I'enernueckas rpynna 'Y 3 «HIIL cneu.men.momomu gersam JA3M»

I'enernueckas maboparopus Obina cozgana B 2004 roxy. CoTpynHuku jabopaTopuu
[IPOBOJAT MEAUKO-TEHETUYECKOE KOHCYJIbTUPOBAHUE IALMEHTOB M CYIPYXKECKHUX Iap,
3aHUMAIOTCA  BBIIIOJIHCHUEM TI'CHCTHYCCKHX  aHaJIu30B 10 HaITpaBJICHUAM: OHKOJIOT' U4,
OIMUJICTITOJIOT A, HACJICACTBCHHBLIC M BPOXICHHBIC T'CHCTHYCCKUC 38,60J'ICB3.HI/I$I, Y4aCTBYIOT B
HCCICA0OBAHUAX U BHCAPCHUH HOBBIX T'CHCTUYCCKUX TCCTOB B TAKUX HAIIPABJICHUAX KaK I[eTCKI/Iﬁ
aTepOCKIIEPO3 M YCIOCTHO-YCPCITHO-JIUICBBIC TaTOJOTHU, IPOBOISAT OCMOTD MAIMEHTOB,
Haxonsamuxcs B otaenenusix HIIL. JlaGoparopusi umeer camoe COBpeMEHHOE O0OpyIOBaHHE,
MTO3BOJISIIOIIEE MCCIIEA0BATh TOUEYHbIE MYTAllUM U MOJTUMOP(PHU3MBI, CEKBEHUPOBATh (PparMeHThbI
T'CHOB, MPOBOMUTH BBICOKONPOU3BOIUTEILHOE CCKBCHUPOBAHUE, AHAIM3UPOBATH KCIIPECCHIO

reHoB, dkcnpeccrto MUKpoPHK, a Takxke npoBoauTh aHAIM3 KApUOTHUIIA.

Henbto coznanus nabopaTopuu sBISETCS MPOBEIECHUE LUTOT€HETHUYECKONW U MOJEKYISPHO-
FeHEeTUYECKON TUarHOCTHUKU OOJIbHBIM C TOJO3pEHHMEM Ha HAaclIeJICTBEHHOE 3a00jeBaHHE U

BPOKJICHHBIMHA CHHJIPOMaMH, a TaKXe WieHaM ceMel OOJIbHBIX C HACJICICTBEHHON MaTOJIOTHEH.

B cocraBe maGoparopum paboOTalOT KBAIW(DHUIIMPOBAHHBIE CHEIUATUCTHI B 00JIaCTH
KIMHAYECKOW TEHETHKH, MOJCKYISIPHOW TEHETHKH, UUTOICHETHKH H OHOMH(OpMATHKH,
UMeroIre O0NbIION BpayeOHBIA CTaK M ONBIT JKCIEPUMEHTAIBLHOW pabOTHl OT BBIICIICHHUS
HYKJICHHOBBIX KHCJIOT bi (6] BBICOKOTIPOHM3BOJUTEIHHOTO CCKBECHHPOBAHUS "

OronHGOPMATHIECKOW 00paOOTKHU MOTYICHHBIX TaHHBIX

CrenyMajanucrbl

Kiannndeckasi reHeTHKA:
Benymumii Hay4HbIN COTPYAHMK, Bpau-T€HETUK, K.M.H. JKununa Cetrnana CepreeBHa
Benymuii Hay4HbI COTPYAHUK, Bpay-TeHETUK, K.M.H. MemepskoBa TarbsHa MIBaHOBHA

IluTorenernka:
Bpau-naboparopnsiii renetuk — Jlykam Enena Hukonaesna

MoiekyJIIpHO-T€HeTHYECKasl JHATHOCTHKA!

Hayunblil coTpyHHK, Bpau-1a0opaTopHblil reHeTHK, K.M.H. KoxxanoBa TaTesiHa BukTopoBHa
Hayunblil coTpyaHuK, Bpau-1a00paTOpHbIi reHeTHK — AOpamMoB AJiekcanap AHIpeeBuY
Bpau-J1abopaTopHblil reHeTHK — MapkoBa CranucnaBa MropesHa



3agaun u pyHKuuH JadopaTopun

. OKa3aHUEe BpayaMHU-TEHETUKAMU KOHCYJIbTATUBHOW MOMOIIM JETSAM, HAXOIAIIUMCS Ha
neuenun B otaeneHusx ['bY3 «HIIL cnen. mea. momomu aetsm JI3M», U UX ceMbsiM;

. ydacTHe B pPa3pabOTKe aJIropuTMa MOJICKYISPHO-TEHETHYECKOTO OOCIIeIOBaHMS,
WHTEPIpETAIlUU PE3YJIbTaTOB JTUATHOCTUKH M JIEYEHUsS OOJBHBIX C HACJICACTBEHHBIMU U
BpPOKJICHHBIMU 3a00JICBaHUSIMH;

