Nabopatopus monexynapHou
reHetuku HUN monexynapHow
MeAULUHDLL

Ctpambosckasa H.H.



Bexu

o Co3paHa Ha base nabopatopuu puUsmonorum u

natonorum remoctasa HAM meamumHckom
akonorum FOY BTTO YTMA 8 2004 roay

o PeopraHusaums nabopatopum u BbIaesieHUe ee B
camocTosTenbHoe noapasgeneHmne HAM s 2012

roay
O BbraeneHue nnowanen u npuobpeteHue
cospemeHHoro obopyaosaHusa B I keaptane 2013
roaa
o JluueH3ms Ha ocylwecTBneHme meanLUHCKOU
peatenoHocTtu B ITT keaptane 2013 roaa

o JluueH3una Ha ocyllecTenNeHWe AedaTenbHOCTU B
obnacTu ncnonb3osaHUg Bo3byamuTeneun
MHMPEKLMNOHHBLIX 3a60/1eBAHUU YeroBeKa U
*uBoTHbIX B I kBapTane 2016 roaa.




"

N P
|'I ) f
4

!

o ¥ | .
el 402 Bral
|
;5\ 3
+a e 5 ;
Ao A
L |5 f
2 ops e : '»:,
" \ e WL
il A i A AL -
¥y e | P







CoTpyaHUKU nabopatopum:

o Crtpambosckaa Haranba HukonaesHa - 3as. nabopatopuei;

o [Jlytoea AHactacusa AnekceeBHa - CTAPLIMU HAYYHBIU
COTPYAHUK;

o Tlywkapee bopuc Cepreesuy - MNaaWUIA HayYHbIM
COTPYAHUK;

O Mapkosckuu AnexkcaHap Buktoposuu - mnaglwmii Hay4HbIN
COTPYAHUK;

o EmenbaHoB Aptyp CeproeBud - MNAALWUKA HAYYHBIN
COTPYAHUK;

o Pactopryesa TaTbsaHa AHaTOSIbeBHA - CTAPLUMMA NTA6OPAHT;
o baxeHoea EneHa BnaaumuposHa - nabopaHT;
o Husameesa UpuHa CepreesHa - ybopLimK nomeLLeHUW.

Bcero 8 na6opatopum 5,5 crasok, us Hux:
BpayebHbIx - 3,5 cT., 2 cT. nabopaHta, 1 cT. ybopumka.



OCHOBHbIe HanpasneHus paboTbr:

O  HayuyHbIe uccneaosaHus (NpeumyllecTBeHHO
AUCCepTALUOHHEIEe paboTbr)

O  KNUHUKO-nNabopaTtopHblie UccnenoBaHUs

Onpepenenve JHK/PHK Bo3byautenen
WHEKLMUNOHHBIX 3a60/1eBaAHUU B passIyHOM
buonoruveckom matepuane;

[duarHocTuka HacneacTBeHHbIX 3abonesaHUKA,
npeumyLlecTBeHHO B Neamnatpuu;

OnpepaeneHue NONUMOPEPU3IMA B FeHOMe YerloBeKa
A9 BbIABIIEHUS NpeApacnofiOXeHHOCTU K paay
MY b TUPAKTOPUASBHBIX 3a601eBaHU;

dapmakoreHeTUYeckoe TUNMUPOBAHWE (BbISBNEHUE
reHeTUYeCKOU COCTarNaroLWen Ha NpoLecchl
bUOTpPaHCPOPMALIUU NeKapCTBEHHBLIX NpenapaTos).

O  ydvebHuI npouecc (nocneaunnomHoe obpasosaHue)




Harpy3ska

o 34 couckartens
o 284 SNP

o 3a 2015 roa no HayyHOMy NpOPUNKO
nposegeHo 15634 tecta (Ha kaxaoro
cotpyaHuka - 3908,5 tecra)

o 3a 2015 roa no auarHoCcTUYeCcKomy
npoopunto nposeaeHo 11852 tecta (Ha
KaXXA0ro cOTpyAHUKa - 2963 TecTa)



Ncnonbsyembie metoauKn:

TTonumepasHaa uenHas peakuusa ¢
PA3NIUYHBIMU (POPMAMU AeTeKLUN:

1. dnekTpogopeTtuyeckoin (PCR Ef)
(ka4ecTBeHHbIW (POpMaT)

