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A. C. JIorMHOBa Gbifl OTKPLIT MOCKOBCKMIA FOPO/ICKOM MEAMKO-reHETUYECKNI LIEHTE
0AIM C HAaCNEACTBEHHbIMM 3a60/1€BAHNAMW NPOBOAUMbIE B HEM UCCEA0Bar 2%
[1a10T HE TO/IbKO BO3MOXHOCTb OGPETEHNS 30DOBbS UM CTOUKOTO KOHTPONsS

Haj HeZlyrom, HO M HafeXAay Ha POXKAeHWe 340POBOro NOTOMCTBA '

-

®oro: HUIKO3MM
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MoneKkynsipHo-
reHeTU4YeCcKue uc-
cnefoBaHus cTanu
HEeoTbeEMNEMON Ya-
CTbH0 KIMHUYECKOrO
npouecca

OcHoBHbBIE 3aaun eHTpa

B HacTofiLLee BpeMs NpaKTUYeCKHU BCe Hanpas-
JIEHUS1 COBPEMEHHOW MeAMLMHbI UCMbITbIBAOT
OCTpYt0 NOTPEBHOCTb B MOJIEKYNSAPHO-TEHETHYE-
CKMx nccnegoBaHusax. OHM NO3BONIAIOT HE TONTIbKO
YCTaHOBUTb TOYHbIM AMArHO3 Ha MOMEKynap-
HOM ypOBHe, HO M BblbpaTb Aas nauueHTa no-
HacTosIWeMy MHAMBMAYaNbHbIM NOAX0A K nedye-
HWIO — OT Ha3Ha4YeHUs TapreTHom Tepanuu (6blo-
en To4YHo B Uenb. — Pend.), BO34eNCTBYOWEN
Ha KOHKPETHble MyTauuu, 4O NepPCneKTUBHbIX
reHoTepaneBTUYECKUX METOAOB, CMOCOBHbIX MC-
npaBuTb NPUYNHY 3aboneBaHns Ha ypoBHe JHK.

Knto4yeByto posb B pa3BUTUM 3TOMO Hanpase-
HUA B cTONULIE UrpaeT MOCKOBCKUI rOPOACKOM
LEHTP MEAMLMHCKON TEHETUKU U KNETOYHbIX
TexHonornn. OCHOBHbIMW 3ajadvyamMu LEeHTpa
ABNAIOTCA OKa3aHue cneunanM3npoBaHHOM
M BbICOKOTEXHONIOTMYHON MEAUKO-reHeTnye-
CKOW MOMOLUM HacCeNeHuo CTOJNIMLbI, a TaKKe
aKTUMBHasa HayyHas OesTe/lbHOCTb: pa3paboTKa
HOBbIX METOAOB [AWArHOCTUKK, NPOPUNAKTUKK
W Ie4EHUS TEHETUYECKOW NaToN0run, BHEIPEHUE
K/TIETOYHBIX M TEHHO-UHXEHEPHbIX TEXHONIOrMW
B KIMHUYECKYIO MPAKTHKY.

MaumeHTbl, O6palalolinecs B LLEHTp, Nony-
YyalT KOMMJIEKCHYIO NOMOLLb Bpaya-reHeTuKa.
3TO BK/OYAET YTOYHEHWE AMarHo3a npwu no-
[O3PEHUN Ha HacneACTBEHHble M opdaHHble
(pepkue) 3aboneBaHUsA, OLLEHKY PUCKOB Ha-
cneAcTBEHHOW NaToNornn y naoga Bo Bpems
6epeMeHHOCTH, a TaKKe KOHCynbTMpOBaHWe
CYMNpPYECKUX Nap Npu NJaHUPOBaHUN CEMbMU.
Kpome Toro, cneuunanucTtbl LEHTpa onpeje-
NFI0T HEO6XOAMMbIN 06BbEM MOJIEKYNIIPHO-Te-
HETMYECKMUX MCccneaoBaHUM AN NauueHToB
apyrux npodunen (OHKonorus, remaTonorus,
peBmartonorMa M Ap.), KOTopbiM TpebyeTcs
TOYHas AnarHocTMKa Ans HasHavyeHns addek-
TUBHOTO NeYeHus.

