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«OCEHHUE ®UNATOBCKUNE YTEHNA — BAXKHBIE BOMNMPOCHI AETCKOIO 3[PABOOXPAHEHNA»

MONEKYNAPHO-rEHETUYECKOE TECTUPOBAHUE
B HOBOM ANOPUTME HEOHATAJIbHOIO
CKPUHUHTA HA MYKOBMCLMAO3. ONbIT
BHEAPEHUSA HA NPUMEPE MOCKOBCKOW
OBJIACTH
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"Hay4yHo-mccnenoBaTenbCkUii KIMHUYECKUIA MHCTUTYT AeTCTBa
MwuH3gpaBa MockoBckor obnactu, Meituwm, Poccus;
2MenuKo-TEHETUYECKUI Hay4YHbI LEHTP UMEHM akagemuka
H.IM. BoykoBa, MockBa, Poccusi;
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Mocksa, Poccus

KnioueBble cnoBa: HO80POXXOEHHbIE demu,; HeOHamarsibHbIl
CKPUHUH2; MyKo8UCcUUG03; HO8bIU anaopumm

AkTyaasHocTh. B Poccun HeoHaTtadbHBIM CKPUHUHT
(HC) na mykoBucuuno3 (MB) nmposogutcs ¢ 20062007 rr.
Y HOBOPOXAEHHBIX JeTeH B KPOBHU ONPENEIAI0T HAIUUNE
UMyHOpeakTUBHOTO TpurncuHorena (MPT) no anroputmy:
UPT1/UPT2/notoBerii Tect. Lleb: ycTaHOBUTD 3 PEKTUB-
HOCTbH cymiecTBymotero anroputMa HC na MB B cpaBHeHUN
¢ HoBbIM anroput™mom (UPT/IHK).

MarepuaJjnl 4 MeToabl. B Teuenue 12 mec (¢ 01.03.2022
o 28.02.2023) nposeneno onpexaenenue (MPT1) 73 521 HoBo-
pOXIEHHOMY, pOXKKBatolieMy B MockoBckoit oomactu. UPT
B CYXHX IISITHaX KPOBH ITPOBOAMIIM METOAOM JIaHTAHUTHOTO UM-
MYHO(IIyOPECLIEHTHOTO aHaJIN3a C pa3pelieHHeM 0 BpeMEHH
Ha TecT-cucteMax «AutoDelfia Neonatal IRT» («Wallac Oy»),
MOTOBBIM TECT — METOJIOM OIpe/eNeHHs IPOBOAUMOCTH 10T
C IIOMOMIBIO CUCTEMBI JUIsl cOopa U aHanm3a nora «Hanonakr»
(«Beckopy). [TapannenbHo U3 CyXUX MSTEH KPOBH, MOTYUEH-
HBIX 1pH 3a0ope kpoBu Ha VIPT1, npoBoauim reHeTnyeckoe uc-
cienoBanue: st 300 00pa3oB — mouck 38 4acThIX MyTanuii
B rere CFTR u cexBeHuposanue reda CFTR aist 400 o6pasnos.

Pesyabrarel. [lon Habnronennem Haxonuics 73 521 (ox-
BaT 99,9%) HOBOPOXKAEHHBIN, N3 HUX C TONIOKUTETbHBIM VP T1
osu10 700 (0,95%) mereit; BoIsiBICHO 89 meTeil ¢ pa3TUYHBI-
Mu Bapuantamu B reHe CFTR. Jluarno3 MB 0b11 ycTaHOB-
nen 18 nersm no anropurmy MPT1/JHK, uto Ha 20% Gosb-
e, yeM 1o anroputmy UPT1/MIPT2/noroBslii TecT, mpu KOTO-
pom MB 011 ycranosiieH 15 nersim. B pesynsrare npumeHeHus
anropurma UPT1//THK ynanock BBISIBUTH NAlMEHTA C JIOKHO-
oTpunaTenbHbIM pesynasraroM HC Ha ypoBHe ompeseneHus
UPT2. IIporokon ckpuHUHTa Ha 3Tane onpenenenus UPT2
He Obu1 3aBepiuéH y 159 (22,7%) nereit u3 uncna nereit ¢ no-
noxutenbHeIMU PT1. Yncno 10)KHOMOIOKUTENBHBIX Pe3yilb-
TaToOB IOCNE peTecTa cocTaBmiIo 92,8% mpu HCHOIb30BaHUU
anroput™a UPT1/UPT2/noroBeiii Tect. C MOMOLIBIO HOBOTO
aNropuT™Ma CKpUHHUHTa BbIABIEH 71 HOCHTEIh T€HETUYECKOTO
Bapuanrta rena CFTR.

3akarouenne. YyBcTBUTENHHOCTH NpoTokosa MPT1/
HPT2 cocraBuna 93,7%, a nporokosna UPT1/JHK — 100%.
IMpu nposenennn HC no anropurmy UPT//THK cpoku ycra-
HOBJICHUSI AMarHo3a ObLIM HMKE, BOBpeMsl Hauara Oa3ucHasi,
a 3aTeM U TapreTHas Tepanus, BIIBICHBI TeTePO3UTOTHBIE HO-
cutenu reHa CFTR. B 1ien0M aJIroput™ Mo3BOJIHUI MOBBICUTh
3¢ PeKTUBHOCTH paHHEro BoisiBiicHHsI MB Ha 20%.



