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AKTyanbHOCTb. B CTpyKType HedpOoTUUYECKOr0 CUHAPOMA
(HC) y aetelt B 5-20% cAyyaeB Mo pesyabTataM Hedppobuon-
CUMU BbIABASETCS GOKANbHO-CErMEHTaPHbIN FAOMEPYAOCKAEPO3
(OCIC), KoTOpbIV XapaKTepmuayeTca NePBUYHBIM MOBPEXAEHU-
€M NOAOLIMTOB U B MOAOBUHE CAYYaAEB PELMAMBUPYET B TPAHC-
NMA@HTMPOBAHHOM NouYKe.

Leab. Onucaxne kanHudeckoro caydana OCIC, accoummpo-
BaHHOrO ¢ MyTauumein B reHe INF2, ¢ nocaeayroLmMM peLanBOM
HC B TpaHCNAQHTUPOBAHHYHO MOYKyY y pebeHka 15 Aer.

KAMHWYecKkuir cayuyan. AebHT NOAHOFO CUMMTOMOKOM-
nAekca HedpoTUUYECKOr0 CMHAPOMA Yy AEBOYKW B BO3pacTte
12 AeT pasBuAcA B okTsibpe 2018 1. Pemuccusi AOCTUIHYTa Ha
CTaHAAPTHOM KypcCe TAHOKOKOPTUKOCTEPOMAOB. MepBbiii peuu-
AMB pas3BUACA CMycTA 2 MeC MOCAe OTMEeHbl CTepouaoB. Mo
pe3yAbTaTaM HedpobUoncuMK onpeseneHa MopdOoAorMyeckasn
KapTMHa Me3aHrMonpoAndpepaTMBHOrO rAOMeEpPYAOHEPpPUTa
(r. EkaTepuHbypr). Bo3obHOBAEH NpWeM METUANPEAHU3ONO-
Ha, B TOM YMCAE NYAbC-TEPANUS, C MOCAEAYIOLMM KypCOBbIM
BBEAEHMEM uMkrodochammpa B cymmapHor ao3e 1400 wmr.
MpU CHUXEHMU AO3bl METUANPEAHW3OAOHA 3apPeErMcTpupoBaH
NOBTOPHbIN peunamB HC. HecmoTpsi Ha MHWUMKMPOBaHWE Tepa-
MM MMKOGEHOAATOM MOPETUAOM, Y AEBOYKM COXPaHAAACb
AKTUBHOCTb 3a60AeBaHMS.

YuntbiBan MyABTUAEKAPCTBEHHbIM PE3NCTEHTHbIM HC,
NMOBTOPHO MNPOBEAEHA Hedppobuoncus, No pes3yAbTataM KoTo-
pov BepuduumpoaH ®CIC (23%), anddysHana nopoumtonaTtmsa
C TOTaAbHbIM PacnAacTbiBaHWMEM MaAbIX OTPOCTKOB MOAOLMTOB
(100%) (r. CaHkr-MeTepbypr). B cBA3M ¢ pas3BuTMEM arpa-
HyAOUMTO3a ObIA OTMEHEH MUKOdEHOAATa MOOGETUA; K Tepa-
nnu NoakAtodeH Takpoarmyc 0,1 mr/kr/cyT. Mpu npoBeAeHUM
MOAEKYAAIPHO-TEHETUUYECKOTO 0OCAEAOBAHUS Y AEBOYKMU Oblna
BblABA€Ha MyTauma B reHe INF2 14-i XpOMOCOMbI C Heomnpe-
AEAEHHbIM 3HaueHuem — c. 1280_1285delCACCCC (aeneums

6e3 cABWra paMKK CUMTbIBAHUS B 3K30He 8). Ha 21-i1 xpomo-
COMe BbIIBAEHa reTepo3urotHas Mukpoaeneums seg[GRCh38]
del(21)(p12) chr21: g.5010001_656394del npoTsaxeHHOCTbIo
1553 948 nap HykAeoTUAOB. Y maTepu pebeHka BbisIBAEHA
aHaAorMyHaa MyTaums.

Ha ¢oHe Tepanuu TaKpoAMMYCOM OTMEYEHO HapacTaHue
A30TEMUU, CHUXEHUE CKOPOCTU KAYOOUKOBOM OUALTPALMM.
IHAOTEAMOTOKCUUECKOE AEMCTBUME ObINO KYMMPOBAHO TMOCAE
OTMEHbI npenapara. YuuTbiBas NPOrpeccupoBaHWE XPOHU-
yeckow 60Ae3HM Noyek A0 5-M CcTapnu, MHWUMMPOBaAHA 3ame-
CTUTEAbHAA MoYeyHas Tepanusi METOAOM MepUTOHeaAbHOro
AManum3a.

B Hosibpe 2021 r. npoBeAEHa TpaHCMNAAHTaLMSI POACTBEH-
HOW NoYKK (0T maTtepu). Ha 2-e cyT nocAe onepaummn CHUXEHUE
AMype3a, HapacTaHWe NpPOoTeMHypuKu, a3otemuun. CocTosHWe
pacueHeHO Kak peunamB HC. TpoBepeHbl NyAbc-Tepanus,
ceaHcbl NAa3mMadpepes3oB € NOAOXKUTEAbHbIM OTBETOM.

B aekabpe 2021 r. noBTOpHbIM peunanB HC, tepanus
YCUAEHA BHYTPUBEHHbLIM BBEAEHUEM MMMYHOTAOBYAMHA, CeaH-
camu naasmoobmeHa. B nocaeaytoulem, B mapte 2023 .,
BBEAEH pUTykcumab B pAo3e 300 Mr. AOCTUTHYT MOAOXKUTEALHbIN
KAMHUYECKUIN 3D PEKT.

06cyxpeHue. OCIC aABAAETCA MPOrHOCTUUECKU HebAa-
ronpuaTHbIM  MoOpdoAOrMyeckum BapuaHTom HC B cBA3M
C PVUCKOM PELMAMBUPOBAHUS B TPAHCMAGHTMPOBAHHOM MoYke
y 30-50% 60AbHbIX, MPEUMyLLECTBEHHO B MepBble 2 ropa
nocAe TPaHCMAaHTaLMMU.

3aknoueHue. lpu pelweHnn Bonpoca O NPOBEAEHMU
TPaHCNAAQHTALUMKU OT XWMBOIO POACTBEHHOTO AOHOPA B CEMbAX
¢ MyTauuamMu B reHe INF2 uaeHbl ceMbK AONXKHBI BbITb 06cAeA0-
BaHbl HA HAAMUYME AAHHOW MyTaumu. MNpu OTCYTCTBUM y AOHOpa
ABHbIX NPU3HAKOB 3a60AEBaHWA TPAHCMAAHTALMSA NMOYKM MOXET
yBeAnunTb puck HC y peunnuenTta n AooHopa.
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WCKUI NeAuaTpUUeCKUM XXypHanA.
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