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KIMHUYECKUE TPYOHOCTU AUATHOCTUKHU
CMHAPOMA NMPALEPA-BUNIN

B cratpe npeacTaBieHsl ABa KIMHUYECKUX CITy4ast MO3HEN TUAarHOCTH-
ku cunapoma Ilpanepa—Bummu. B Hacrosiee BpeMsi B HEBPOJIOTHYECKOM
COOO0IIECTBE AUCKYTHPYET BOIIPOC: KaKMM 0Opa3oM TPAaKTOBaTh JHArHO3
JALII? Yto »To? CamocTosTenpbHOE 3a00JeBaHUE, UMEIONIEE Pa3INIHbIC
(hopMbI, uM HAOOP CUHAPOMOB IpH paznuuHoM nopaxenuu [[THC. C yse-
JTUYCHUEM BO3MOKHOCTEH JUArHOCTUKH (TIOSIBICHUE BEICOKONIONBHON MPT,
YBEJIMYEHHE KOJTMIE€CTBA METOAUK M BO3MOXKHOCTEH MEIKO-TEHETHYECKOTO
KOHCYJBTHPOBAHUS) MPOUCXOANT TIEPEOIIeHKa B3IVISIOB HA JAHHYIO TIPO-
6nemy. C xonma 80-x romoB XX Beka 3HAUNUTENBHO YBEIUYHIIOCH KOJIU-
YeCTBO HOBOM ONMCAHHOW I€HETHYECKOW MAaTOJIOTHH, HapyLIeHuil oOMe-
Ha, TIOPOKOB Pa3BUTHUS TOJIOBHOTO MO3ra, aHOMAJIUW Pa3BUTHUS MOIPKEUKA
1 Manb(hopMaIiy CTPYKTYp TOIOBHOTO Mo3ra. KapTuHa KITMHIYECKHUX MTPO-
SABIICHUH y JAHHBIX TPy OOJBHBIX YKJIAIBIBAETCS B CHMIITOMOKOMILIEKC
JUIL YTounenune »THOINATOTeHE3a BO3HUKHOBEHHS 3a00JIEBAaHUS HMEET
0O0JBIIIOE 3HAYCHHUE JJIS PEIICHUS BOMPOCA O MPOTHO3E TEUCHUS, TEPAIUU
U caMmoe TIaBHOE — IIPOTHO3€ JJISl POAUTENICH 0 BOSMOXKHOCTH POXKIICHUS
y HUX 310poBor0 pederka. CyIiecTByeT MHEHHE O TOM, UTO Kaxaas 60-5 ce-
MbsI IMEET W3MEHECHHBIN TEHOTHIT TIpH coxpaHeHHOM (erotune. [TosTomy
CTOJIb BaXKHBIM SIBIISIETCSI HACTOPO)KEHHOCTH HEBPOJIOTa, TIIATEIBHBINA cO0p
aHaMHe3a U BHUMATEIbHBIN 0CMOTP 00JbHOTO. MBI IIpeICTaBIIsIeM BallleMy
BHUMAHUIO 2 ciydyas MO3IHEU NUarHoCTUKU cuHiapoma llpanepa—Buimy,
HECMOTPS Ha TO, YTO MAIIMEHTHI, O KOTOPHIX TOWIET Pedb, HAXOIMIHCH O]
MIOCTOSTHHBIM HAOIOICHUEM HEBPOJIOTOB, SHIOKPUHOJIOTOB U TCHETHKOB.

Cunnpom [panepa—Bunnu (CI1B) BriepBbIe onucaH MBEUIAPCKUME TSN~
arpamu A. Prader u H. Willi B 1956 & Berpeuaercs y 1 va 25000—10000 HOBO-
POKIECHHBIX.

