®r60Y BO «AOHELKNN TOCYOAPCTBEHH}
YHUBEPCUTET VM. M. TOPbKOI'{
KASELPA MNEOVUATPUN N

"Heupogubpomamo3 1 muna y 4-nemHezo
pebeHKka: om KogeUHbIX MsimeH K
komrnnékcHoMy duacHo3y (KIUuHUYecKul cryyad

panHaTop 1 roga oby4yeHusd

bLIManbHocTU «llegmnaTtpus»
3HeuoBa AHHa CepreeBHa

loueHT bopatoroea E. B.

[oHeuk, 2025r.



_OnpeneneHMe

Heﬁpo¢u’6p0Mamo3bl - rpynna HacrneacTBEHHbIX 3aboneBaHui,
XapaKkTePU3YIOLLNXCA NOABIEHNEM MHOXECTBEHHbIX 4OOPOKAYECTBEHHbIX N PEXE
3N0OKa4YeCTBEHHbIX Onyxonen ueHTpansHou u nepugepnyeckon HepBHOU CUCTEMDI.
B HacTosee BpeMsi BbIAENAIOT 3 OCHOBHbIX TUNa Henpodundpomarosa:
1)Heupogpubpomamo3s | mun (6one3Hb PeknuHxay3eHa) — B OCHOBe 3aboneBaHus
nexuvT mytaums reHa nF1 B 17g-xpomocome. s atoro tmna H® xapaktepHo
nosisneHne Henpodmbpom B paHHEM BO3pacTe N PUCK Pas3BUTUS 3110KA4YECTBEHHbIX
onyxoneun (HenmpobracToMbl, CapKOMbI, JIEMKO3a K Ap.);

2)Heupoghubpomamos || mun (ueHmparsrbHbIU) - ayTOCOMHO-OOMUHAHTHOE
3aboneBaHue, s KOTOPOro XxapakTepHO PpopMUPOBaAHNE MHOXECTBEHHbIX
00OpPOKaYeCTBEHHbIX OMyxornen UeHTpansHONW HEPBHOW CUCTEMbI B pe3yrisTaTe
MyTaunmn B reHe nF2 B 22-1 XpOMOCOME.

3)wesaHHOMamo3 - OMeHb pedKoe HacrneacTBeHHoe 3aboneBaHne, pa3BmBatloLEECH B
pesynerate myTtaumm B reHax SMARCB1 B 22-n xpomocome. 3aborneBaHue
Xapaktepusyetcs popMUpoBaHUEM NEPUPEPUYECKNX U CMTMHASTBHBIX LLBAHHOM.

UcTounuk: hitps://www.invitro.ru/library/bolezni/36142/ HenpodnbpomaTos: NpUYNHbI NOABNEHUA, CAMNTOMbI, AUAarHOCTUKa U CNOCOObI
neyeHus.



https://www.invitro.ru/library/bolezni/36142/

AKTYyanbHOCTb

Heiipod)EGpomamos | muna, unu 6one3Hb PeknuHxay3eHa (Q85.0) -
ayTOCOMHO-AOMUHAHTHOE reHeTn4yeckoe 3aborieBaHne, obycnoBrneHHoe vymauuel 8 2eHe
nF1, n accounMmMpoBaHHOE C KOXHbIMU N OMyXoneBbIMU NposiBrieHnaMn. 3abonesaHue Obino
onuncaHo B 1882 rogy Hemeuknum Bpavyom Ppunapuxom qoH PeknuHrxayseHom.

H®1 aBnsieTca ogHMM U3 caMbiX pacrnpoCTPaHEeHHbIX HEMPOreHETUYECKNX 3aboneBaHuin ¢
yacTtoTton BcTpevaemoctn okosio 1:3000 xuBopoxaeHHbiX. [NpumepHo y 50% nauymeHToB
HabntogatoTcsl cnoHTaHHble MyTauun de novo, a y octanbHblx 50% HP1 nepenaetcs no
HacneacTBy. 3aboneBaHne xapaktepusyetcs 100% neHeTpaHTHOCTLIO K 5 rogam, HO OYEHb
BapuabernbHom akcrnpeccuBHOCTbIO. Y 5% nauneHtoB HP1 nposiBnsieTca B Mo3anyHon popme,
Korga rnopaeH oauH CErMeHT Tena, HanpuMep, ogHa KOHEYHOCTb. Takue criydyam ABnarTCS
pes3ynsTatoM reHeTUYECKOro Mo3anumsama ¢ MyTaumamMmn, BO3HMKaoLWMMnN B pa3BmnBatoLLEMCS
aMbproHe nocne onnogoTBOPEHUS.