Hanpasiienns renermnye-
CRUX HCCJIeI0BAHNI

OunarHoctuyeckuin naHawadT MONIEKYNAPHO-
rEHETUYECKUX WCCNEfOBaHUN, NPOBOAUMbIX
B LIEHTpe, 4pe3Bbl4aHO WHUPOK. OH Bapbu-
pyeTcsd OT MacwTabHbIX MNOSHOrEHOMHbIX >
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Uccneayemble 06-
pasLbl HaxoAaTcs
B CneuuanbHOM
NaMUHAPHOM LWKa-
¢y, rae cosjaercs
CTepunbHas cpeja,
3awywaolas ux
0T 3arpsA3HeHus

v

uccnefoBaHUM ¢ NPUMEHEHUEM CEKBEHMPOBA-
HUS HOBOro nokosieHns (NGS), no3Bonsowmnx
«poYUTaTb» BECb FEHOM NaLMeHTa, 40 Kaccu-
YECKUX LIUTOrEHETUHECKMX METOA0B (KapuoTu-
NUPOBaHUE) U Y3KOHaNpaBieHHbIX aHalu30B,
[lalolnX BO3MOXHOCTb YTOYHATb OCTaTOYHYIO
aKTUBHOCTb 60NE3HU B reMaTosormu.
NlabopaTtopHble noapasgeneHns MoCKOB-
CKOIO KJIMHUYECKOrO Hay4yHOro LeHTpa UMEHMU
A. C. JlornHoBa OCHalleHbl COBPEMEHHbBIM Ana-
FHOCTUYECKUM O06OpPYyLOBaHWEM 3IKCMEPTHOrO
Kflacca. 3T0 NO3BOSISET MPOBOAUTL MOMHbLIN
CMNEKTP aHanu30B AN AMArHOCTUKM Hacnej-
CTBEHHbIX 3a60/1€eBaHUI:
® BbiiB/IEHNE BCEX BUJOB XPOMOCOMHOM NaTo-
JIOTUW UUMTOTEHETUHECKUMU U MOJSIEKYNAPHO-
LMTOreHeTU4eCKUMKU MeToamMu;
® [MarHOCTMKa HacCNeACTBEHHbIX HapylleHWM
obMeHa BeLLECTB;
e [HK-gmMarHocTMKa BCEX WM3BECTHbIX Hacneg-
CTBEHHbIX 3a601eBaHuN.

CJ0:KHBII TNArHo3

COTpYAHUKM LIEHTPa y4acTBYIOT B peanun3aluu
rOPOACKOM NporpamMmbl NO OKa3aHWi MOMO-
WM nauueHTaM CO CJIOXHO [AMarHoCTUpyeMbl-
MU 3aboneBaHusMU. Ha ocHoBaHuM NpuKasa
N2 659 ot 29.07.2024 [enapTameHTa 3apa-
BooxpaHeHus MockBbl «06 opraHu3auuun npo-
BeeHUA MOJIEKYNIAPHO-TEHETUYECKUX UCCNESO-
BaHWM MNpU OKa3aHWU MEAULIMHCKOW MOMOLLM
no npodunam "rematonoruns”, "pesmaronorms”,
"racTpoO3HTEPOSIOrUa"» MUTENAM CTONULBI C 3a-
6oeBaHNAMM ITUX U pada Apyrux npodunen
OKa3blBaeTcqa 3a CYeT ropOACKOro 6oaxera
MEAUKO-reHeTu4yecKas nomollb, BKOYas npo-
BeJleHMe [0pOorocTosllero CEeKBEHWPOBaHUA
NOJIHOr0 3K30Ma.

Bbnaropaps pa6ote MOCKOBCKOIro ropoACcKoro
LleHTpa MeAMLMHCKON FTEHETUKU U KJIETOYHbIX
TEXHOMIOMMIM NaLuneHTbl C yCTaHOBJIEHHbIMU AMa-
rHO3aMu HacneaCTBEHHOM NaToN0ruK NoJslyyatoT
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®oro: HIKO3MM

COTPYIIHUKIA LLEHTPA YYACTBYIOT B PEANU3ALIMM TOPOLICKOM MPOrPAMMDbI 110 OKA3AHMIO
[OMOLLIA NALIUEHTAM CO CN0XXHO AMATHOCTUPYEMbIMI 3ABOJIEBAHUAMMN



BO3MOXHOCTb HE TOJIbKO KOHTPONMPOBaTb CBOE
COCTOSIHUE, HO M NNaHMPOBaTb POXAEHUE 3[0-
POBbIX leTEN, YTO CYLLECTBEHHO NOBbLIWAET NO-
KasaTeNiu Ka4yecTBa UX XKU3HM.

