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HanGojee sHaunMple HAYYHbIC
pPaspadoTKN MeIHKO-IeHeTHYECKOIl CIayiKObI
3a MoOCJIeHIEe TOIbI

Mepanko-reHeTnyeckasn cnyxba LieHTpa nmenn B. ®. BonHo-AceHeukoro (Ja-
nee — UeHTp MMeHn BonHo-AceHelKoro) ycnewHo GyHKkumMoHupyet ¢ 2004 roaa.
OCHOBHOM LieNblo ee co34aHuns aBunacb HE06X0AMMOCTb PaHHEN ANArHOCTUKHM
peaKux HacneacTBEHHbIX 3a60/1ieBaHWi M NPOBEAEHNE MEANKO-TEeHETUYECKOrO
KOHCYNbTUpOBaHUsA cemen. COTpyaAHUKM nabopaTtopuu NpoBOAAT MEeAMKOo-re-
HETUYECKOE KOHCY/IbTUPOBAHWE MaLMEHTOB M CYMNPYXECKUX nap, 3aHMMatoTcs
npoBeAeHNEM MONEKYNIAPHO-FreHETUYECKUX UCCIea0BaHMI MO HanpaB/eHUAM:
HEBPOJIOrUSl, OHKONOIUs, ANUNENTONOrMS, AeTCKas yposiorus, HacneacTBEHHbIe
W BPOXKEHHbIE reHeTU4YecKMe 3aboneBaHuns; y4acTBYIOT B UCCNIEA0BAHNSX U BHE-
APEHWN HOBbIX FEHETUYECKUX TECTOB MO TaKUM HanpaB/eHUsAM, KaK AETCKUM
aTepocKnepos, KpaHmodaumanbHaa NaToaorus, NPoBoAAT OCMOTP NaLMEHTOB
LeHTpa.

MoTpe6HOCTbL B rEHETUHECKOM 06C/IeoBaHMM IeTEN C BPOXKAEHHbIMU U Ha-
CNneAcTBEHHbIMK 3a60neBaHUAIMM B MHOMONPOdUIbHOM cneunanManpoBaHHON
negnaTpmUYecKomn KnnMHuKe coctaBnaeT 42,3 %. 3ToT BMA 06cneoBaHns NoKa3aH
B paMKaX COBEPLLUEHCTBOBAHWS PaHHEW ANArHOCTUKM, TEYEHNS U peabuiMTaLmm
[eTei ¢ peaknumun 6onesHsMu. Mo pesynbraTtaM MCCNefoBaHUs YCTaHOBJIEHO
60/1bLLOE Pa3HOO6pPa3NE HO30NOrMYECKUX GOPM HAacNeACTBEHHbIX 3a601E€BaHUMN.

[eHeTUYECKME UCCNEOBAHNS NPOBOASTCS MO CMEAYIOWMUM HanpaBieHUsM:

1. dnunenTtonorus

e MoneKynspHo-reHeTudeckas amarHoctnka SCN1A-accoumMmMpoBaHHbIX 3Mu-
nencui. MNpsamoe cekBeHnpoBaHue no CaHrepy BCcex KOANPYOLWMX PErMOHOB

(3K30HOB) reHa SCN1A.

BnepBble cpean yypexaeHun 3gpaBooxpaHeHnss MOCKBbI B LEHTPE UMEHMU
BoWHo-AceHeLKoro B paMKax Hay4HO-UccnefoBaTe/lbCKon paboTbl 6bI10 UHK-
LMMPOBAHO MOJIEKYNAPHO-reHETUYECKOE NCCeAoBaHne nanonaTnieckmx Gpopm
3MUNENCHU, KOTOPOE Ha4yanoCh C BHEAPEHMWS FTEHETUHECKOI0 TECTUPOBAHMUS
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M npodeccroHanbl MOCKO

MoTpe6HOCTb B re-
HEeTUYEeCKOM 06-
cnefoBaHuu feten
C BPOXXAEHHbIMK

W HacneaCTBEHHbI-
MU 3a6oneBaHu-
SIMW B MHOTOMpo-
dunbHOM cneym-
ann3npoBaHHOM
neavaTpu4yecKon
K/TIMHWKE cocTaB-
naet 42,3 %.

ayKu

nauneHTOB C NOLO3PEHUEM Ha cuHApom [lpase

(NpsiMoe ceKkBeHUpoBaHue No CaHrepy BCcex Koau-

pytoLWmnX pernoHoB (3k30HoB) reHa SCN1A. B Ha-

cTosilee BpeMs o6¢cnengoBaHo 382 naumeHTa.

e MoneKynapHoO-reHeTM4Yeckaa AuarHoCTUKa
cuHApoMa aeduumTa TpaHcnopTepa rMoKo3bl
| TMna (6onesHb ae BuBo) — npsimoe cekBe-
HUpoBaHMe no CaHrepy BCeX KOAMPYIOLLMX
perMoHoB (3K30HOB) reHa SLC2A1.
MeToaguka BHegpeHa ¢ 2018 roga, n B Ha-

cTosiwee Bpemsa ob6cneqoBaHo 56 nauueHToB.