Y3enku Jinwa Ha paaykKe rniasa

‘ rj'/"_"it‘.
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UcTouHuk: HaxyweBa ®. U. HenpodmnbpomaTos 1 Tna: KpaTkum 0630p M KINMHUYECKUI cryyar. ApxMB neguaTpum u geTckom xmpyprum. 2024; 2(2):95-
¥ 102 doi: 10 31146/2949-4664-apps-2-2-95-102




[laToreHe3 3aboneBaHUs
'eH nF1, KOTOpLIN KapTUPYeTCA Ha OANMHHOM nreye 17 xpomocomsbi (17q11.2),
XapakTepunByeTcs LUMPOKUM MyTaUUOHHbIM criekTpoM. OH KogmpyeT b6ernok
HeupogubpoMuH — unToNnasmMaTuyeckmin 6enok, 4eUCTBYIOLLNIA KaK HEraTUBHbIN
perynaTop pocrta un nponndepaummn Krnetok. HempopndbpommnH akTmBmpyeT
ryaHosnHTpudocdar ([ TP), KoTopbIK y4acTByeT B MeXaHU3Max nogasreHnsi pocTta
KNeTok nytem perynsaumm benka RAS, B YacTHOCTU, NyTEM rnpeobpaszoBaHnUA akTUBHOW
dopmbl RAS-T T B HeakTuBHYO popmy RAS-ITAP. CneactBuem oTCcyTCTBUS
HenpodmndpomMmmnHa saernseTcsa n3dbIToK akTnBHou doopmbl RAS-I' TO, yto cnocobeTByeT
N30bITOYHOMY POCTY KNETOK U NPMBOANT K OHKOreHesy. HeKOHTponnpyemasa aktuBaums
RAS MOXeT NpMBECTU U K NEPEKPECTHOM aKTUBaLIMM OPYroro BaXXHOro nyTu
nponudepaunmn n BebknsaHus knetok — nytn PIBK-mTOR. HenpodundbpomunH Takxke
y4acTBYET B perynsuum UuUKnnmyeckoro ageHosnHMmoHodocdata (LAM®), KoTopbIN
BNudaeT Ha pyHKumn LIHC 1 Ha obpasoBaHmne rrmMom 3puUTeSibHbIX HEPBOB. Taknm
obpasoM, notepst HenpoNOPOMMHA MOXKET NMPUBECTU K 3aD0NEBAHNIO HECKONTbKUMM
NyTAMMW. I
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®oTo 13 o6u.|,ero Aoctyna Pucyvuok 1. Cxemaruueckoe niodpamxenue dhvHakimu Oenka Heiipodudpomuua [ 14
UcTouHuk: HaxyweBa ®. U. HenpodnbpomaTos 1 Tuna: KpaTtkum 0630op 1 KINMHUYECKUI cryyar. ApxMB neguaTpum u geTckom xupyprum. 2024; 2(2):95-102.
| doi: 10.31146/2949-4664-apps-2-2-95-102




OwunarHocTuyeckme Kkpurepum HP1

A: HB1 anarnocrupyercs ¥ Jereii 310poBLIX poauTeleii npH HAIHYHH ABYX HIH Goaee

IIPHIHAKOB

nee nared Jlmwa Ha panysnoit 000104Ke, BHIABIEHHBIX I[IPH OCMOTpE ¢
NOMOLIBHY LIENEBOH JTaMIIb,
HIH
> 2 aHOMalMi CcocyaucToi 000I04KH riasa APKHE, Heo HOpoAHEE yienkn Ha OKT
(onTHHECKas KOrepeHTHas ToMorpadus)/nasepHoi ckanupyowei oiralbMoCKonHu
XapakrepHble  H3MEHCHUSA KocTell™:  aMcIiasus KpBLld  KIMHOBMIHOI  KOCTH,
nepeHenaTepalbHas JHeIasns GonbledepuoBoH KOCTH HIM NCEBJ0APTPO3 IMHHOI
TpYOuaTol KOCTH
lerepoaurornsii  narorendsiit  Bapuant reda NFT  (AF=0.50), BemsnseMbii B
HOPMAILHEIX TKAHAX, HANPUMEP — JSIKOLMTEL, KIeTKH OYKKAILHOIO JHTeINs