Cunnpowm Ilpanepa—Buimy BEI3BIBACTCS ACNICIIUEH POTUTEIHCKON KO-
nud uMnpuHTUpoBaHHbIx SNRPN rena manoro sijpepHoro puOOHyKIie-
nporenHoBoro noymnentuaa N U reHa necdin, KOTOPBIH HaAXOMUTCS Psi-
oM c knactepamu MPHK: SNORD64, SNORD107, SNORD108 u nByms
xormmsima SNORD109, 29 kommmert SNORD116 (HBII-85) u 48 kommeit
SNORDI115 (HBII-52). Ouu pacnonoxensl Ha 15 xpomocome B pe-
ruoHe 15q11-13. OToT Tak HaspiBaeMblii PWS/AS pernon Moxer OBITH
MOTEPSIH B pe3ylbTaTe ACHUCTBUS OAHOTO M3 HECKOJIBKUX T'€HETUUYCCKUX
MEXaHU3MOB, B OOJBIIMHCTBE CIydaeB depe3 MyTanuu. pyrue, meHee
pacrpocTpaHEeHHBIE MEXaHH3MbI BKJIIOYAIOT: YHHUOTIIOBCKYIO JTHCOMHIO
(uniparental disomy), ciydaliHble MyTallid, XpPOMOCOMHBIE TPaHCIIOKa-
LUH U JCNCIUU TeHa.

Puck poxnenust 601pHOTO pebeHKa B CeMbe, TAE yXKe eCTh OfUH OO0lb-
HOM TIOTOMOK, 3aBHCHT OT T€HETHYECKOTO MEXaHN3Ma, KOTOPHIH BBI3BAJ pac-
CTpoiicTBO. BeposTHOCTH poxkIeHusI OOIBHOTO peOEHKA COCTABISIET MEHEe
1%, ecnu y Hero HaOIrOAAETCS JeNelus TeHa WM YHHOTIIOBCKAs AUCOMUS,
eClH ke y peOeHKa MyTallusl PETHOHA, JUISi KOTOPOTO XapaKTepHO SIBICHUE
AMITPUHTUHTA, TO 3Ta BEPOATHOCTH Bo3pacTtaeT a0 50 %, B ciyyae mosiBie-
HUSL XPOMOCOMHBIX TPaHCIIOKAIMil, pUCK BO3HUKHOBEHHS OOJE3HU Y CIle-
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nyrotero pedenka cocrasisiet 25 %. s TMarHoCcTHKU
BCEX M3BECTHBIX MEXaHM3MOB BO3MOXKHO HCIIONE30Ba-
HUE TIPEHATALHOTO TECTHPOBaHuUs [1].

MuHUMabHbBIC JUArHOCTUYCCKUE IMPHU3HAKU: MBbI-
IIeYHasl THIIOTOHMSI, THUIOTOHAIM3M, OXHPEHHE, YM-
CTBEHHAsl OTCTAJIOCTh, MAJICHHKHE KUCTH H CTOIIBI.

Knmandgeckas xapakTepucTHKa: JETH C CHHAPOMOM
[Ipagepa—Bummm 0OBIYHO POXKIAIOTCS TOHOIICHHBIMHE
C HEpPE3KO BBIPAKEHHOH BHYTPUYTPOOHOI runoTpodu-
elt, npemnexxanue B 10-40% sromuunoe. Paznuuaror
nBe ¢a3bl cuHapoma [2].

Cpazy mocne poKIeHHs OTMEYAaroT TSDKENMYI0 MBbI-
MICYHYI0 TUTIOTOHHIO. CHMIITOM HACTOJBKO BBIPAXKEH,
YTO JICTH HE COBEPIIAIOT CIIOHTAHHBIX JBMKCHUN U JIAXKe
HE MOTYT cocaTb. X MPUXOAUTCS KOPMUTH Yepe3 30H]
WJIM U3 IATIETKU. BenencTBue TsKenoi MpIeqHOi Tumo-
TOHHUH y HUX PE3KO 3a/Iep )KUBAETCS CTAHOBJIEHUE CTaTHIe-
CKHUX ¥ JIOKOMOTOPHBIX (DYHKIIHIA: OHH HE JepIKar roJIOBY,
HE CHIST U T.JI. MOTYT HE BBI3BIBATHCS WIH OBITH CHU-
JKeHHBIMU TaK Ha3bIBaeMbIe (pr3nonormueckue peduexco
HOBOPOXKAECHHBIX — MOpO, IIaroBblii, noanus no bays-
py u np. Takxe OTMEYaroT HaKJIOHHOCTH K TUTIOTEPMHH.
B oty a3y Gonesnn apyrux CUMIITOMOB CHHIpPOMa MO-
JKET U HE OBbITh. DTO CIIY>KUT ITOBOJIOM JIJISl TUATHOCTUKU
TIepUHATATIBHON SHIIE(ATONATHH, MAOTIATUH Pa3INIHOTO
reHe3a WM JPYToro HEBPOJIOTUIECKOTO 3a00IEBaHMS.