Bce pesynbrathl MccnefoBaHWM 6eCLllOBHO
WHTErpupoBaHbl B EAMHYIO MeAULMHCKYIO MHbOP-
MaLMOHHO-aHanuTn4eckyto cuctemy (EMUAC).
CpOKM BbINONHEHUS UCCNEeOBaHUI BapbupytoT-
cs oT 3 gHew (ans cpoyHbix TectoB) Ao 50-90
[iHEN B 3aBUCMMOCTU OT CJIOKHOCTU NPOTOKOA.

Rajposbiii norenmma
neHTpa

Brbicokne ctaHaapTbl paboTbl o6ecrnedvynBatoTcs
KapoBbiM MnoTeHUManom. B ueHTpe Tpyadarcs
BbICOKOKBaNIMOULMPOBAHHbIE Bpayvu-reHeTUKu
1 6MONOrU, UMeIoLLME POCCUNCKUE U MEXAyHa-
pofiHble cepTUdUKaThl, KOTOpble ABNAIOTCA Ye-
HaMK 9KCNEPTHbIX COBETOB U paspaboTymMKamu
denepanbHbIX KITMHUYECKUX PEKOMEH AL,
Hay4yHaa [peaTenbHOCTb COTPYAHWKOB Mo-
CKOBCKOI0 FOpPOACKOro LEeHTpa MeULIMHCKON
rEHETUKU U KNETOYHbIX TEXHONIOMMK Haxo4uTCs
Ha MWPOBOM YPOBHE: €XErofHO CrneunanucThbl
ny6nunKyioT 6onee 60 Hay4YHbIX paboT B pOCCUN-
CKUX M 3apyb6eXKHbIX XypHanax, MHAEKCUPYEMbIX

®oro: HINO3MM

B 6a3ax gaHHbix Scopus un Web of Science. Co-
TPYAHUKM aKTUBHO Y4aCTBYIOT B MEXAYHAPOAHbIX
M POCCUNCKMX KOHDEPEHLMSX, MPOXOAAT CTAXMU-
POBKM B Beaywnx peaepanbHbiX LeHTpax Poccum
1 3a pybexom. Bcs paboTta BeeTca B CTPOrom
COOTBETCTBMM C MPOTOKONAMKU M CTaHZapTamu
OKa3aHusl MeaWLUMHCKOM NOMOLLM, a ANS KOH-
Tpons KadyecTBa 1abopaTopHbIX MCCNeaoBaHun
perynsipHo NPOBOASTCH BHYTPEHHWUE U BHELLHUE
ayauTbl. LLleHTp Takke aBnseTca obpa3oBaTe/ib-
HOM 6a30M Ans CTYAEHTOB MeANLMHCKNUX BY30B:
Ha ero njouw,agxke opraHM3oBaHoO 06Gy4yeHune op-
[AMHATOPOB MO CneLnanbHOCTH «[eHeTUKan.

Cneumannctel MOCKOBCKOro ropoAckoro
LleHTpa MEeAMUMHCKON FeHETUKU U KNETOYHbIX
TEXHOJIOTMI 3aHUMaloTC TaKUMW 3HAYUMBbI-
MW Hay4HbIMK pa3paboTKamMu, HaueNeHHbIMU
Ha MepCcoHaIM3MPOBaAHHYD MNOMOLWb Nauu-
€HTY, KaK M3y4yeHue TpaHCKpunToMa (aHanu3
Bcex PHK-moneKyn, cMHTE3MpPyeMbIX KNETKOWM
WM TKaHbIO B KOHKPETHbIX yC0BUAX. B oTnnyne
OT HEM3MEHHOI0 reHoma, TPaHCKPUNTOM oTpa-
aeT TeKylwy OYHKUMOHANbHYIO aKTUBHOCTb
FEHOB W CAYXMWT CBA3YIOWMUM 3BEHOM MeEXAy
OHK n 6enkamun. — Pep.), a TakKe MeTareHo-
Ma, TO €CTb COBOKYMHOCTU BCEX FEHOB LLeN0ro
coobuecTBa MUKPOOPraHM3mMoB, 06UTalOLLIMX
B onpegeneHHon cpege. >

