OuarHoctuka gpedmuuTta geKapooKcunasbl
apomaTuyeckux ammHokucnot (ADDCd)
y peb6eHKa ¢ fereHepaTUBHbIM 3a00/1eBaHUEM

HEepBHOMU CUCTEMBbI
Kyapskosa I [l., KozapeHko B.T.

BY XMAO — tOrpbl «<HedTeloraHcKas oKpy*Has KiMHU4ecKasa 6onbHuLa um. B.U. ALKKB»,

HedTetoraHck, Poccuinckas Pegepaumsa

AKTyanbHOCTb. HegocTaTo4HOCTb IeKapboKcmnasbl apo-
MaTUYECKUX aMUHOKUCNOT — KpalHe pefKoe reHeTudeckoe
3aboneBaHune. C 1990-x rr. onucaHo okono 100 cnyyaes
B Mupe. [epBble CUMNTOMBI Y JeTer NOSBASIOTCA C NePBbIX
MeCSHLEB XU3HU, KIIMHUYECKMW MPOTEKAIOT N0 MacKkaMu fere-
HepaTUMBHbIX 3a60NeBaHUM HEPBHOW CUCTEMBI.

Llenb uccnepoBaHusl. BbisBreHWe KpUTEpUEB PUCKa
febuumta aekapboKcunasbl apoMaTUYECKUX aMUHOKUCIOT
y aeTen.

MayuneHTbl u metoabl. C HoA6psa 2020 r. BY XMAO —
Orpol «<HOKB um. B.U. Aukus» cotpyaHuyaetr ¢ PrBHY
«MIHL, um. akagemuka H.IM. BoykoBa» No BbISBAEHMIO 1ETEN
¢ aeduumntom aeKkapboKcunasbl apoMaTUHeCKUX aMUHOKMUC-
not (ADDCd). Bcero o6cnegoBaHo 8 geten ¢ noparKeHuem
LHC ¢ HeyTOYHEHHbIM 3TMONATOreHE30M.

Pe3ynbratbl. BhiaBneH oanH pebeHok (12,5%), nme-
IOWNMMN naToreHHyto myTtauumio B 12 3K3oHe reHa DDC.
JdeBoyka M., 2018 r.p., Ha MOMeEHT o6crnefoBaHuUs BO3-
pact 2 roga 4 mec. OT CpOYHbIX 2-X poAoB (1-e — Manb-
4YuK, 3p0poB). Macca Tena npu poxageHnn — 3700 r,
APGAR — 8/9 6annoB. Ha nepBOM rofly *W3HW BblparKeH-
Has MblllevyHas rMNoTOHMA (FONIOBY AEPHKMUT C 4 MEC, CUAUT
¢ 11 mec), 3ageprKa NcMxope4yeBoro pa3BuTUS (Ha obpa-
LeHNe M 3IMOLMOHANbHYID OKPacKy peyn He pearupyer),
rOPU30HTaNbHbIM HUCTarM. NpoBeaeHbl MHCTPYMEHTanbHoe
(MPT T'M, 33r-BM), monekynsipHo-reHeTuyeckoe ob6cne-
[lOBaHUd, NaTonorun He BbigBNEHO. Ha doHe npoBoAMMOW
Tepanuu AUHaMUKM B COCTOSHWKW 3L0POBbS He OTMeye-
HO: HaBbIKM CaMOO6CNYyXNBaHWUA He CHOPMUPOBaHbI, XOAUT

C 2 net 6 Mec, pe4yb — HeaKTUBHbIN fenet. MoneKkynspHo-
reHeTUYECKUN aHann3d KpPoBM MPULENbHO Ha MOUCK Aedu-
umMTa paekapboKcunasbl apomMaTUHECKUX aMUHOKUCIOT
npoBeaeH B 2021 r.: B 3K30He 12 reHa DDC BbISIBNEH HOH-
ceHc-BapuaHT NM_000790.3: ¢.1107T > G; p.Tyr369Term
B retepo3uroTHOM COCTOSHMU. [aHHbIM BapuaHT HYKNeo-
TUAHOWM MOCNefOBaTENbHOCTU HE OMNUCAH B MEXAYHapoLHON
6a3e fJaHHbIX No mytaumsam 4venoBeka HGMD. CornacHo
Kputepuam ACMG, flaHHas HOHCEHC-3aMeHa SBASETCS naTo-
reHHon. Mytauuun B reHe DDC npuBoAAT K pa3BUTUIO HESO-
CTaTOYHOCTW AeKapboKcKHnasbl apoMaTUHEeCKUX aMUHOKKUC-
not (ADDCd, OMIM 608643, ayTOCOMHO-PeLLeCCUBHbIN TUM
HacnegosaHus). [na noATBepxaeHUs 3aboneBaHus Heob-
X0AMMO Hanuyue BTOpon MyTauuu B reHe DDC. C uenbio
NOWCKa BTOPOM MyTaLlnu leBOYKe NpoBeaeHa OUOMNCUSA KOXM
3ayLlHon obnacTv.

C Hos16psA 2021 1. Ha4yaTa cuMNTOMaTUYECKas Tepanug —
npuem pacTeopa NULLEBON CoAbl, Ha GOHE KOTOPOM OTMeYeH
nporpecc B KOFHUTUBHOM pa3BUTUU: AEeBOYKa Ha4vuMHaeT
aKTUMBHO MHTEPECOBATbLCA OKPYXKaloLWMM, NbITAETCH KOHTakK-
TMPOBaTb C POACTBEHHUKaMU, NOSABUNACL UTPOBas AedTesb-
HOCTb, BO3pOC/a ABUraTe/bHas aKTUBHOCTb.

3aknioueHune. CoBpeMeHHbIE TEXHONOMMU U KOMMYHKUKa-
LMK pacwmpsioT BO3MOXHOCTK Bpadam JIMY noboro yposHs
LWNArHOCTUKK PEefKUX FreHeTUYecKux 3abonesaHui. 1o OKOH-
YaHUU FeHETUYECKOro ob6cnefoBaHUs Npu NOATBEPXKAEHUU
AnarHosa geduvunTta jekapboKcunasbl apomMaTUHECKUX aMu-
HOKMC/OT B 6yayLleM BO3MOXHO Ha3HavyeHue paspaboTaH-
HOWM crelmdUyecKon Tepanuu.
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