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KoHdepeHUMA No 0ppaHHLIM U AETCKUM FHLII PO CDI'By «HauvoHarnbHbil Me,EI,I/ILI,I/IHCKI/II/I I/ICCJ'Ie,EI,OBaTeJ'IbCKI/II/I LeHTp 3HOOoKpuHonormn» Munagpasa Poccum
IHOOKPUHHBIM 3aboneBaHMAM S anr
e MaKponponaKTMHoma y pe6eHKa C CUHAPOMOM MHOXeCTBEeHHbIX 3HAOKPUHHbIX Heonna3sun 1 Tuna

JHAOKpPUHHAaA opdaHeTUKA:
AOCTUXXEHUSA U NepcneKTUBbI
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BBEOEHUE. Agexoma rvnodumsa y aeten sBnsetca peakum 3abonieBaHneM it B IRt o R/ E ) @Y %
pacnpoctpaHeHHocTbio 0.1 Ha 1.000.000 peTckoro HaceneHusa. CamMmbiM YyacTbiM| . | ' ), |

MCTONOIrMYEeCKMM TUMOM afeHoM runodmsa y AeTen ABMseTcs nponakTMHoMma, f -
pasMepbl KOTOpPOW B OGOMbLWWHCTBE cryvyaeB He npesbiwawT 10 MM[E
(MnkponponaktuHoma). Hanunune makponpomnakTuHoMbl (pa3mep bonee 10 mm)j
MOXEeT ObITb CcBA3aHO ¢ MyTaumamm B reHax MEN1 wnm AIP, ons KOTOpbIX
XapaKkTepHo boriee arpeccmBHoe TeyeHne 3aboreBaHus.

MPT ronoBHoro mo3sra 07.2021 MPT o onepauum 20.10.2023 MPT nocne onepauumn 23.11.2023

OIMNCAHUE KITMHNYECKOI'O CIIYYHAHS. [lesouka B Bo3pacTe 13 net obpaTtunack K Bpady C xanobamu Ha 4YacTble rofioBHbIe OO, CONpoBOXAatoLLyoLMeca pBOTOU, B CBA3U C YeM ObIfio npoBeaeHo obcriegoBaHue.
KnnHn4yeckn otmedvanucb BTOpPUYHaAA aMeHOpes, YacTble rofioBHble OonM ¢ anun3ogamMun pBOThbI; OTCYTCTBOBAsM ranakropesa n ysennyeHune maccol tena. lpun nposegeHnn MPT ronoBHoOro mosra BbisiBlieHa ageHoOMa
rmnodunsa pasmepamu 18*25*28 Mm ¢ cynpa- u natepocennapHblM poctoM. B ropmoHansHoM aHanunse kposu oT 01.2021 - kKpanHe BbICOKUN YpOBEHb nponaktuHa (12600 mkME/mn). MNauneHTke ObiNa Ha3Ha4veHa Tepanus
OPOMOKPUNTUHOM C OalfibHEULLMM NMepexoaomM Ha KabepronuH B Ao3e 1 Mr B Headernto.

[To pe3ynbratamM MonekynspHo-reHeTudyeckoro nccnegosaHnda B reHe MEN1 BbigBneHa paHee onucaHHaga B nutepartype natoreHHaa mytauma (HG38, chrll:64806266G>A, ¢.1015C>T) B retTepo3nroTHOM COCTOSAHUMN.
KomMmnnekcHoe obcrnegoBaHne He BbISIBUIO OApYrux nposisneHnn cuHgpoma MOHL.

[Tpn anHammnyeckom HabnogeHUn ypoBeHb nporakTtuHa cocTtasnsan ot 949.4 oo 5934 mME/n, B cBA3n ¢ yem go3a kabepronmHa NOCTENEHHO yBenuymBanacb U gocturna 4 mr B Hegento B 10.2023 B Bo3pacTte 15 ner.
HecmMoTpsa Ha yBennyeHne 0o3bl KabepronmHa Ao MakcumaribHO NePeHOCUMON, YPOBHU KaK obLlero, Tak n bBMoakTUBHOIO NponakTuHa coxpaHanucek Bbicokum: 5005 mME/n n 4494 mME/n, cootBeTCcTBEHHO, HAbMOganNnoch
nocTeneHHoe yBennyeHne pasmepoB nponaktuHomebl. o gaHHeiM MPT ronoBHoro mosra ot 10.2023 pa3mep obpasoBaHus coctaBnsan 24*26*25 mm, BnepBbie oTMeYeHa gedopmaumsa xmasmbl 1 CMELLEHUE €€ BMEBO U
KHM3Y. OPTanbLMONoromMm Cy>XeHue nosien 3peHns He BbIABNEHO, OQHAKO B TeYeHMe nocrieaymwulero 1 mecsaua geBoyka ctana otMmedaTb gassulyto 60rb B rnasax.

YuntbiBag papmMakope3nCTeHTHOE TedyeHue 3aboneBaHud, Hanundmne mytauum B reHe MEN1, gedopmaunto xnasmbl, Xanobbl Ha Oonb B rnasax, KonmnernanbHO ObINO MPUHATO pPeLleHUEe O NPOBEAEHUN ONepaTUBHOIO i

rieYeHmns.
TpaHcHa3zanbHas TpaHccdeHonaanbHas ageHotomus (o1 23.11.2023) He npuBena K JOCTWKEHMIO MOSIHON KOMMeHcauum 3abonesaHns 1 Hopmanu3aumm KOHUEeHTpauum nponakTnHa (HEBO3MOXHOCTL MOSHOro yaaneHus | /
oOpa3oBaHus), B CBA3KM C YeM Tepanusa kabepronnHom Obina Bo3obHoBneHa. [Nocne onepaunun geduumta TPOMNHbIX FTOPMOHOB HEe HAabnoaanoch. X

YpOBeHb nponaktnHa ot 21.12.2023 Ha doHe KabepronuHa 2.5 Mr B Hegeno octaBancd nosbiweHHbIM — 1583 MME/n. Hecmotpsa Ha 31O, Habntoganocb MCYE3HOBEHME KITMHUYECKUX MNPOSABIEHUN 3ab0neBaHUS,
d BOCCTaHOBJ'IeHI/Ie MEHCTPYyanbHOro uukna.
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M3AKIKOYEHUE. lNpeactaBneHHbIN KNUHWYECKUWA CryyYyan OEeMOHCTPUPYET peakoe B NneaumaTtpuyeckon Mpaktuke dapMakope3nCTEHTHOE TeyeHue KOHTAKTbI. boHgapeHnko Codusa [MaBnoBHa, Tl
MaKpOFIpOJ'IaKTI/IHOMbI NpU CUHOPOME MHOXECTBEHHbLIX 3HAOKPWUHHbLIX Heonnasmm 1 Tuna C BbICOKOU BEPOATHOCTLIO MPOBedeHUdA NyvyeBOU Tepanuu KNMUHNYECKUN opaAnHATOP MHCTUTYTa OETCKOU 3HOOKPUHOIOTNU
g;rlpOﬂaKTI/IHOMbI B JanbHeWLLEM, Tpebytoulee perynspHoro gMHamMm4yeckoro HabnogeHusa Ons CBOEBPEMEHHOMO BbISIBIEHUS MPUCOEONHEHUS OPYrnX [HU PO OI'BY « HMWLU aHpaokpuHonornmn» M3

: |[KOMMNOHEHTOB CUHApPOMA. E-mall: sofiyabondrnimu@gmail.com
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