|

bnarogaps pa6ote
reHeTMKOB NaLueH-
Tbl C HACNEACTBEH-
HOV naTtonoruei
MOTyT NNaHMpoBaTh
POXAEHWE 30POBbIX
netei
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BIATOZAPA LLIUPOKOMY MPUMEHEHMKO MONIEKYIAPHO-TEHETYECKIX TEXHOJIOTMI
W OPTAHW3ALIMIA MELWUKO-TEHETUYECKOI NOMOLLIA HA COBPEMEHHOM YPOBHE MOCKOBCKOE
3[1IPABOOXPAHEHVE BbIXOAUT HA HOBYHO CTYNEHb PA3BUTMA

B ueHTpe BHeApH-
I0TCS COBPEMEHHbIE
NOAXOAbI K aHannsy
MWUKPOGUOTHI U Me-
TareHOMHbIX AaHHbIX
KaK Ans 60NbHbIX,
TaK 1 419 YCNOBHO
3[0POBbIX Nt0AEN,
3aUHTEPECOBaHHbIX
B NepCoHanu3unpo-
BaHHbIX PEKOMEH-
faumax

>

MUKpPOBGWUOM, UM COBOKYNHOCTb BCEX MUKPO-
opraHu3mMoB (6aKTepui, BUpYycoB, rpuboB),
HacenaWmnx Haw opraHu3M, U UX reHeTuye-
CKWM mMaTepuan, U meTareHom (COBOKYMHOCTb
reHeTM4eCcKoro mMaTepuana BCex MUKpoopra-
HU3MOB, XMBYLINX B ONpedesieHHON cpeje. —
Pepn.) cerofiHa CTaHOBATCH HE TO/IbKO 06 BbEKTOM
Hay4HbIX UCCIeLOBaHUN, HO U NPAKTUYECKUM
MHCTPYMEHTOM [AN9 OLEHKU COCTOSAHMA 3[0-
poBbs 4YesioBeKa. Ha CTbiKe MOJIeKynsapHoOu
[AMarHoCTUKKU, racTPOIHTEPONOrMU, OHKOJIO-
MU, UMMYHOOTMK U NPEBEHTUBHON MEANLUHbI

®oro: HINO3MM
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3TW TEXHONOrMKM NOMoratoT rny6xe NoHUumMaTb
WHAMBMAYANIbHbIE OCOGEHHOCTM nNauMueHTa.
B ueHTpe BHeapsOTCA COBPEMEHHbIE MOAXO-
[bl K aHann3y MMKPOOUOTbI U MeTareHOMHbIX
[JaHHbIX KaK AN NauMeHToB ¢ 3ab60n1eBaHUAMM,
TaK M ANns ycNnoBHO 340pPOBbIX NltoAeNn, 3anHTe-
pecoBaHHbIX B NepCOHaNM3NMPOBaAHHON MNPO-
dunakTnke. Takon noaxoa no3sonsetr o6beam-
HUTb PyHAAMEHTaNbHYI0 HaYKY U KIMHUYECKYIO
NPaKTUKY, paclWmpsis BO3MOXKHOCTU pPaHHEro
BbISIBJIEHUS PUCKOB, MHAMBMAYaANbHOrO MNoOA-
60pa peKoMeHaaLmnh U nevyeHus.