2. MonekynsipHO-reHeTMYecKas AMarHocTuKa
BPOXAEHHOIO LEHTPaNbHOro rMNOBEHTU-
NIIULMOHHOIO CUHAPOMA — aHanu3 3KcnaH-
CUU TPUHYKNEOTUAHbIX MOBTOPOB B reHe
PHOX2B.

MNMounck myTaumn B reHe PHOX2B npoBoaunTcs
B Hawem ueHTpe ¢ 2017 roga, B HacToslee
Bpems o6¢negosaHo 40 nauMeHToB.

3. MoneKkynsipHO-reHeTU4ecKas AuarHocTuKa
npyu KpaHnodaumnanbHblX aHOManUax — Cek-
BEHMPOBaHWE W aHaan3d MyTauui B reHax
FGFR1, FGFR2, FGFR3.

B reHeTnyeckon nabopatopun B 2018 rogy
oTpa6oTaHa u BHeApeHa METOAMKA MOWCKa Ya-
CTbIX MyTaLWi B OTAE/bHbIX KOAMPYIOLWNX PErn-
OHaXx (3K30HaXx) M NOJIHOE CEKBEHMPOBaHME BCEX
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KOAMPYIOLLMX PErMOHOB (3K30HOB) reHoB FGFR1,
FGFR2 n FGFR3. B HacTosiLee Bpemsa ob6cneno-
BaHO 59 nayMeHToB.

4, MoneKynapHo-reHeTM4ecKasa AuMarHoCTUKa

BPOXAEHHOro amaspo3a Jlebepa tmn 2.

C 2021 roga B reHeTn4ecKon nabopatopuu
LleHTpa BHeApeHa MONeKynsapHO-reHeTnyecKas
AMarHoCcTMKa BPOXKAEHHOro amaBpo3a Jlebepa
TMN 2, BbI3BAHHOMO MyTauuamu B reHe RPEGS.
5. MonekynspHo-reHeTM4ecKasa AuarHocTuka

cuHApomoB AHrenbMaHa u Mpagepa-Bunnu.
6. MoneKynsipHO-reHeTu4yecKan pauarHocTuka

HacneAcTBEHHbIX 3a6oneBaHMin ¢ NpUMeHe-

HMEM TEXHOOrMKM MacCOBOIro NapasiesbHoOro

cekBeHunpoBanusa (NGS — next generation

sequencing).

Ha cerogHsa o6cnegoBaH ¢ MCNOMb30BaHMEM
JaHHoM TexHonornn 371 naumeHT.

7. OHKonorus.

B 2022 roay B reHeTM4yecKow nabopatopuu
LleHTpa oTpaboTaHa M BHeLpeHa MONeKynsp-
HO-reHeTu4yecKas aMarHocTMKa onyxoneBblx 3a-
60n1eBaHM NOYEK — NPSIMOE CEeKBEHMPOBaHWE
BCEX KOAMPYIOLWMX PErMOHOB (3K30HOB) reHa
WT1. B na6opaTtopun paspaboTaHbl MeTOAbI
[ANS TapreTHOro CEKBEHNPOBAHUSA HYKNENHOBBIX
KWUCNOT NPU OHKONOMMYECKNX 3a60neBaHuUsX.

®oro: HIL, um. .B.(D. BoiiHo-flceHewkoro
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HA3BAHWE NPOEKTA

Iepconn
HACJIE/ICTI
B MHOTOII

KomaHpa

T.B. KoxaHoBa, K. M. H.; C.C. )KuauHa, K. M. H.; T. 1. MeLLepakoBa, K. M. H.; A.A. AbpamoB.

OnucaHue n cyTb pa3paboTKu

LleHTp MMeHn BoiHOo-AceHeLKoro npoBoanT U3-
y4YeHue CneKTpa HacneaCTBEHHOW U BPOXKAEHHOM
naTonoruu; oLeHnBaeTcs NoTPebHOCTL B labopa-
TOPHOMW FEHETMYECKON ANAarHOCTUKE ANa NauueH-
TOB MHOronpoduibHON AETCKOW K/WHMWKK; yCTa-
HaBNMBaETCA KMHMYECKas 3PGDEKTUBHOCTb CO-
BPEMEHHbIX METOA0B FrEHETUYECKMX UCCIEA0BaHUM
B AMArHOCTUKE HacneaCTBEHHOM W BPOMKAEHHOM
NaToNornK; aHaNIM3UPYETCS CNEKTP BbIIBNEHHbIX
BapMaHTOB HYK/IEOTUIHOW MNOCNeAoBaTENbHOCTH
B reHax, OTBETCTBEHHbIX 38 BO3HMKHOBEHME reHe-
TUYECKMX CUHIPOMOB; NPOBOASATCS rEHOTUN-hEHO-
TUMUYECKUE KOPPENSALIMK; U3yHatoTCs 0COBEHHOCTH
KIIMHWUYECKMUX MPOSIBIEHUI PEKMX FEHETUYECKMX
CUMHPOMOB, 06YC/IOB/IEHHbIX KaK paHee onucaH-
HbIMW, TaK M BHOBb BbISIBNEHHbIMW MyTaLMUAMKU
B reHax, OTBETCTBEHHbIX 3@ WX BO3HWKHOBEHWE.
PaspabatbiBaloTca peKoMeHaaummM ans npodwu-
NAKTUYECKOrO 34PaBOOXPaHEHNS MO ONTUMU3ALINK
OMarHOCTUYECKUX MEPONPUSATUA U NEPCOHUPU-
LMPOBAHHOIo Noaxoaa K npoduaakTMke n Bbi6o-
py TAKTUKM BeAEHWs1 NaLMEHTOB B 3aBMCUMOCTH
OT BbISIBNEHHOM MyTaLMK.

