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JHAOKPHUHHAA OppaHeTHKa: ., KNMHWYECKUN CITYYAU HEOOCTATOYHOCTU
AOCTUXEHRNA N NEPCNEKTUBDI Q3 PPYKTO30-1,6-BUPOCPOTA3DbI

.
BBegeHue. Oecdunumnt 1,6-0ucpocdoTtasnbl - peakoe aytToCoOMHO-peLlecCMBHOe 3aboneBaHue 4 MATEPUANDBI U METObl. OnucaHune KNUHUYECKOro criy4yas HeoCcTaToYHOCTU hpyKTO30-1,6-6UcpocoTasbl y
pacCTpOUCTBA IMIKOHeoreHesa B pe3ynbTtaTte mytauumn B reHe FBP1, xapakTtepusyetca pasButuem AEeBOYKM KaK HapyLueHUSA rMKoHeoreHesa ¢ pasBuTMemM runornvKkeMmm nocne onnTernibHOro ronogHoro NpomMexyTka,
nakratauupgo3sa, Keroauumaosa, runornMkeMumn m renatomeranuun. Npuctynbl NPpoOoBOLUPYIOTCA B AaHHble KapT cTauMoOHaApPHOro nauueHTa.
MnageH4yecTBe U AeTCcTBe Npu ANUTeNnbHOM ronogaHun, BO BpeMs UHTEPKYPPEHTHOro 3a60neBaHM;|
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PE3YJIbTATHDI.
AHaMHe3 XXU3HU: OT CPOUYHbIX, CaAMOCTOATESIbHbIX poaoB ¢ maccou Ttena 3270 r, annHoun 49 cMm, oueHKou no wkKane Anrap 8/9 6annosB, 3aTAXXHON KOHBLIOraUMOHHOM XenTyxoun. B paHHem Bo3pacTe oTMe4yanachb 3aepKKa

dousnyeckoro passutud. HINP B Hopme. HacneacTtBeHHOCTb He OTAroLleHa.
AHamMHe3 3aboneBaHuA: B 1,3 roga pasBuBaeTCH KIMMHUKA TAXKErIoro oCTporo raCTpoaHTepuTa, TOKCUKO3a C 3KCUKO30M 2 cTeneHu, aHemum tTsxxenou crteneHn. Poct 70 cm, SDS pocta =-3,16, macca tena 7810 r, UMT = 15,94, SDS

nMmT = -0,98, cMHOPOM «KYKONbHOro nuua». BbisiBreH renatonmeHanbHbIN CUHAPOM (NeYeHb Ha YPOBHe nNynkKa, ceneseHka +2,0 cMm). B aHanusax - MUHUManbHbIN LUTONU3, TPAH3UTOPHAA runepramkemumsa 21 mmonb/n,

OEeKOMMeHCMpoBaHHbIN KeToaunaos, nakrataumgos. Ha ¢ooHe nHdbysnoHHom tepannm rmmkemusi HopmanusoBanacb. OgHOKpaTHO oTMeYeHa rinukemust 2,3 mmonb/n. FeHeTUYeCKN UCKIIOYEH rmukoreHos 1 Tuna.
B nocneayrowem HabnogaroTcsa anu3onbl BANOCTU, COHITMBOCTU, PBOTbI, COMOPO3HOro COCTOSIHUA MO yTPaM CO CHMXeHneM rnmkemum ot 1 oo 2,6 mmonb/n, nocne AnNUTesIbHOro ronoAHOro NPOMeXyTKa, Ha hoHe KaTapanbHbIX

ABJIeEHUU, C pa3BUTUEM TAXenoro metadonuyeckoro aumaosa (pH no 6,78, BE = go -33,5, noBbiweHneM nakrara 5-9,5 mmons/n, KeToHypuen),
yBennyeHuem neveHu, nosbiweHnem AJIT, ACT, mouyeBOU Kucnotbl. BHe meTabonn4yeckoro Kpmsa oMmoxmmmyeckme noKkasartenum B HOpMe.

B 3,1 roga KnMHu4ecku sanogo3peHa HeaoCTaToOuYHOCTbL (PPYKTO30-1,6-OucpocaTrasbl.
[JaHHbLIX 3a HacneacTBeHHbIe aMMHOAUMAaoNaTun, opraHnyeckme aumaypum m aedektbl MUTOXOHAPMArIbHOro 6eTta-oKMCneHns He BbIABMEHO.
B 8 neTt npoBeaeH aHanu3 47 reHoB (naHenb «'enaTonatun»). B reHe FBP1 (MIM 611570; RefSeg NM_000507) BbisBneHa 3ameHa ¢.544G>T:p.Val182Phe B roMO3UroTHOM COCTOSIHUMN.

MocnegHee yxyalweHue B 12 neT: yTpoM BbipaXxeHHast cnaboctb, rmukemust 1,1 Mmonb/n, HakKaHyYHe OTMeYeHbl KaTapanbHble SIBNIeHUs1, NIOXOW anmneTurT.

Mo paHHbIM KOC — pH 7,18, nakrtat 16 mmmonob/n, BE = -17.
Ob6tbvekTuBHO: Poct 141 cm, SDS pocta = - 1,36, macca tena 35 kr, UMT 17,6, SDS umt = -0,31. Mo opraHam 6e3 natonorunu. NP: B3P2, meHapXxe HerT.

OnarHo3 HepgocTaTouyHOCTb PpPYKTO30-1,6-6MchbochaTasbl, ayTOCOMHO-peLieCCMBHbLINA TUN HacnegoBaHus. [aToreHHbIM BapmaHT yHacnegoBaH oT 0600UX poauTtenen
PekomeHaaumm no nutaHuio (He AonNycKaTb ANUTENbHbIX TONOAHbIX MPOMEXYTKOB, KYKYPY3HbIW KpaxmMan Ha HOYb, OFPaHN4YnUTb NPOAYKTbI C BbICOKUM coaepXXaHnem (ppyKTo3bl U anaHnHa), KOHTPOJb FMUKEMUMW.

3AKJITIOMEHMUE: KOHTAKTbI. +79196550057

HepoctaTo4yHoOCTb hpyKTO30-1,6-OMchochaTasbl HeOOXOAUMO UCKNOYATbL Y AeTen paHHero Bo3pacTta € TsXesnbiMyU peunanBupyrolLiMMmnU KETOTUYECKUMU TMNOrNMKeMUSAMUM U NakTaTauugo3om. m-budylina2007@yadex.ru
1 MeTooomMm anarHoCTUKU 3a0orieBaHUA ABNSAETCA MONEKYNAPHO-reHeTU4Yeckoe uccnegosaHue reHa FBP1.
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