B: H®1 anarnocrupyercs v aereii, poaurean koropeix crpajawtr HO1 npn naanunn

0HOTD U GoJlee KPHTEpHEB A

o
I3 Flgne. &

1 lNpu Hanu4uu MOJIbKO MU2MEeHMHbIX MSAMEeH Uu 8ecHyuwekK, duazgHo3 H®1 Haubonee
eeposimeH, Ho criedyem uckmoyams Opyaue 3abosie8aHusi CO CXOXKUMU KUHUYECKUMU ®omo obwezo docmyna. « ucmosoau4yeckul npenapam 6071bHO20 ¢ Helipoghubpomamo3om»
nposeneHusMuU (H-p, cuHOpom Jleauyca), kak MUHUMYM 1 unu 2 nueMeHMHbIX USMEeHEeHUU

00smKHbI 6bImb bunameparbHbIMU.

2 [lucnnasus Kpbinna KIMUHOBUOHOU KOCMU He 1815iemcsi omoesibHbIM Kpumepuem

8 crlyqae uricuriameparnbHO20 PacriofoXeHUs MniekcugopmMHoU Helipoghubpom.

UcmouHuk: KnuHuyeckue pekomeHOauuu «Hedpogubpomamos | mun». [JuaezHocmuka 3abonegaHusi uiu COCMOSIHUS (epyrnbl 3abosieeaHud unnu cocmosiHut), cmp.33.




CumntTomokomnnekc H®1 Bknrovaer:

KOXXHbI€ IMPOSsI8IIeHUS.
- TMNePNUrMEHTUPOBAHHbIE MaKyIbl LiIBETA «KOJIE C MOTOKOM» — Kak rnpasuso,
doopmupyoTCSH B paHHEM BO3pacTe;

- BECHYLUKWN (NEHTUIo) B NOAMBbILLEYHbIX N MaxoBbix 0bnacTsXx;

oriyxosiesble rposierieHUs.

- onyxonu obono4vek nepndepruvecknx HEPBOB: KOXHbIE N NOOKOXHbIE HENPOJMOPOMBI,
NS1EKCNGPOPMHbIE HEMPOUNBPOMBI, aTUNNYHaa HenpodmnbpomaTo3Hasas Onyxosb C HEN3BECTHLIM
brnonornyecknm noTeHUmManom, 3nokadyecTBeHHass onyxosib N3 06onoYek nepugpepnyeckmnx
HEpPBOB,;

- OMyXOonu UeHTpanbHOW HEPBHOW CUCTEMBI, (FNMUOMbI HU3KOW CTEMEHM 3NOKAa4e€CTBEHHOCTMN,
Yyalle — rnepenHero 3puUTenbLHOro NyTu (3puTernbHbIN HEPB, XMa3ma, 3pUTESbHbIN TPaKT),
aCTPOLUUTOMbI; peXxe — rMnoMbl BbICOKOW CTEMNEHWN 31T0KA4YE€CTBEHHOCTW);
HegpoJsioau4vyeckue U KO2HUMUBHbIE pPOS8IIeHUS.

- ANUnencusi, rMnNepTeH3NoOHHO-ragpouedansHbIn CUHAPOM, LepebparnbHas apTepuonaTtus,
NHTENNEKTYyanbHO-MHECTNYECKME HapYLLUEHUS, FTOSfIOBHbIE oMK, HermponaTtudeckmne donu;
Kapouo8acKyInspHbIe Mpos8rieHUs:.

- CTEHO3 MOYEeYHbIX apTEPUN, NErodHas rmnepTeHs3us;

ogbmaribMosio2u4ecKue rposi8rieHuUs:.