. IIPOBEJIEHUE MOJIEKYIsIpHO-TeHeThuueckux aHanu3oB (JJHK-nuarnoctuka);

. MPOBEJCHUE IIUTOTEHETUYECKOW JUArHOCTUKU (KapUOTHIIUPOBAHHME) XPOMOCOMHBIX
MEPECTPOECK y MAIMEHTOB C MHOYKECTBEHHBIMH BPOXKJIEHHBIMU TTOPOKAMH PA3BUTHS, YMCTBEHHON
OTCTAJIOCTBIO, @ TAKXKE Y CYNPYKECKHUX Map ¢ PENpOyKTUBHBIMU MTPOOIeMaMu;

. COBEPIICHCTBOBAHUE CYHIECTBYIOUIMX M BHEJIPEHHUE B MPAKTUYECKYIO NESATEIbHOCTD

HOBBIX TEXHOJIOTHI MOJICKYJIAPHO -TeHEeTUYECKOM JAUarHoCTUKu

I[OCTyl'lele METOAbI JTUATHOCTUKM:

o [lommmepasHas 1emHas peakiys, aHAJIM3 OTHOIIETIOYEYHOTO KOHPOPMAITMOHHOTO
nonuMopdusmMa ¢ BU3yanu3alueil pe3yinbTaToB B MOJUAKPUIAMUTHOM Ielie
e [lonumepasHas 1ienHas peakius B pekume peanbHoro Bpemenu (Real-Time TIIP)
e Ilpsmoe aBTOMaTHUEeCKO€E CeKBEHUpOBaHUEe o CeHrepy
e MaccoBoe mapautenbHoe cekBenupoBanue (NGS, next generation sequencing,
CEKBEHHUPOBAHHE MOCIIETYIONIEr0 MOKOJICHUS)
e Jlna xapuoTMUNHUpoBaHHS TO JHUMMOUUTAM TPUMEHSIOT CTAHJAPTHYIO METOAMKY
CTUMYJIMPOBAHUS KIETOK K JIEJICHUIO C MOMOIIbI0O MUTOT€HOB U KYJbTUBHPOBAHMS UX B
TEUECHHUH 72 4acoB.
B reHernyeckoid J1a0OpaTOpMH NPOBOAATCH MCCJAEAOBAHHUS MO  CJEIYHOLIMM
HANIPaBJICHUSIM:

1. Dnunenronorus

- MostekysipHO-TeHeTHYeCKasl AUArHOCTHKA HACICACTBEHHOM (HOpMBbI smvtenicuu (TspKenas
MUOKJIOHUYECKasi JMUIICNICUS MIIaJIeHYecTBa — CHUHApPOM J[paBe): CeKBEHHMpOBaHWE M aHAIIU3
mytanuii B reHe SCN1A;
- MonekynsipHO-TeHeTUYEeCKasi TUArHOCTHKA CHHIpOMa TpaHcmoprepa Toko3bl | Tuma —
CEeKBEHMpOBaHUE U aHAIN3 MyTaiuii B rene SLC2A1

2.  MoJjiekyJsIpHO-TEHETHYECKAs]  JMATHOCTHKA  BPOXKIEHHOI0  LEHTPAJbHOI0
THUMOBEHTHJISIHMOHHOT0 CHHAPOMA — aHAJIN3 SKCIAHCUHU TPUHYKICOTHIHBIX MMOBTOPOB B T€HE
PHOX2B

3. MounekynsipHo-TeHeTHYECKass  JUArHOCTUKA  HACJIEICTBEHHBIX  3a00JIeBaHH  C

MNPUMCHCHUCM TCXHOJIOTUHU MACCOBOI'0 IApalJICIbHOTO CCKBCHUPOBAHUA (next generation

sequencing - NGS) - mo1H03K30MHO€e CeKBEHHPOBAHHE;



4. MoJieKyJISIpHO-TEHeTHYECKAsl TMATHOCTUKA NPH KPaHUO(PANHAIBLHBIX AHOMAJTHAX -

CeKBeHUpoBaHue U aHanm3 myTanuii B reHax FGFR1, FGFR2, FGFR3

5. OHKoJI0THS:

- uccrieoBanue myranuii B rerax p53, APC, Kras, Braf, H-ras, EGFR, PDGFR u op.;

- HCI0JIb30BaHNE BBICOKOUYBCTBUTEIBHBIX METOJIOB T€HETUYECKOTO aHAJIN3a, MTO3BOJISIOIIETO
M3y4yaTh BO3MOXXHOCTh HEHMHBA3MBHOTO MOHHUTOPWMHITA PELUUIMBOB H  MPUOOPETECHHOM
JIEKAPCTBEHHOW YCTOWYMBOCTH OIYXOJIed MO3ra ¢ TIOMOIIBIO MPOBEJACHUS KOHTPOJIBHBIX
ananu3oB JIHK manueHTos;

- TMPOBEACHUE TE€HETUYECKOTO CKPUHUHITA HAa HACJEACTBEHHYIO MPEIPACIOIOKEHHOCTh K
3JI0KQYE€CTBEHHBIM OIYXOJISIM, ONTUMH3UPOBAHHOTO I POCCHUUCKOW TOMYISIUU (aHAIU3
«ropsiumx Touek» B reHax p53 u APC).

