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AKTyanbHOCTb. CHAPOM LLIBaxmaHa - AarimoHaa (CLUA) —
3T0 PEAKOE ayTOCOMHO-PELIECCMBHOE 3ab0AEBaHWE, BKAKOUAIO-
Liee TpMapy NPU3HAKOB: remMaToAOrMyeckne HapylleHus (npe-
MMYLLECTBEHHO HEMTPOMEHWS), IKZOKPUHHAS HEAOCTATOYHOCTb
NMOAXKEAYAOUYHOM XKeAe3bl M KOCTHble aHoMaAuu. PasBuTue
MuenoAucnAacTuueckoro cuHapoma (MAC) siBasietca Hebaaro-
npusaTHbIM ncxoaom CLUA.

Llenb uccaepoBaHuA. [1POAEMOHCTPUPOBATL AMArHOCTU-
YeCKUi nyTb y pebeHka ¢ NaHUMTONEHWEN, NOAYEPKHYTb POAb
reHeTUYECKOM AMarHOCTUKK B BepudUKaLummn AMarHosa.

MauuneHTbl U meToAbl. [MauveHT M., 13 aAeT, B anpeae
2025 1. nepeHec oCTpbIv TOH3UAAWT, B Mae 2025 r. — pecnupa-
TOPHYIO MHOEKLUMIO. B remorpamme BnepBble BbIIBAEHA MaH-
UMTONEHUA (reMorrobuH — 38 /A, apUTPOLUTLI — 1,7 MAH/MKA,
AenkounTbl — 1,02 ThiC./MKA, TPOMOOUUTEI — 31 ThbIC./MKA).
PebeHok 6bIA rocnutaansmMpoBaH B MOpPO30BCKYO GOAbHMLY.
Mo pesyAbTaTamM MUEAOrPaMMbl A@HHBIX 3a OCTPbIM AEMKO3
He MOAYYEHO, KOCTHbIA MO3r onyctolleH. B kpyr anddepeH-
LUMaAbHbIX AMArHO30B OblAM BKAKOUEHbI KOHCTUTYLMOHAAbHbIE
M NprobpeTeHHble anaacTnyeckue aHemuu, MAC. KAOH napok-
CM3MaAbHOM HOYHOM reMorrobuMHypunM He obOHapyXeH, TecTt
C AM3MOKCHMOYTaHOM oTpuLaTeAbHbIM. Mopdonornyeckas kap-
TWHa TpenaHobuonTata U pe3yAsTaTbl UMMYHOTMCTOXMMUYECKO-
r0 UCCAEAOBaHUA BbISIBUAWM NPU3HAKU MUEAOAMCMIAACTUYECKUX
M3MEHEHWIN reMOono3TUUYECKOW TKaHW. Mo pesyAabtatam umTore-
HETUYECKOTr0 MCCAEAOBAHMUS KOCTHOIO MO3ra BbIABAEHbI AeAe-
umnsa 5932, peneums 7q21, moHocomusa 7, peneums 12p13.2.
Taknum 06pa3oM, Ha OCHOBaHWW AAHHbIX @aHaMHe3a, KAMHU-
YeCKOW KapTWHbl U NMPOBEAEHHOTO 06CAEAOBaHWSA YCTaHOBAEH
AMarHo3s: «<M1MenoAMCIAaCTUYECKUIA CUHAPOM (KAOH C KOMTAEKC-
HbIMW XPOMOCOMHbIMU NEPECTPONKAMK, B TOM YUCAE C AENe-
unen 5q, moHocomuen 7, aeneumen 12p)». EAMHCTBEHHbIM
KypaTMBHbIM METOAOM AEYEHUsI 3aBOAeBaHWUA SIBASETCA NpPo-

BEAEHWEe aANOreHHOM TpaHCMNAaHTaLUMKU reMOMNO3TUUYECKMX CTBO-
AoBbIX KneToK (TFCK). B Poccuiickom pervctpe coBMeCTUMbIN
HEPOACTBEHHbIV AOHOP He HailaeH. B ntone 2025 r. npoBeaeHa
annoreHHast TTCK ot poacTBeHHOro HLA (rAaBHbIA KOMMAEKC
r’MCTOCOBMECTUMOCTH) 7/10-COBMECTUMOro AOHOpPa (CUOAMHT).
TpaHcnAaHTaT OYHKUMOHMPYET, NPU3HAKOB PEeakLMK «TpaHC-
fA@HTaT NPOTUB X03AMHa» HeT. 10 pe3yAbTaTaM reHeTUUYECKOro
MCCAEAOBaAHUA METOAOM MOAHOrE€HOMHOMO CEeKBEHWPOBaHUA
B reHe SBDS obHapyXeHbl ABa BapvaHTa B KOMMNayHA-TeTepo-
3UrOTHOM COCTOSIHWM, KOTOPbIE OnMuMcaHbl y naumeHtoB ¢ CLUA.
Mpn NoOWCKe pEeAKMX TEHETMUYECKUX BapMaHTOB, aCCOLMUPO-
BaHHbIX ¢ MAC, B reHe TP53 obHapyXeHo ABa BapuaHTa. bbIia
MCKAKOUYEH rePMUHaAAbHbIN CTaTyC MyTauum.

PesyabTathbl. Y nauueHTa ¢ NaHUMTONEHWen NMpoBOAMAUCH
LUMTOAOTMYECKOE, MOPDOAOTUYECKOE, LUMTOrEHETUYECKOE UCCAE-
AOBaHWSA KOCTHOTO MO3ra AASl UCKAOUYEHMS reMoBAacTo30B,
annas3uun kposeTeopeHus. bbin yctaHoBAeH MAC. Knaccuueckne
npossaeHua CLUA (uutoneHnn B aHamHe3e, 9K30KPWUHHasA
HEAOCTaTOYHOCTb MOAXEAYAOUHOW XeAe3bl, KOCTHble aHOMa-
AMM) y pebeHKa OTCYTCTBOBaAM, UTO HE MO3BOAMAO YCTAHOBUTH
AMarHo3 6e3 reHeTMYeCcKom AMarHoCTUKMK.

3aknoueHue. [puvBEAEHHbI  KAMHWYECKUI  CAy4al
AEMOHCTPUPYET NO3AHKK MaHudectaumto CLUA B BuAe
MAC. Passutme MAC B AeTCKOM Bo3pacTe Bcerpa Tpebyet
noucka NepBUYHOM NaATOAOTMU. Takke HEOBXOAMMO MOMHMTD,
4yto naumeHtol ¢ CLUA yrpoxaembl no pucky TpaHchopma-
umm B MAC M oCTpbii MUEAOBAACTHbIM Aelko3. MyTauuu
B reHe TP53 y naumeHToB ¢ CLUA ABASIOTCS paHHWMMK Mpe-
AnkTopamu passutnus MAC. TeHeTMueckass AMarHOCTUKa npu
OTCYTCTBMU XapaKTepHOM KAMHUYECKOM KapTuHbl CLUA nosso-
AMA@ OKOHYaTEAbHO BepuduuMpoBaTb AMarHos. lNposepeHue
annoreHHon TICK MOXeT CylweCTBEHHO YAYYLWTb MPOrHO3
3aboneBaHusA.
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