;
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MIHICTEPCTBO OXOPOHH 3/I0POB’SAA 4 HA AOKY MEELL SRIT
YKPAIHU ®opma nepBUHHOT 06:1iKOBOY JOKYMEHTALIi]
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CIHEHIAJII30OBAHA JIIKAPHSA Ne 027/0
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BHUIINCKA
i3 MeanuHOI KapTH aMGYIATOPHOIO (CTALIOHAPHOT0) XBOPOro
IlenTp opdannux 3aXBOPIOBAHBL TA FeHHOI Tepamii
[Ipispuime, imM’4, Mo 6aTBKOBI XBOpPOTo CemenoB Martsiii OJieropuu
Jlata 1/9{0|8(2[0|1|5
HapO>KCHHSA

(umucno, Micsup, pik)
IToBHui HiarHo3 (OCHOBHE 3aXBOPIOBAHHS, CYIIYTHI 3aXBOPIOBAHHS Ta YCKJIAIHEHHS):
IIporpecyroua m’sizoBa auctpodis JwoweHa, X — 3uenieHnii THN yCNaaKyBaHHS
(MKX-10: G71.0; OMIM: 310200; ORPHA: 98896).

KopoTkwuii anaMHe3, 1iarHOCTUYHI JOCIi IXKeHHS, nepe6ir XBopo6H, MpoBeaeHe JTiKyBaHHS, CTaH MpH HaMpaBJIeHHi, PH BHITHCLI
ITanient xoHcynpTOBaHUH B [leHTpiOpdhaHHMX 3aXBOPIOBaHE Ta FeHHOI Teparlii y cidHi

2026 poky y Biui 10 pokiB 3i ckapramu Ha IIBHAKY BTOMIIIOBAaHOCTB, M’SI30BY CIa0KiCTh,
NOpYIIEHHS XOIH, YacTi NaJiHHsA, Oi7b B IUTKAX, TyTOPYXOMICTh B HaJIl’ STKOBO-TOMITKOBHX
cyriobax.

I3 aHaMHe3y BigoMo, 10 AWTHHA Hapoxaunacs Bix Il BariTHOCTI, sika mepeOirana 6e3
ocobmBoctel, Bix I ¢izionoriunux nonoris Ha 40-41 TrkHI recranii, Bara Ipx HapOKEHHI
- 3200r, nosxuHa Tina 52 cMm. JIuTHHA 3akpryaiia onpasy. ¥ NepUHATAIbHOMY Tepioni 6e3
ocobnmuBocTel. Y cTaTO-KiHETHYHil Ta NCHXO-MOBHIM cdepax Ha MeplIoMy poOIi >XHUTTA
PO3BHBABCS 3TiHO 3 BIKOBUMU HOPMaMH.

V Bini 4 pokie 6aThKy BIEpIIE 3BEPHYJIH YBary Ha 301IbIIEHHS Ta YILIIbHEHHS TUTOK
JMTHHH, 3’ SBUIIMCS CKapryu Ha OiTb y M’s3aX, IIBUAKY BTOMIIIOBAHICTB. I3 yacoMm HapocTaia
M’5130Ba cIa0KicTh, 3’ IBUIMCA YacTi MamiHHs, 3Ha4HI TPYAHOLIl IIpY MPHUCIAaHHI, miaiomi Ta
cnycky cxomamu. Y Bimi 7 pokiB Gyno BuspieHo miasuiieHHs piBHiB KOK, AJIT, ACT y
cupoBatii KpoBi. 3a mamumu crumymsaniigoi EHMIT (03.01.2023) BusABIE€HO 3HMKEHHS
CKOPOTJIMBOI 3JaTHOCTI AOCTIIKEHUX M’SA3iB HIDKHIX KiHLiBOK. 3a JaHMUMHU Y 3]l TUTKOBMX
M’s13iB  (22.09.2023) BusABIEHO I[TOYAaTKOBI O3HaKM TimoTpodii Ta XXUPOBOI AuCTPOdIi
KkaMOanonoAi6HOro Ta JNHUTKOBOrO M’A3iB 000x romijok. Ha miacTaBi - pesyneraris
iHCTpYMEHTaIbHUX Ta NIa6OpaTOPHUX OCITIIXKEHb KIiHiYHO OyJO BHCTABJIEHO JiarHo3
M’s130Ba guctpodis romena.

