HLI» neiictyet Quccepraumonnsiii copet /1 001.016.01 no 3amure kau-
JAMJATCKUX M JOKTOPCKHMX JIHUCCEepPTALHMA.

®I'BHY «MI'HLI» BbinyckaeT sy pHan « MeANLMHCKAS FEHETHKAY, ITyOIMKYIOLIHi COOOmEeHNs
10 COBPEMEHHEBIM MPOGIEMaM reHeTHKHU YelOBEKa M MEAMLUHCKONW reHETHKH.

OI'bBHY «MI'HLL» - Benymee yupexaenue B Poccuniickoit @enepaiuy B 061acTH MEULIAH-
CKO¥H reHETHKH 1 TeHETHKH Y€JI0OBEKA, 3aHMMAIOLIEECs] BOMPOCAMM AUATHOCTHKY, NPO(HIaKTHKH
Y JIeYeHHs HaclneACTBeHHbIX 3a0onesannii. DI'BHY «MI'HL]» npoBoauT dyHaaMeHTanbHBbIE,
MOMCKOBBIC M MPHUK/IAHBIC HAYyYHbIE MCCIIEOBAHUS B 00JIACTH FE€HETHKH, a TAKKE OKA3bIBAeT
NEPBUYHYIO Meﬂnxo-caﬂmapﬁy}o CNELMATU3UPOBAHHYIO MOMOLIb HACENeHHI0. 3aHUMAaeTCs
NOATOTOBKOM BBICOKOKBAaIM(PUUMPOBAHHBIX HAy4YHBIX W MEAMUMHCKUX KaapoB. Pe3ynbrarsl
MCCIIeI0BaTEeNIbCKOM paboTel LlenTpa myGnnKyoTes B BBICOKOPEHTHHIOBBIX OTEYECTBEHHBIX
3apy0exHBIX Hay4HBIX XypHanaX, B ToM uncie Nature, Science u p.

LleHTp siBIA€TCA BEYILEH MEANKO-TEHETHYECKOM Opranu3anueil B Poccuu B 061acTH reHoM-
HBIX M TOCTFEHOMHBIX TEXHOJIOTHH, a TakXKe OTHOH M3 BEAYIMX OpraHu3aluii B 061acTH Kie-
TOYHBIX 1 GHOMEULMHCKUX TEXHOJIOTHit. LIeHTp paspabarbiBaeT yHHKaIbHbIE METObI 3P deK-
TUBHO¥H IMarHOCTHKY HAC/ICICTBEHHBIX 60/Ie3HEH METOIaMU TaHAEMHON Macc-CeKTPOMETPHH,
MaCCHMBHOTO Napaiie/IbHOTO CEKBEHMPOBAHMsI, HOBBIE METO/IbI JIEYEHHS HAC/IEACTBEHHBIX 3a60-
neBaHui ¢ nomouikio MUPHK, aHTHCMBICTIOBBIX TPAHCKPHUIITOB M TEXHOJIOTHH PEAAKTHPOBAHMS
reHoma CRISPR/Cas9, a Taioke ekapcTBeHHbIE CPEICTBA, CIIOCOOBI AMATHOCTHKM U HHAMBHILY-
aJM3alyy Teparnti OHKOJIOTMYeCKUX 3a00/1eBaHmiA.

JlaboparopHeie noapaseneHus OCHaleHbl COBPEMEHHbIM JHArHOCTHYECKMM 060pY/I0BaHHEM,
TNIO3BOJIAIOLMM MPOBOAUTE PA3JIMYHbIE BH/Ibl aHAIM30B 11 JUArHOCTUKK HAC/IECTBEHHBIX 3a-
Gonesanuii. Ha 6a3e LlenTpa paGorator Beylue 0Te4eCTBEHHBIE CIELHATIUCTE B 06IACTH Me-
JMLMHCKON reHeTUKH. MHOroJeTHsAs NpoayKTUBHAs Hay4yHas paGora mo3sonamna paspaborars
¥ BHEJIPUTH B MEAMLIMHCKYIO MPAKTUKY AUarHOCTUKY O6onee 500 MoHOreHHbIX 3a001€BaHUI 1
HAC/IEICTBEHHBIX HApYyLIEHUH 0OMeHa BEIECTB, a TAKXKE BCEX BUIOB XPOMOCOMHOM MATONOTHH
COBPEMEHHBIMH OMOXUMHYECKUMH, IUTOICHETHYECKUMHU U MOJIEKY/IIPHO-TEHETHYECKUMH Me-
Tonamu. Yepes nonuknunudeckuit otaen ®IBHY «MI'HL» no HampaBieHHIO Ha NPOBEACHHE
JMarHOCTHYECKHX M J1€4€OHO-KOHCY/ILTaTUBHBIX MEPOIIPUSITHI €KErOAHO NPOoXoauT A0 15 000
nauueHToB rpaxaan Poccuiickoii @enepaunn u ctpan CHI, uMeromux B aHaMHese npeiBapu-
Te/IbHBIA IMATHO3 C Pa3IMYHBIMU BHIAMU F€HETHYECKOl matonoruu. I1o KonMuecTBy JUarHo-

CTMPYEMBIX Hac/IeACTBEHHBIX 3a0oseBanuii LleHTp 3aHMMaET iepBoe MecTo B EBpore.

OUO pykoBoAHTENS

NI
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