2. B pexume peanbHoro spemeHu (PCR
Real Time) (kayecTBEHHbLIU U
KOJINYEeCTBEHHbLIU (DOPMAT)

3. TTo koHe4yHou Touke (PCR end point)
(ka4ecTBeHHbIW (POpMaT)
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MOLWHOCTDb

O 3 AMNNUPUKATOPA AETEKTUPYHOLLUNX
real time (180 rHe3n)

o 3 Tepmoumknepa (244 rHesna)

o 1 npubop ana peTekUUU NO KOHeYHOU
TOUYKe

o TexHuuyeckaa mowHoctb: 500 TecTos
B CYTKWU




OCHOBHbIE NOArOTOBUTEIbHbIE 3TAMbI
ANS 0popmJIieHUs fiabopaTopHOU
KapTbI

Ha atane nnaHuposaHus paborter:

TTocne onpeaeneHus TeMbl UCCNEAO0BAHUS BbIHOP
SNP ¢ ucnonb3osaHuem Beb-pecypcos
(SNPedia.com. (ucnonHuTenb, pykoroauternsb);

KoHcynbTaumsa ¢ cotpyaHukamu naboparopum no
onpepeneHuro TecT-cuctem (popmar,
npoussoAuTenb);

TToanucaHue nabopatopHoU KapTbl B 3-X
3k3emnnapax (McnonHuTensb, 3as. naboparopmen,
pykoeoauTenb, npopektop no HAP);

OpuruHan nabopatopHoU KapTbl nocne
yTBepXAeHUa TeMbl AOSIXKeH 6bITb OTAAH 3aB.
naboparopuen.



Cpoku n cbopmart Bblgaum pe3yribTaToB
ANA Hay4YHbIX nccnenoBaHun

o TTpuem 6uomarepuana (Kpoeb B
BAKKYTeWHepbl, HanosnHeHHbie DO TA 4-6 mn)
NpOU3BOAUTCA NOCTe YTBepXAeHUs
TeMaTU4eCKou  KapThl.

O 3aKa3 peaKTUBOB OCYLLECTBIIAeTCA nocne
Habopa couckatenem 50% npob oT
3a9BJ1IEHHOIO KOJSIMYeCTRa.

O @opmaT BLIAAYU pelynbTaTos (Nocne
3aBeplieHns reHOTUNMUPOBAHUA): AOKYMEHT C
yKasaHuem, Hymepaumm npob, reHotTuna no
SNP, noanUCcaHHbLIU UCNONMHUTENEeM U 33aB.
nabopatopuewn.




I'BOY BIIO YnToAcKas rocyIapcTBeHHAR MeTANAHCKAA aKaJeMIA
HHH moxexkyIapHOH MeTHIHHBI
NabopamopuR MOTEKYIAPHOI 2EHEMUKH

PE}}'J]]:TETI:I reHOTHONHPOBAHNA

PHO comerareas: 3000000

MaTepman: mememas Epoms

Koamgecreo opob: 23

Hoeasmopdezn: CFTR: F308del, G5423 W12823, N1303K, 2143delT, 2184insA, 3849+10kbC=T, dele2 3 (21kk).
Metoa: PCR-RT

Baumoasma ma.c.: Mapsopczsm A B,

% CFIR
i O Fsobdel | GIX | Wiy | Nu3esx | 23deT | 2sssimey | FHEHOED | deledd
T (21kD)
1 Ilapemmsa C.1, NN NN NN NN NN NN KN NN
1| ZammTn W | NN NN N NN N 5 W
3 MexTHER mm NN NN NN NN NN KN NN
l Heme= NN N NN NN WH NN Y NN
5 Mripaes W | NN NN N N 5y 5 N
& Benvmos Nm NN NN NN NN NN KN NN
7 Temoza NN NN NN NN NN KN NN
i Toms=oza H T mm NN NN NN NN NN KN NN
9 | BecrespscemE A NN NN NN NN NN NN NN NN
10 Femnza B NN NN NN NN NN NN KN NN
11| Empm=ic. Nm | NN NN NN N NN W N
12 Jameamoza C. Nm NN NN NN NN NN KN NN
13 HAmnera EM NN NN NN NN NN NN KN NN
14 Feaesa C.C. NN NN NN NN NN NN NN NN
15| MepomomE. Nm | NN NN NN NN NN N NN
16 Muposema H. Nm NN NN NN NN NN NN NN
17 ARTypaaEos Nm NN NN NN NN NN KN NN
18| Coyspmid W | mN RN NN NN "N "N 5
19 Fom=es H. NN NN NN NN NN NN KN NN
0 Komecemmos E. NN NN NN NN NN NN NN NN
b | C=oiosa JT NN NN NN NN NN NN NN NN
22 Muxanes C. NN NN NN NN NN NN NN NN
23 Acramesa
MUE.C. Ta0OpaTOpER
MOTEEYIIPHOE TeSeTHER: Mapzosesms A B.