VY nuctonani 2023 poky MiaTHO3 MiATBEPIPKEHO MOJIEKYJISIPHO-TEHETUYHO: | BUSABIEHO
reMi3UroTHy Aeselliro 51-ro ek3ona resa DMD. Llg neneuis € 11o3a paMKO YUTaHHs (out-of-
frame deletion) Ta MpPU3BOAUTHE A0 BiAcyTHOCTI ab0 MOPYILEHHS YTBOPEHHS OLIKOBOro

TIPOAYKTY - AMCTPOdiHY.
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b IIPO KCUMaJIbHHX

OO’ €KTHBHO Ha MOMEHT KOHCYJBTallii CIOCTEpiraloThCs cnabkICT .
6i Ta epecyBaHHI1

M’ 3B, GUIBII BUpaXKeHa B HWKHIX KiHI[iBKaX, 3Ha4Hi TPYAHOLLI P XOAb .
CXOIaMHU, BCTABaHHI 3 MOJOXKEHHS CHISuM, MiAioMi 3 JIDKKa, nepeBepTaHHI B JIIKKY. be3
Bi/IMOUMHKY MOXe MepecyBaTHCs JIULLE Ha Hefaneki Binctani (20 500 MetpiB). JacTo nazae,
IIBHKO. BTOMIIOEThCs. CriocTepiraeTbcss OOMexeHHs THJIBHOrO 3rHHaHHA o0ox’ _¢Tor,

rinepyiopaos.

OprTe3amu He KOPUCTyeThcs. Pa3 abo [Biui Ha pik MPOXOAUTH Kype peabiniTauii 3a
MicueM mpoxxuBanHs. Tepanito KOpTHKOCTepOoiJaMH paHillie He OTPHMYBaB.

Obcmedicenuii Ha NONEPEOHIX emanax.

= TopmoHH muTonoAi6Hoi 3ano3u (19.08.2025): TTI'-2,31 MxMO/mi (Hopma 0,27-4,2),
TUPOKCHH BiIbHUI — 17,8 mvons/n (HopMa 12,0-22,0), TPHHAOATHPOHIH BilbHUH — 5,91
nMoJib/a (HopMa 3,1 — 6,8).

= [moko3a kpoBi HaTie (19.08.2025): 4,58 mmons/n (Hopma 3,9 — 6,4).

s Kaneuiii 3aransuuii (19.08.2025): 2,4 Mmmoinn/n (HopMa).

= Koncynbrauis oproneaa (18.03.2024): KoMmneHcaTopHHM JIOpAO3 IONEPEKOBOro
BiaaL1y XpeOra. [TopylieHHs XO/1 Ta PyXJIMBOCT.

= Meaunynuii ncuxonor (18.03.2024): Korwitusgi npoueck 36epexeHi.

BpaxoByrouM KJIiHIKO-aHAMHECTUYHI  JaHi;~ a TaKOoX pe3yJbTaTH MOJIEKYJIAPHO-
reHeTHYHOrO OOCTeXEHHs, MOXHa CTBEpDKYBaTH, 110, B NallieHTa Ma€ Micle:

M’sa30Ba AucTpodis Jromena, X — 34enieHH il THI yCnajKyBaHHs.

Ile 3aXBOpIOBaHHs HAJeXKHMTL [0 -TpynH piaAKicHux (op¢daHHHMX), Mae
nporpecylounii XapakTep ta notTpedye MyJbTHAHCUHILIIHAPHOTO MEHEAKMEHTY.

Pexomenpalii:
.CriocTepeXkeHHs. Ta JiKyBaHHs y HeBpoiora, Jjikaps ®PM, opromena, Kapaioiora,

