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KpaTtkue cooblieHusn

KAMHUUYECKUM cAyuaun rAMkoreHosa 1b tuna
B KOMMNAayHA-TETEPO3UTOTHOM COCTOSIHUM
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AKTyanbHOCTb. [AMKOreHo3 1b Tuna (Flb) — peakoe
ayTOCOMHO-peLeccMBHOE 3aboreBaHne, 06YCAOBAEHHOE AedU-
LMTOM TpaHCMOPTHOro 6eAka TpaHCAOKa3bl I0K030-6-dpocdaTa
(T1), npuBoAsLEee K M3OLITOUHOMY HAKOMAEHWIO TAMKOreHa
B NEYEHU U ApYrnx opraHax. 3aboAreBaHue BCTpeyaeTcs npwu-
MepHO y 20% nauMeHTOB C FAMKOreHo30M 1-ro Tvna M xapak-
TepusyeTca pasHoobpasMem NPOSIBAEHUIM, 4TO 3aTpyAHAET
AWNArHOCTUKY.

Llenb uccnepoBaHuA. [peaACTaBUTb KAMHUMYECKUMI CAyYai
l1lb y manbunka 5 Mec, akLEeHTUPYs BHUMaHWe Ha 0COBEHHO-
CTAX AMArHOCTUKU U TeueHUsi 3aboneBaHUs.

MauneHTbl U MeToAbl. [MaumeHT T., MaAbuuK, 5 Mec,
poanaca 24.03.2024. PebeHok oT 1-i1 bepeMeHHOoCTH, npoTe-
KaBLLEW C yrpo30om NpexaeBpeMeHHbIX POAOB BO |l TpumecTpe.
Poabl Ha 40-# Hep nyTemM KecapeBa CEYEHWs MO MpUYMHe
XPOHUYECKOW BHYTPUYTPOOHOM MMMNOKCHUU, OKOAOMAOAHBLIE BOAbI
3eAeHble. Macca Tena npu poxaeHnn — 3810 r, AAMHa Tena —
53 cm. Mo wkane APGAR — 8/9 6annoB. AMarHoCTMpoBaHa
BPOXAEHHas MHEBMOHMSA. Ha 2-e CyT XMU3HUM NepeBeAeH B OTAe-
AEHWE peaHnuMaumMn U MHTEHCUBHOW Tepanun HOBOPOXAEHHbIX
13-3a HapacTatowen AblXaTeAbHOWM HEAOCTaTOYHOCTWU, UHTYOW-
poBaH. MpoBeaeH Kypc aHTMbaktepuanbHol Tepanuu (ABT).
Ha 4-e cyt akcTybupoBaH, Ha 5-e CyT nMepeBeAeH B HeOHa-
Tonormyeckoe otpeneHve (HO). B aHaauzax KpoBM OTMeuva-
AacCb Hapactatowas Hentponenus (ot 672 po 530 x 109/a
3a Bpems rocnutaansaumu), runoratmkemus. BoeinvcaH Ha 15-e
CYT XM3HWU. B koHTpoAbHOM OAK ot 22.04.2024 HenTtpone-
HUA ¢ HapacTaHuem (447 x 109/A), B CBA3M C YE€M MOBTOPHO
rocnutaamanposaH B HO. 22.04.2024 npoBepeHa MNyHKUMA
KOCTHOFO MO3ra: Cy)XeHWe HEMTPODUABHOIO POCTKa, 3aAEPXKa
CO3peBaHUsA HEUTPODUAOB, paclIMpeHne AUMMOOLUTapPHOro
pOCTKa, 3aAepXKa CO3PeBaHUS 3PUTPOKAPUOLMTOB B Heba-
300UAbHBIX dopmax. MHPEKLMOHHbIE 3aboAeBaHMA UCKAKOUE-
Hbl. MMMyHOAOTMUYECKMI CTaTyc: B HOpMe. Hauata ctumyas-

UMSi AEMKOMNO033a FPaHyAOLMUTAPHBIM KOAOHUECTUMYAUPYHOLLMM
daktopom (I-KCD). 3amectntenbHas Tepanusa BHYTPUBEHHbLIM
UMMYHOTAOBYAHOM 6e3 IBHOTO addekTa.

27.04.2024 npoBeAEHO MOAHOE 3K30MHOE CEKBEHWpPOBa-
HWE, Ha OCHOBAHWK KOTOPOro MOCTaBAEH AuarHos: «[1b, oby-
CAOBAEHHbIN BapnaHTamu B reHe SLC37A4:¢.1108_1109delCT
p.Leu370fs n ¢.85A>G p.Lys29Glu B KOMMayHA-reTepo3nroT-
HOM COCTOSIHUM».

31.08.2024 noctynua B MAIKB ¢ xanobamu Ha nokpac-
HEHWE W OTeK BepxHen rybbl. BbIAO MPOBEAEHO BCKPbITWE
1 ApeHupoBaHue abcuecca. 01.09.2024 nosiBUAUCH AUXOPAA-
ka A0 39 °C, CHWXeHWe anneTtuta, 3NU30Abl TMIOTAUKEMUMU.
B obuiem aHanmze kposu (OAK) ot 01.09.2024 BbisBAEH
arpaHyAOLMTO3.

B HacToALLYytO rocnutaAn3aumto, yuutbiBasas aHamMmHes 3a6o-
AEBaHUA, TeYeHNE UHPEKLIMOHHOIO NMPOLECCa U HEUTPOMNEHUIO,
HadHauyeHa ABT, npoBeaeHbl MHbeKuMK -KCP ¢ nonoxuTens-
HbIM 3ddeKToM. AN KOPPEKUMU TUMNOTAMKEMUU Ha3HaueHa
UHOY3noHHasA Tepanua 10% pacTBOpoM AeKCTpo3bl. Ha doHe
AeYeHUs1 HabAtoAanach MOAOXWTEAbHAS AMHAMMKKa: HOPMaAu-
3auma TemnepaTtypbl U yAyylleHre annetvTa.

Pesyabtathbl. [1b otaMyaeTca o1 Apyrnx GOpM AMUKOreHo-
30B HaAMUMEM TaKux MPOABAEHUN, KaK HEUTPOMEHUS U peuu-
AMBUpYIOLLME OaKTepuanbHble WMHOEKUMKW. ITO 06YCAOBAEHO
peduumtom T1, KOTOpbIM ydyacTBYeT B TpPaHCMOPTE TFAKOKO3bl
N ABASIETCA KOMMOHEHTOM 3HAOMAA3MaTUUYECKOro PeTUKyAyma
UMMYHHBIX KAETOK. MMeHHO pa3Hoobpasne CMMNTOMOB 3Hauw-
TeAbHO 3aTPYAHSET AMArHOCTUKY 3aboAeBaHuS.

3akAaoueHue. [1peACTaBAEHHbIM KAMHUUYECKUI CAyvai
NOAYEPKUBAET HEOOXOAMMOCTb pPaHHeWn AuarHocTuku [1b.
YuutbiBas TaXecTb 3aboneBaHWA, LeAecoobpasHO paccMo-
TPETb BKAIOYEHWE TAMKOTEHO30B B MPOrpamMmMy HeOHaTaAbHOrO
CKPWHUWHra. 3TO NO3BOAWT CBOEBPEMEHHO HayaTb crneunduye-
CKYIO Tepanuio U YAyULIUTb MPOTrHO3 AAA NaumeHToB ¢ lb.