3as. naboparopaed
MOTEEYEPECE TESeTHER, JOISET: Crpamboscraz HH.




Caut nabopatopum mosekynapHou
reHeTUKU

www.hiigene.chitgma.ru



http://www.niigene.chitgma.ru/
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JlaGopaTtopus MOJEKyIspHOH redeTukd Hay9Ho-HCCne10BaTeNbCcKOro HHCTUTYTa
Monexynsproi Meaunuael 'bOY BIIO YI'MA Mussapasa Poccuu

TTammenram  Ifessl H yeoyrd — CroenHamceTam e HeeTe| 19 CorpynuekH OHac 3aparh BOOpOC

JHarHEoCTHYeCKaA
OedaTelbHOCTE

[P - mHarHOCTHEA MHPEKITHOHHBIN
Domesmeii emoBeKa

[P - guarsocTHER
NPepacloIoKeHHOCTH K
2aDoneBAHIIM HENIOBEKA

IMIP - HArHOCTHEA B BETepHHAPHI

I[Ipaenna 2abopa DHOIOTHMECKOTO
MaTEpHATa

Hayusaq neqaTelsHOCTE

Metommieckoe TocobHe N0 BIATIRO
MaTepHana

Metommeckos nocobus Mo E3ATIEO
MaTePHATA BeTEpHHAPHA

Hosoctn 1 Meponpuarua

3afaTs BOOpoC

= —TTmama farmokout? Ha Banmi Bompock BueceHbl JaHHbIe!
wwLniigene.chitgma.ru/# e
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JlaGoparopus MoNeKyIspHOH reHeTukd HayqdHo-HCClIen0BaTeabCKOro HHCTHTYTa
Monexyngproi Meaunuesl 'bOY BI1O UI'MA Mussapasa Poccuu

I'nagnas Ilamwentam  Iemwiw youayre | Coemmanucram  Hayusele Hccnemopanuss — CoTpymEEkd O Hac | 3agars EoOpoc

Hogeoctu 9T MA

JuarHocTHYeCKaq "
HHWI MoneKyspHOR MeTHITHHBL

OedaTeNbHOCTE

ApPXHE 3alllMIMHITEHHBIX THCCEPTAITHE
MIIP - muarsOCTHER HHPEKIHOHEHED
MICSEEI SGRORET & MonozmekHOe HaydHOE 00IMecTBo

P - mearsocmixa
N . e T Iy,
TPeIpachoNOKeHAOCTH K Acmupantypa YTMA
3af0MeBaRMAM Te0BeKa

IIpagnna MIAHUPOEAHHSA H ODOPMIEHHST Ta00PATOPHBIX KapT
[P - mUATHOCTHEA B BeTepHHAPIN

Tpazia 2abopa BHONOTHHEECKOTO Hadopmanusa 0 TOTOBHOCTH Ja0OPATOPHBIX HCCHeNOEaHH
MATEPHATR

Hﬁ}-"]}{ﬂ}l OeATelIbHOCTE

Metomrieckoe nocobue N0 BIATIEO
MaTepHaTa

Metomreckoe nocobue 0 BIATHEO
MATEpHATA EETEPHHAPHT

Horoctn u Meponpuatia
34141k BONpPOC

wreniigene,chitgrma.ru/# decmoxout? Ha sanm Bonpocs! ( Brecens! JaHHbBIE! W




Mmeem xenaHue, HO He meem
BO3MOXHOCTEU

O CeKBeHUpoBaHUe, B TOM Yucne
nupocekseHUpoBaHue (Ans
NPAKTUYECKOro U HAYYHOIr0O U3y4YeHUs
FeHHLIX CTPYKTYp, C T.4. U B PAMKAX
OHKONOMUU U OHKOremaTosoruu,
3NUreHeTUYeCcKkme MexaHMU3MbI)

O XPOMOCOMHLIU LUTOreHeTUYeCKUmn
aHanus (419 BbIIBIEHUS XPOMOCOMHBIX
abeppaumii, FreHOMHbBIX MyTALMWA)



Cnacubo 3a sHUMaHue!
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