eHI0KpHHOIOra, 0 TaIbMOJI0ra, ICHXOJIOra, AIETOJIOTa 32 MiCLEM NPOXKUBAHHS;
| [lnHaMiuHe CIIOCTEPEXEHHs B peepeHTHOMY LeHTpi 3 MUTaHb HaJlaHHSA MEAWYHOI IOTIOMOTH
malieHTaM 3 HEpBOBO-M’S30BUMHU 3aXBOPIOBAHHSIMU;
.Po3smoyatu Teparmito npanapaTom riiroKOKOPTHKOCTEPOiAiB (OAHMM i3 3ac06iB):
- MpeAHi30JIoH Y fo3yBaHHi 0,75 Mr/kr/mnody per os;
- ne(nazakopTy no3ysauHi 0,9 MI/Kr/noby per os (Npenapar He 3apeecTpoBan¥i B Y kpaiHi);
~ BaMOpOJIOH Y I03yBaHHi 6 MI/KI/no0y per os (mpenapar He 3apeecTpOBaHUM B Y KpaiHi);
[TpenapaTi ropMoHiB HEOOXiHO 3aCTOCOBYBaTH B PaHKOBHIt yac micis cHifaHKy (He Ha
HaTIIECEPLIE).
Y pasi’3aXBOpPIOBaHHs, TPaBMH, ONEPATHBHOIO BTPY4YaHHsS BUKOPHUCTOBYBAaTH. CTPEC-I03H
KOpTHUKOCTEPOLIB, Bianosiaxo A0 npotokony PJ Nicholoff (PJ Nicholoff Steroid Protocol
https;//www.parentprojectmd.org/wp-content/uploads/201 8/03/PJ-Nicholoff-Steroid-
Protocol.pdf);

BuKopHicTaHHs OpTe3iB Ha HaAM ATKOBO-TOMUIKOBI CYIJOOH NPOTATOM HIiYHOTO CHy LIOHOYI;




—

BUKOpHCTaHHS OpTe3iB Ha Hamm’STKOBO-TOMiTKOBI Cyrio6u MNPOTALOM. - HIYHOrO CHY

I1J0OHOYi;

[1loaenna ¢iznyna tepanis Booma — PO3TSDKKH (CTPETYHHT), AUXaJIbHA [MHACTHKA; JIErKi-
TIOMIPHI I30MEeTpHYHI BIIPaBM Ha M’S3H PYK Ta Hir.

Biramix D 2000 MO per os 1woaus BpaHLi TprBaio;

Kangiiiit 500 Mr per os wogus npotsrom | Micsus;

KOHTpok akTporioMeTpHYHHX MOKA3HHKIB;

Koutpons AJIT, ACT, rmokosu, ainigsgoro npodino, 25(0OH)sitD, Ca 3ar., Ca'ion., P
Heopr., ITTT, rnikoBaHoro reMorno6iHy B fuHaMili KoxHi 6 MicsiB;

10.Cnipomertpis mopiuHo;

11.TTonicomMHorpacgis wopiuHo;

12.Pentrenorpadis xpe6Ta B 2X NPOEKLisAX, KyJIbLIOBHX CY106iB LIOPIYHO;
13.leHCHTOMETPIs LLOPI4HO;

14.EKTI", EXO-KT" mopiuHo;

15.1lpoBeneHHs MiaHOBOI BakUMHALil (BakUMHALs >XMBUMH BaKLMHAMM IPOTHIIOKa3aHa

MicJis MOYaTKy Tepamii [IIOKOKOPTMKOiNAMH); M0AaTKOBa BaKLUMHALlis Bill MHEBMOKOKY,
Ce30HHa BaKLUMHALis Bil rpuILy;

© 0 N O

16.Y pa3si HeoOxigHOCTI B 3arajibHili  aHecTesii, NPOTHUIOKa3aHe 3aCTOCYBaHHS
raJloreHOBMICHUX IHTalsAliMHMX aHECTETHKIB* Ta [EMOJspH3YIOYHX MIOpEeJIaKCaHTIiB
(CYKUHMHIUIXOJIIH) Yepes pu3mK rimepkaiieMii Ta paGromionisy;

17.Y pa3i ypreHtHoi rocmiranisauii i3 NpuBOAY HEBiAKIAJHOIO CTaHy - CKOHTAKTyBaTH 3i

crieniaicTaMu pedepeHTHOro LEeHTpy 3 UTaHb HaJaHHs MEeAWYHOI IONIOMOTH MNallieHTaM
3 HEpBOBO-M’S30BUMH 3aXBOPIOBAHHAMH.

1 8.KoMmiekCHa MeIMKO-coLiaibHa peabiniTamis.

19. TecTyBaHHs MaTepi Ha MpeAMET HOCICTBa BU3HAaUeHoI Aenelii B reHi DMD.

L_____._—r - -
«07” ciung 2026 poky

Jlixap HO3 taI'T knsapceka T.O.

3aB. HO3 taI'T Camonenko H.B.
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