®oro: HUINO3MM

®oro: HIKO3MM



Hanpasaenus
neeJeI0BaHmni

OagHUM M3 cTpaTernyeckux HanpasneHun Mo-
CKOBCKOrO LIEHTPa MEANLIMHCKOM FEHETUKM U Kne-
TOYHbIX TEXHONOMMN ABASETCA Hay4YHO-NpPaKTW-
yecKasi [esiTeNbHOCTb, HarnpaBiieHHas Ha paH-
Hee BbIIBEHWEe NaToNorMn U MHAMBUAYaNbHbIN
noaxo4 K AMArHOCTUKE M Tepanuu couuanbHO
3Ha4YMMbIX 3aboneBaHun yenoseKa. OCHOBHbIE
Hay4YHble HanpaB/ieHWs LEHTpa — HEWHBAa3UB-
Has (6e3 NPOKONOB U pa3pe30B, 6€3 HapyLeHNUs
KOXM UK CIM3NUCTBIX 060104eK. — Pefd.) paHHAs
OMarHOCTMKa OHKOJIOFMYEeCKUx 3aboneBaHun —
3/10Ka4eCTBEHHbIX HOBOOGPA30BaHMIM MOJIOYHOWM
eneabl, NoAXenygoyHon xenesbl, rnmom. Oc-
HOBHbIE MCCNEN0OBaHMNA HanpaBfieHbl Ha MOUCK
MapKepoB B UMpKyaupytowen onyxoneson HK,
KOTOpbl€ NO3BONAT BbIiBUTb paK Ha |-l ctagusx,
PUCK peunimBa U PE3UCTEHTHOCTb K TEPAnuu.
Ewe oaHum HanpaBneHnem paboTbl LEHTpa
ABNSETCA MONEKYNAPHO-TEHETUYECKAs AMarHo-
CTMKa WHbEeKUun Xenumkobaktep nunopu. Co-
TPYAHUKAMM LieHTpa paspaboTaH, 3anaTeHTo-
BaH W BBEAEH B K/IMHMYECKYIO MPaKTUKY Cnocob
onpeaeneHua 6aKtepumn XenukobaKkep nuaopu
B 6MonTaTe (To ecTb 06pa3Le TKaHeN UK KNETOK,

B3dATbIX Npu 6uoncun. — Pen.) cansmcton o6o-
JIOYKM XenyaKa v MONEKYNAPHON PE3UCTEHTHOCTH
6aKTepUn K pagy aHTMbaKTepuasbHbIX CPEACTB.
Pa6oTbl N0 aTOMy HanpaB/IEHUIO NPOLOMIKAIOTCS.
B HacTosee BpeMs pa3pabaTbiBaeTcs 60nbluas
AMarHocTnyecKas naHenb, HanpaB/ieHHas Ha no-
WUCK MONEKYNAPHbIX NPEANKTOPOB 3PHEKTUBHOCTU
aHTUXENMKoBaKTEPHON Tepanuu, KoTopast 6yaet
BKJ/lO4aTb reHeTM4ecKMe GaKTopbl Kak 6akTepumn
Xenukob6aKTep nunopwu, Tak 1 Yyenoseka. OTaens-
HbIM GbICTPO pPa3BMBaIOWMMCS HanpaB/ieHNEM
B 06/1aCTV MOJIEKYNSIPHO-TEHETUYECKUX Hcche-
[OBaHWA B MEAMULIMHCKOM NpaKTuke cTan 6uo-
6aHKUMHI. XoTs 6Mob6aHK Hallero LeHTpa cenyac
HaxoaMTCs B CTaanmM CTPOUTENBLCTBA, Y3Ke onpeae-
NeHbl KOHLENLMM JONTOCPOYHOMO XpaHeH s 61oso-
rMYECKOro MaTepvana u OCHOBHblE HanpaBneHUs
6yayLMX HayYHbIX U MPaKTUYECKMX paboT.

bnarogaps WMPOKOMY MPUMEHEHUIO MONEKY-
NAPHO-TEHETUYECKNX TEXHONOMMIA M OpraHM3aLImm
MEAMKO-reHEeTUYECKON MOMOLM Ha COBPEMEH-
HOM YPOBHE MOCKOBCKOE 3/[paBOOXpaHeHue
BbIXOAWT Ha HOBYIO CTYMeHb pa3BuTUa. OTKpbIBa-
0TCA LUMPOKME BOZMOXKHOCTH ANS MPEAUKTUBHOM
MeAMUMHBI (TPOrHO3MPOBaHWA PUCKOB) M NEPCO-
HaNM3MPOBAHHOMO NOAX0AA K IEYEHUIO KaXK4oro
nayueHTa. “Q

®or0: HAMO3MM
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MoneKkynsipHo-reHe-
TUYECKUE UCCNeao-
BaHWSA NO3BONSAIOT
NpOrH03npoBathb
PUCKM NS KA A0ro
KOHKPETHOro na-
MeHTa

N3 2026 | MOCKOBCKasa meauLMHa 43



