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[Moaxoabl NepcoHaANN3NPOBAHHON MedULUUHbI - NpeacKa3aHMe Ha OCHOBE reHOMHbIX AAHHbIX BEPOATHOCTU BO3HMKHOBEHUA 3aboneBaHUA, pa3paboTka NPoPUNaKTUYECKMX MEPONPUATUN U BblOOP
TAaKTUKMN NevyeHunsa, nepexon ot TPaANLMOHHOU KAUHUYECKOU K NePCOHANN3NPOBAHHOM ANArHOCTUKE C Y4ETOM MHANBUAYANbHbIX OCOODEHHOCTEN NauueHTa.
Llenb nccneposaHna. ONTummn3sauma reHeTUHYeCKOU ANarHoCTUKK, NeYyeHUsa n NPpoPuIaKTUKM HacneaCTBEHHOU N BPOXAEHHOW NaTO/IOTMN B MHOTONPoO®UAbHOU AETCKOU KANHUKE.

MaTtepuanbl u metoabl. MaymeHTbl N6Y3 «HIMU cneu.meg.nomowm aetam [3M» B BO3pacTte OT NepBblX AHEWN KU3HU 00 18 neT. [eHeTnyeckoe KOHCY/IbTUpOoBaHME (KAMHUKO-TEHEAaNOrMYeCKnUn u
bEeHOTMNNYECKNUN aHaANU3) N NPOBEAEHNE MONEKYNAPHO-TEHETUYECKMNX UCCe0BaHUN

Pe3ynbTaTbl nccneposaHnAa. B otgeneHmax bY3 «HILU cneu.mea.nomouwin aetam C 2017-2023 rr. B Y3 «HIMU cneu.mea.nomowm aetam 3M» metoaom NGS obcneaoBaHbl 331 naumeHT
A3M» 3a nepuog ¢ 2017 r. no 2023 r. NPOKOHCYNLTUPOBAHbI BpavyaMuU-reHeTUKamu| | v'Y 247 (74,6%) nauneHTOB BblAB/IeHbl BAPUAHTbl HYKNeO0TUAHOM NoCnef0BaTeNbHOCTU;
5529 naumeHTa (22,3% oT BbiNMcaHHbIX). B JIHK nccneposaHun HyxpaawoTca okono| | vy 84 (25,4%) naumMeHTOB He 06Hapy»KeHO BapMaHTOB, YTO BEPOATHO npeanonaraeT IM60 HereHeTUYEeCcKyHo

85% naumeHTOB OT BCeX MPOKOHCY/IbTUPOBAHHDbIX. npupoay 3abosnesaHua, MO0 NPUCYTCTBME BapUaHTA HYK/IEOTUAHOW NOCNea0BaTe/IbHOCTU B

B reHeTnyeckon nabopatopumn NbY3 «HIU cney men nomowm aetam A3M» 3a ¢ 2017 HEeKOAMPYIOLWEN YacTU reHa (MHTPOH) NI XPOMOCOMHOM NEepPecTPOMNKM

no 2023 rr. NPOBEAEHO: WUCCAeAOBaHUI Kapuotuna (go 2020 r.) - 463 nauueHTa; - /
cekBeHMpoBaHWe 3K3oma - 331 nauumeHT, cekBeHMpoBaHMe reHa SCNIA — 184 s 22:10% ;-

nauneHTa; Nonck mytaumm B reHe PHOX2B - 39 naumeHToB; MOUCK YacTblX MyTauua B
reHax FGFR1,2,3 — 57 naumneHToB (MeToanKa BHeapeHa ¢ 2018 roaa); cekBeHMpoBaHMe
reHa SLC2A1 — 55 naumeHTOB cekBeHUpoBaHMe reHa RPE65 — 2 naumeHTa (MeToaMKa

BHeapeHa ¢ 2021 ropa); aHAaNM3 annenbHoOro MeTUAMpoBaHuA - 27 NAUUEHTOB 9.40% “
(MeTogmnka BHeapeHa c¢ 2021 ropa); cekBeHupoBaHue reHa WTI1 — 9 nauyumeHTOB  Seedanonan baseT W aTAeeCK St anon
(meTogmka BHegpeHa ¢ 2022 roaa). = Apyrue Tunsi anunencuy .
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12,20% [pyrue HacneTBeHHble HapyLUeHUA PasBUTUA HEPBHOM CUCTEMDI
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9,10% . =00 1.MoTpebHOCTb B reHeTMyeckom obOCNenoBaHUU AeTEN C BPOXKAEHHbIMU U HacneaCTBEHHbIMM 3ab60neBaHMAMU B MHOTonpoduibHOM
X0 crneunasnsmpoBaHHOW negmaTpmyeckon KAnHUKe coctasndeT 22,3%, 4TO COOTBETCTBYET AaHHbIM MMUPOBOU IUTepaTypbl, cnefoBaTebHO,
) = OPUT NaHHbIK BUA o0bcneaoBaHMA NOKA3aH B paMKaxX COBEPLUEHCTBOBAHUA PAaHHEN AMATHOCTUKU, NeYeHUsa U peabunmtaumm aetemn ¢ peakmmu
| o 6onesHAMM

20,50% ll

2.[loka3aHo, 4YTO noatBep)kaeHne bonee, yem 50% cnydyaeB reHeTMYecKUx 3abosieBaHUM MOSIEKYNAPHO-TEHETUYECKMMU MeTodaMUn AaeT

BO3MOXHOCTb NPOBECTU NOJIHOLUEHHbIN KIMHUKO-TEHETUYECKUIM aHANIN3 ANA BblABNEHUNA TeHODEHOTUNMUYECKUX KOPPEenaumm n N1aHMpoBaThb
[lona NPOKOHCYNbTUPOBAHHbIX BpayaMU-TEHETUKaMW nasbHenwee meanUMHCKoe HabatogeHune 3a pebeHKoM.

nauneHToB B otaeneHmAax 3a 2017-2023 rr. 3.[focTaHOBKa TOYHOTO reHeTUYEeCKOro AnarHo3a asaaeTca PyHAaMeEHTANbHOU NPeanoCbIIKOU MPpeUun3noHHOU Tepanun.