- raMapToMbl pagy>XHon 00oso4kn (y3ernku Jlnwa) — popMmnpyroTcs ¢ BO3pacToM, Kak
npaBwuno, y AeTen LWKOMNbHOro Bo3pacTta, NoAPOCTKOB; HE BIIMAKOT HA 3pPEHUE;

- HapyLeHUs 3peHns

UcmoyHuk: KnuHu4yeckue pekomeHdayuu «Hetipogpubpomamo3s | muny. [JuacHocmuka 3abonegaHus unu cocmosiHus (2pynrel 3abonegaHuli unu
cocmosiHul), cmp.11-12.




| CumnTomokomnnekc H®1 (npogomkeHue):

opmonedlyeckue rnposierieHus:

- Aucnnasnm KocTeun

- MPOrpeccUpPyroLLMN CKONMO3, KNGPO3, KNOCKONO3

- Aedopmaumsa rpygHon KrneTku (KnneesmaHasi, BOPOHKOODpasHas)
- NCeBO0apTpPO3bl (NIOXKHbIE CyCcTaBbl), AedopmMaLmm KOCTEN

3HOOKPUHHbIE MPOSIBIIEHUS.
- 3afepXXKka/npexneBpeMeHHOE NosIoBOE CO3PEBAHUS.

UcmoyHuk: KnuHu4deckue pekomeHOauuu « Hetipogpubpomamos | muny. [JuascHocmuka 3aboneeaHus uniu cocmosiHus (epynnel 3abonesaHuu unu
cocmosiHul), cmp.11-12.




MaTepuanbl 1 MeToAbl 0OCNEeA0OBaAHUA. 13ydYeHa UCTOPUS
boresHun, pesynerarbl KMMHUYECKUX U OOMNONMHUTENBHBIX METOA0B
obcrnegoBaHUA nNaumMeHTa, HaxoadaLerocsa nod HabnwaeHmem B oTaeneHnum
Henpopeabunutauun B CI'AP r. [JoHeuKa.

Lensio AaHHOU PabOThI ABnseTca aHanMa KNMHUYECKoro cryyas
Helpodunbpomarosa | Trna, MCTopUs ANarHOCTUKU AaHHOro 3aGorneBaHus
M JanbHenllasn TakTuKa BeJeHUs nauueHTa.




KnnHunyeckmnmn cnyvamu

[laumeHT 4 ner.
y

AHaMHe3 XNU3HWU: pebGEHoK oT 1-o1 bepeMeHHOCTU, 1-biX poaoB B cpoke 39 Hen.
Poaouncsa ¢ maccon 3300,0 r, annHon 52 cm, O — 34 cm, OI'K — 33 cm. Haxogutces
Ha NCKYCCTBEHHOM BCKapMIMBaHuu. [NpneBuT No nHameuayasribHOMY rpaduky.

B cemenHoMm aHamMHe3e — y MaTtepu MMETCA MHOXXECTBEHHbIE NATHA KOENHOro
uBeTa. Ha HenpodunbpomaTos He obcnegoBaHa.

AHamMHe3 3aboneBaHuUA: NocTynun ¢ xarnobamu poguTenen Ha 3agepxKy
PEYEBOro pa3BuUTUS, TMNEPAKTUBHOCTb, BCMNbILLKMA arpeccum U HENOCYLLAHUS.
[laumMeHT — nHBanuag AeTcTBa No reHeTu4eckomy 3aboneBaHmio, reHe3 KOTOpPOro
noaATBEPXKAEH MOSIEKYNAPHO-TEHETUYECKM nccnenoBaHnem (BbisiBNeHa Mymauusi
8 2eHe NF1, HykneomuoHbIU eapuaHm chn 17:313225946)—
«Heupogubpomamo3s | mun (6osie3Hb PeknuHxay3eHa)y.

[lepBble NposiBrieHns1 3aboneBaHUsa ¢ 3-X MEC BO3pacTa — NATHA «Koge C
MOJIOKOM» Ha KOXXe TynoBwuLLa, KoHe4yHocTen. C paHHero Bo3pacTa oTCTaBaHuE B
npmnobpeTeHnn aBuraTeribHbIX U MOTOPHbIX HABbIKOB.

B 2,5 ropa pogutenu aaMeTunn pacxogsiLeecsa Kocornasme feBoro rrnasa,
noLwlaTbiBaHMe Npu xoabbe.