MpaKkTuyecKoe npuMeHeHue

Bpayn-reHeTMKM [eTCKOro LeHTpa WMEHMU
B. ®. BoHo-fAceHelLKoro npoBoaaT 6UMonHpop-
MaTMBHYIO 06PabOTKY U KNTMHUYECKYIO UHTEpNpe-
TauMio MOJYyYEHHbIX AAHHbIX CEKBEHUPOBaHUS
OHK nauuneHToB. Mpryem BCe MONEKYyNsipHO-re-
HEeTUYeCKne nccneaoBaHmsa NPOBOASTCS B pam-
Kax Hay4Ho-uccnegoBaTenbCKon paboTbl 6ec-
nnaTHO AN9 rocNUTanM3npPoOBaHHbIX NaLMEHTOB.

Pe3ynbTaThl BHegpeHUs
Mo pesynsTataM UCCNeqoBaHWs 1 NPOBEAEHHOIO

aHanusa ycTaHoBfIEHO 60/bluoe pa3HOoobpasune
HO30/10rM4ecknx GopM HacneACTBEHHbIX 3abo-
nesaHun. lNoaTBepKaeHMe reHeTnyeckux 3abo-
NeBaHWM MONEKYNSPHO-FEHETUYECKMMU METOAAMM
6onee 4eM 50 % cnyyaes JaeT BO3MOXKHOCTb MPo-
BECTU NONHOLEHHbIN KTMHUKO-reHETUYECKUI aHa-
N3 ANS BbISIBIEHUS FeHO-GEeHOTUMMYECKMX Koppe-
NAUMIK U NNaHWpoBaTh JanbHeNnlee MeanuumuHCKoe
HabnogeHne 3a pebeHKoM. KnunHunyeckas ad-
HEKTMBHOCTb MOTHO3K30MHOIO CEKBEHWPOBAHMS
C LLebI0 YCTaHOBNEHUS MOSIEKYNSIPHOIO AMarHo3a
B AMArHOCTMKE HacneACTBEHHOM M BPOXAEHHOM
nartosiornu coctasuna 74,6 %.

B pamKax peanusauuu cTpaternu pasBuTms
MOEKYNAPHO-TEHETUYECKOW AUarHOCTUKM Npo-
aHanM3npoBaH CMEKTP BbIIB/IEHHbIX BAPUAHTOB
HYKNEOTHAHbIX NOCNefoBaTeNbHOCTEN B reHax,
OTBETCTBEHHbIX 3a BO3HWKHOBEHWE Hacneg-
CTBEHHOWM W BPOXAEHHON NaTONOMMMK.

Ha ocHoBe Mony4eHHbIX AaHHbIX U BbISBNEH-
HbIX BapuvaHTOB AaHbl PEKOMeHZaLMK Bpayam
no BbIGOPY TAapreTHoOM Tepanuu, a TakKe paspa-
60TaHbl MHAMBUAYaNbHbIE NPOrpaMMbl peabunu-
TalMK, B HEKOTOPLIX CNy4asix UCKIOYaloLWKE XK-
pypruyeckyto KoppeKumio aedekTay naumneHToB.

Bo3MoXHOCTH MacluTabupoBaHuaA

M NepcneKTUBbI

Bbicokas BOCTpe60BaHHOCTb MEAMKO-TreHeTHYe-
CKOr0 KOHCYNIETUPOBaHWS U 1abopaTopHON reHeTU-
YEeCKOW AMarHoCTUKM HacNeACTBEHHBIX Y BPOXKAEH-
HbIx 3a6011eBaHNM 060CHOBbLIBAET HEOBXOANMMOCTb
COXpaHeHU B MHOTONPOMUIbHON KIMHUYECKON
60/bHULE CaMOCTOATENBHOrO MEANKO-reHeTHYe-
CKOro nogpasgaeneHus, KoTopoe LOMKHO B3anumo-
LeNcTBOBaTh C MEAMKO-rEHETUYECKUMU ClyKOaMK
perMoHanbHoro n deaepanbHOro ypoBHs. M
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