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KnarwueBble cjioBa: CHHAPOM IIEHTPAJbHOW THIMOBSHTHUIANHH, OO HEBPOXKIEHHBIX,
MOHUTOPUHT DI

BBenenne. Meron peructpanuu OMOIIECKTPUISCKON aKTHBHOCTH TOJIOBHOTO MO3Ta ¢ TIOMOIIBIO
O0TI B nociie/Hee BpeMst CYIIECTBEHHO PAaCcIIUPHII 00IacTh MPUMEHEHHS. B HEOHATOIOMUU OH MOXKET
HCIIOJIb30BAThCA KaK KPUTEPHUIl COOTBETCTBUA 3PEIOCTH TOJIOBHOTO MO3Ta MOCTKOHIENTYalbHOMY
Bo3pacTy pebeHka. B manHOM ciryuae MHOroriasoBoe D01 uccienoBanue ObUIO MPOBEACHO PeOSHKY
nocrynusiiemy B otaeiieHud OAPUT HOBOPOXXIEHHBIX B Bo3pacTe 1 JHS B KpailHe TSXKEIOM COCTO-
SHUWA C JMAarHo30M BHyTpuamHHOTHYeckas wHekuus (P 39.2), comyTcTByrommii auarHo3 nepe-
OpanbHas uieMus 1 crernenu, nepuHatanbHblii KOHTAKT Covid-19 [1]. Pebenok Haxommics va MBJI
10 Mepe YIYYIICHHUs COCTOSIHUSL HEOAHOKPATHO SKCTYOMPOBAJICS OIHAKO KaXKJIbIi pa3 (PyHKIHS caMo-
CTOSATENHLHOTO JbIXaHus He Obuta A exTuBHOM. Bo3HUKIa paboyast THUIIOTE3a O BO3MOXXHOM CHHIPO-
M€ IEHTpaJTbHOW THMOBEHTHJIANNY, ObIa 3allJlaHMpOBaHA KOHCYNIBTAIlUs TeHeTHKa. B pesymprarte
ananuza JIHK peGenka B omgHOM U3 XpoMocoM yBenudeHHOE unciio konuit GCN-moBTopa J0KaInu30-
BanHoro B rene PHOX2B (NM_003924.3). /luaruo3 cuHApPOM BPOXKJIEHHON LIEHTPaIbHONU T'MITOBEH-
TWISIIMK U1 peOeHKa ObUT MOATBEPKACH MOJIEKYISIPHO-TEHETUYECKUMHU MeToamMu [3].

Leab. B oxxuganny pe3ylbTaToB FeHETHUECKOTO aHamu3a ObUTO 3allJIaHUPOBaHO YITyOJIeHHOE UC-
cinenoBanue DOI g M3ydeHns BO3MOKHBIX H3MEHEHHUH B paboTe TOJIOBHOTO MO3Ta JiJIsl IOMOIIH B
MOCTaHOBKE MPABHILHOTO JHAarHO3a, KOTOPOE TI03BOJIMIIO OOHAPYKHTh HHTEPECHBIE 0COOCHHOCTH.

MarepuaJjbl u MeToabl. Ha 6aze otnenenuns peanumanuu CI16 I'bBY3 «lerckas roponckas 60ib-
Huna Ne 17 cearurens Hukonas YymorBopiiay nmpoBoauiicst JTHEBHOW MOHUTOpUHT D3I 6oapcTBOBa-
HUSI B CHa Ha ammapare Murap-202 B 8 OUITOISPHBIX OTBEACHUSAX IO MEKIyHAPOIHOH cxeme « 10—
20». Ilomy4yeHHBIE 3aTTUCH OI[EHUBAINCH HA MPEAMET COOTBETCTBHS OMO3JIEKTPHUIECKONH aKTUBHOCTH
MTOCTKOHIIETITYaJIbHOMY BO3pAacTy M HaJWYHs MAapOKCU3MaJIbHOM aKTHBHOCTH, OINpEAEeNsIach CIeK-
TpasbHas MOMIHOCTH Oe3apTe(daKkTHBIX y4acTKOB [2]. 3aTeM perucTpupoBajcs CyTOYHBI MOHHTO-
puHT Ha anmapare DHiedanan-131-03 B 1ByX OUIOIAPHBIX OTBEACHHSIX C IEJIBIO MOCTPOCHHS CYyM-
MannoHHoi DI KoTOpas B MOCIEAYIOIIEM OIIEHWBAJIACh BHU3YAIbHO, a TaKXKe C HMCIIONH30BAaHHUEM
CHEKTPaJIbHOTO aHajiu3a. TpeTbUM 3TaroM MPOBOAMICS HOYHOW DOI'-MOHHUTOPWHT CHa, KOTOPBIH
TOXE OL[CHMBAJICSI HA COOTBETCTBHE OMOAIIEKTPHUECKOW aKTUBHOCTH MOCTKOHIICIITYaIbHOMY BO3pa-
CTY W HAJIMYUS MAPOKCU3MAIBHONW aKTUBHOCTH.