AHamMHe3 3aboneBaHus. no aaHHbIM MPT B 2,5 roga — pa3obLueHHas

rugpouedanus (bunarepansHas o6cTpyKunsa otBepcTuin MoHpOo), NpusHakm
aekomneHcaunun. mmoma xmasmbl 3pUTENBLHONO HEPBA crneBa 6e3 macc-adpdekTa.
Onepaumsa B 2,5 roga — aHQOCKoNn4yeckas cenTocToMuUst, UMnnaHTauus
BEHTPUKyno-neputoHeansHoro wyHta (HMWL nm. H.H.BypaeHko).

[anee noBTopHbIe KoHcynbTaun B HMWU nm. H.H.bypaeHko. PekomeHgoBaHo
obpawieHne B HMWL, vm. [1.Porayesa.

3,5 roga — ocMmoTp odrtanbmonora: Hekotopbin ak3odTarnbm OS. JleBbin rnas
OTKINOHEH KHapyXu. Pacxogsieecsa kocornasme. Atpodus 3H OS.

4 roga — MPT ronoBHOro mo3sra ¢ B/B KOHTpacTUpOBaHUEM: YTOSLLEHNE U
n3sntocTtb 3H, bonblie cnesa. AuameTp 3H yBenuumncs B cpaBHEHUN C
npeabiayLmm nccnegosaHneM,

[TauneHT KOHCcynbTupoBaH oHkonorom B @'Y HMUU AIMOU nm. [1.Porayesa M3
PO.

SaKNIoYNenne: «Heupogpubpomamos | muna, 2eHemu4ecKu
noomeep)k0eHHbIl. [TTuomMa xua3mbl, J;1€8020 3PUMESIbHO20 Hep8a».
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O6LeKkTUBHO (4 roaa)
CocTosHMe pebeHka cTaburnbHoe, caMoYyBCTBME HE HapyLweHo. PebeHOK akTUBEH, He
nuxopaguy, anneTuTt coxpaHeH. Ha ocMOTp pearnpyet agekBaTHO.
Heespornozau4yeckuu cmamyc: 3agepkka ncnxopedeBoro passuUTus.
[TOOKOXXHO-KMPOBOW CIov pa3BuUT YOOBIETBOPUTENBLHO, paBHOMEPHO, OTEKOB HET.
Koxa 0Obl4HOM OKpackn. MHOXXeCTBEHHbIE NATHA «KOe C MOSTOKOM» Ha KOXe
TynoBullia n KoHe4YHocTen. Cnnancras pta posoBasi, Ynucrtas. [epudepundeckme nly He
yBenuyeHbl. B nerknx gsixaHne npoBoANTCS BO BCE OTAENbI, XPUMOB HET. TOHBLI
cepaua rpoMkue, putMuYHble. XKuBoT Marknm, 6/6. lNevyeHb Ha 1 cMm HUXKe pebepHoOU
oyru, ceneseHka He onpegensetcs. Ctyn perynspHbin, 0pOpPMIIEHHLIN,
MOYEUCINYCKaHNe He HapyLIEHO.
Ocmomp Heeposioza. dopma ronoBbl — rugpouedansHasg. ['lcuxoMoTopHoe
pasBUTUE MO BO3PACTY, PeYN HET, MHCTPYKLINUN HE BbINONMHAET. YepenHble HEPBbI —
dooTtopeakums 3ameaneHa OS npamada, OD npssmasa coxpaHeHa, crnesa — cnabocTtb
npmBeneHus OS, crnaxeHa nesaga H/r cknagka. MbllWeYHbIN TOHYC MOBbILWEH C HOT.
KoXXHble NOKPOBbLI — MATHA «KOMEe C MOINTOKOMY».
PekomeHOoBaHHble 00crnegoBaHus — HabnogeHue ncmxnartpa, I3 bogpcTBoBaHUs +
COH.
[11aH nIevyeHnst — No peLLeHnto rncmxmnarpa.

3aknrodeHue:. «Helpogpubpomamo3s | muna. Fnuoma xua3msbl, ;1€68020
3pumernbHO20 Hepea. [udpoueghanus, Hocumersib 8eHMPUKYI10-NMepuUMoOHeasibHO20
wyHma. Amagpo3 OS. Paccmpoucmea aymucmu4ecKo20 criekmpa»




O0OLEeKTUBHO:

CocTosiHne cpegHen TshKeCcTr No poay 3aboneBaHus.
4
OueHKa hm3nyeckoro passutus, manbvuk 4r.11mec.