- UccnenoBanune sxcnpeccun MEKpOPHK y 00bHBIX ¢ OHKOJIOTHYECKUMU 3a00JI€BaHUSMA

6. IluToreneTuka

- TPOBEIEHHWE  I[MTOTCHETHYECKOM  JMArHOCTUKH  XPOMOCOMHBIX  TEPECTPOEK
(KapuOTHIMPOBAHKE) y TMAIIUEHTOB C MHOXKECTBEHHBIMH BPOJKJICHHBIMH TOPOKAMHU Pa3BUTHS,
YMCTBEHHOM OTCTAJIOCTHIO, a TAKXKE Y CYNPYKECKUX Tap C PEeNPOAYKTHUBHBIMH ITPOOIeMaMu

7. Hay4yHo-ucc/Ie10BaTeIbCKOE HANIPABJIEHNE TeHETHYECKOH CIIYyKObI

OcHOBHasg Hay4yHasi TeMaTHUKa [IEATEIIbHOCTH OTHeNla TEeHETUYECKUX HCCIECIOBAHUM:
BBISIBJICHUE M HW3yYEHHUE B3aUMOCBS3EH MEXKAy KIMHUYECKONW KapTUHOW 3a0oyieBaHUS U
T€HETUYECKUMH 0COOCHHOCTSIMH OPraHU3Ma;

- COBMECTHO C TpyNMNoOHl COCYAMCTOM TMAaTOJOTHH, JETCKOTO aTepoCKiIepo3a H
HEUPOCOMATUKU IO M3YYCHHUIO Pa3BUTHSI PAHHErO aTepOCKIIepO3a y JIETe MPOBOJUTCS aHAIIN3
akcnipeccud MUKpoPHK u miutoxumudeckuii aHamm3 KpoBH (OINpECICHHE MUTOXOHAPHATBHBIX
(dhepMeHTOB).

- HU3Y4YEHHE CTPYKTYpbl HacleICTBEHHOW M BpoxkaeHHOH matonoruu ['bBY3 «HIIL cnew.

Mea. moMoInH aeTsaM JI3M»

Hcnoab3yemas MeIUIIMHCKAS TeXHUKA
MoJiekyISIpHO-TeHeTHYeCKHEe HCCIeJOBAHUS
1. Anamuzatop Applied Biosystem ABI Prism 3130 x| (CIIIA)
2. Amammzarop Applied Biosy ABI Prism 3500 xI (CIIIA)
3. Amanmzarop, aBToMaTHdyeckuii MoxyneHbid Freedom evo TECAN (ABctpusi)
4. Cucrema aj1sl IPOBECHUS LIETHOM peakiyy, ¢ JeTeKIUEeH B peXKUMe pealbHOTO BpEMEHU

Applied Biosystems (CILIA)



5. Cucrema s anexkrpodopesa JTHK/PHK nHa ocroBe mukpounna MCE-202 Shimadzu
(Anonust)

6. Ammmdukaropsr GeneAma PCR System 9700

Applied Biosystems (CIIIA)

7. VYcrpoiictBo nepemeniuBaromee OS-20 Biosan (Jlatusi)

8. llentpudyra Eppendorf 5804R (I"'epmanmus)

9. Boprekc Microspin FV 2400

10. Tepmocrat «I'HOoM», [IHK-TexHOMOTHS

LuToreHeTnueckue HUCcjae0BaAHUS
1. Muxkpockon Axiovert 40 CFL Zeiss (I'epmanust)
2. Huky6atop CO2, CB 150 Binder (I'epmanus)
3. llkad cymmnsHBIN, HHKYOaTOp, BD-115
Jpyroe
Moposmrsauk MDF-U4086S  Sanyo (Smonwst)
Oo6opymoBaHue 111 UCCaea0BaHus Onoornyeckux o0sekToB Bio-Rad (CIIIA)
Jlozaropsr Biohit (DuwmstHws)
pH - metp @ 360 Beckman (CIIIA)
bumuctunnsatop YIIBA-5 JluBam (Poccust)
Crannus s seiaenenns JJHK/PHK MagNa Pure LC 2.0

JlamunapHsIii mkag Biosan

© N o gk~ w0 D P

[Ikad mamuHapHO-IOTOKOBEIH, KOjair



	Генетическая группа ГБУЗ «НПЦ спец.мед.помощи детям ДЗМ»