Pesyabrarbl. Ha gueBHoM O3I'-moHutOpuHre BOA cOOTBETCTBOBaJa MOCTKOHUENTYaJIbHOMY
BO3pacTy, auddepeHnupoBKa COH-00apcTBOBaHNE U (a3 cHa ObUIa XOpoIio BeIpakeHa. [Ipu cyrou-
HOM MOHHUTOpPHHTE CyMManMoHHON D3I nHeM peructpupoBaiach MOCTOSIHHOE HOpPMajbHOE HaIlps-
xenue (C) ¢ amrumatygoii MuHuMansHO#M Oonbmie 10 MxB m makcumanwsHoit 50 MkB. Ilukn cos-
6oapcrBoBanue (SW+) HOYBIO PETHCTPHPOBAIOCH TaK K€ MOCTOSHHOE HOPMaJbHOE HAIPSIKCHHE
(C) HO ¢ aMIIUTY0M MEUHUMATBLHON O0JbINe 5 MKB, a MakcuManbHOU He 60mee 20 MkB. IloaTomy
perieHo ObUT0 eTaTh HOYHOM MOHUTOPUHT D1 Ha KoTOpoM MU depeHInpoBKa COH-00APCTBOBAHUS
u (a3 cHa BBIpaKeHa, B MEPUOJ CHA PETUCTPUPYIOTCS MPU3HAKA HEUPOPHU3HMOIOTHUECKONW HE3peso-
CTH, apOKCU3MAJIBLHOW M 3MUIeNTU()OPMHON aKTHBHOCTH HE 3apeructpupoBano. [Ipu cpaBHeHun
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CIIEKTpaTbHON MOIMIHOCTH AHeBHOU D3I 1 HouHOM DI 0TMEUaeTcst CylmecTBEHHOE CMEIICHNUE CHT-

HaJla B Jienbra-aquana3ol 10 46 MxB? nounas DT, u 1o 32 mxB? nuesnas D01
BoiBoa. [Ipu u3ydeHnn OMOAIEKTPUUECKON aKTMBHOCTH TOJOBHOTO MO3Ta Pe3yJbTaThl HOYHOTO

MouuTopuHra D3I okazanuch 3HaUNTENbHO Oosee nHpopmaruBHEIMH. CymmannonHoe D3I 3Haun-

TEJIBHO YIPOIIAET MPOBENAECHNUE ITOTO UCCIIEIOBAHNUS, HO HE OTMEHAET IEHHOCTH BU3yaJIbHON OLIEHKU

KPUBBIX II03BOJIMBILUX B HAIIEM CJIydas BbIIBUTh HEOOBIYHBIC U LIEHHBIE I JUATHOCTUKH HAXOIKH.

Pesynbrarhl OTy4YeHHBIE NIPH PETUCTPALMN OMODIIEKTPUUYECKONW aKTUBHOCTH TPOJIEMOHCTPHPOBAIN

pasHyio creneHb u3MeHeHuil Ha D01 B mepuoabl THEBHOW COH-O0OAPCTBOBAHUE M HOYHOM COH, YTO

KOCBEHHO MOIVIO CBHETEIbCTBOBATh O HAJMYWU CHHIPOMA LEHTPAIbHONW TMMOBEHTWISIIMH (CHH-

IPOM YHIWHBI).
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