PocT,cwm >P 97 (cp. ansa 8 ner)

Macca,kr >P 97 (cp. ona 11 ner)

(

(
Ol,cm >P 97 (cp. ana 17 ner)
OrK,cm >P 97 (cp. anga 13 ner)
NMT

3aknroueHue: punsnyeckoe pasBuTne YpeamepHoe. ViMeet Mecto BbICOKOPOCIIOCTb U

n30bIToMHas macca Tena. OKpYXHOCTb rofioBbl YBENMYeHa 3a cyeT rugpouedanum.
N36bITOK Maccbl 37%, 4TO cooTBETCTBYET oxupeHuro Il cmeneHu. (B N pocty 130 cm
COOTBETCTBYET Macca 28,4 kr). OTMevaeTcs yMmepeHHasi AUCNPOnopLns TENOCIIOXKEHNS.

KoXXHble MOKpOBbI HECKOSBKO CMYTTIble, MHOXECTBO HEDOSbLUNX NATEH HA KOXE LIen,
nosicHMUbl. Ha nepeanHen OpOLLHON CTEHKE cripaBa — NATHO BbITAHYTOM 0OpMbl 40 8 CM MO
OVMHHUKY. Ha neson roneHn — N9THO TEMHOIO LBETa KPYrnon oopmeil.
YO0BNeTBOPUTESIBHO Pas3BUT NOAKOXKHO-XXMPOBOU CNOWU, POpMUPYETCA TMMHEKOMACTUA.

Ha Tbinie kuctn un cton — Hebonbwure numdpatnyeckme otekn. ObpawtaeT BHUMaHue
HapyLUeHWe NOXOAKN, PE3UCTEHTHOCTb ABUMXEHUN KOHEYHOCTAMMN.




| O6bEKTUBHO (NpogomKeHue)

B nerkux §e3|/||<yn;|pHoe abixaHue. ToHbl cepaua ymepeHHo ocrnabneHsi, HCC 98
B MUH.

KunBoT ymepeHHo B3ayT, Msarkuin. CTys, co crioB MeanepcoHarna, perynsipHbIi.
MouyeucnyckaHne He HapyLleHo. Nepudpepunyecknx otekoB HeT. CycTaBbl BHELLHE
He U3MeHeHbIl. /iIMeeT MeCcTO NJI0CKO-BanbrycHas yctaHoBKa CTOM.

YuntbiBas CTOpUo 3aboneBaHnsi, CEMENHbIW aHaHE3, y pebEHKa NMEET MECTO
ANarHos: «0Q85.0 Heupogpubpomamos | mun (6one3Hb PeKkrnuHxay3eHa),
2eHemu4ecKuU rnoomeep>K0eHHbIU» .

OcnoXXHeHus: rImomMa Xmasmsbl, JIiEBOro 3putensHoro Hepea. OBCTPYKTUBHAS
rmgpouedanusa. CocTosiHue rnocre onepaTtuBHON KOPPEKLNU — SHAOCKONMNYECKOU
CENTOCTOMUN, UMMNAHTaUUN BEHTPUKYNO-MNEPUTOHEASTBHOIO LWYHTa crnpasa.
ConyTCcTBYKOLLME: YAaCTUYHAsA aTpe3nus Ancka 3putenbHOro Hepea oboux rnas.
[1rnocko-BarnberycHasi yctaHoBka ctorn. CmellaHHoe cneumdunyeckoe
PacCTPOUCTBO C ayTUCTUYECKNMU YepTamMun. HpeamepHoe punsnyeckoe passuTume.




PekoMmeHOgauuu

4
[MTpogomknTb Ha3Ha4YeHHble peabunMTaunMoHHbIE MEPOMNPUATUS.

YuuTtbiBasa ypesamepHoe punsnyeckoe pas3Butme, Heobxoamma
KOHCYnbTauMa OeTCKOro SHAOKpUHonora.

[1purnyLweHHOCTb cepaeYvHblX TOHOB — NMoka3aHue Ong npoeseaeHuns
KT, Oxo-KT.
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