Bropast daza 6one3nu pa3zBuBaeTcs yepe3 HECKOIBKO
He/Ieb, MECAIIEB WM K KOHITY IIEpBOTO, Hayaly BTOpPO-
rO roja *Hu3HU. [ MIOTOHUS yMEHBIIaeTCsl, pa3BUBaCT-
cs1 Oynmumust: peOeHOK MTOCTOSHHO HCIBITHIBAET TOJIO],
aKTHUBHO WINET €Ay W, KaK CIEICTBUE, y HEr0 pa3BUBa-
€TCsl OXKUPEHME. XapaKTEpHbIA BUJ MUMEET pacrupese-
JICHUE TIOJKOKHO-)KHPOBON KIICTUYATKHU: OOJbBIIE BCETO
€€ Ha TYJIOBUIIE ¥ MPOKCUMAIIBHBIX OT/ENaX KOHEYHO-
creit — Oeapax, miedax. CTOIMbI M KUCTH PyK TOITOMY
MIPEACTABIISIOTCS TUCTIPOTIOPIMOHAIEHO MaJleHbKUMHU.
B a1y a3y HaunHaeT oOpariath Ha ceOsi BHUMaHUE YM-
CTBEHHAsI OTCTAJIOCTh — PeYb 3aTPYJHECHA, CIIOBAPHBIMA
3amac ype3BblyaiiHo mai [3].

XapakrepeH rumoroHaan3M. OOBIYHO y TTAIIMEHTOB
“MeeTcs TakKe HeocTarouHoCTh cekpernu OCI u JIT,
YTO MOXKET IPUBOJUTH K 3aJ€pKKE MOJIOBOTO CO3peBa-
HUA U HEAOPA3BUTHIO TOJOBBIX XKene3. [4]

VY ManBYMKOB HAOMIONAETCS THIIOILIA3Hs TIOJIOBOTO
YJIeHa, y JI€BOYEK — THIIOIIIA3Msl OONBIINX W MajbIX
TMIOJIOBBIX T'Y0.

B nmanpHeleM xapakTepHO pa3BUTHE CaXapHOTO
nuabera. B OnoxuMmuyueckoM aHalu3e KPOBH OTKIIOHE-
HUW B COACpXKaHWU JIUIHUIOB, OENKOB, aMHHOKHCIIOT
Wi (pepMEHTOB HE BBISBISIOT [3].

CBoeBpeMeHHasl TMarHOCTHKa U palloHaJIbHOE Jie-
YCHHE 3HAYUTEIFHO YIIY4YIIAI0T MPOTrHO3 3a00JIeBaHusl.
Takum netsM HEOOXOIUM B PaHHEM BO3PACTE Maccak,
JIOK, MOHUTOPUHT M3MEHEHUN KOCTHO-MBIIIEYHBIX

Puc. 1. Manbuuk O., 3 ropa 11 mecsaues, cuHapom lMpapepa-
Bunnu

CUCTEM, KOPPEKIIUS MUTAaHHUS U KOTHUTUBHBIX OTKJIOHE-
HUM, JIEYEHUE SHJIOKPUHOJOTUYECKOM TMAaTOJOTUH, XHU-
pyprudeckrie BMemaTeIbCTBa.

Knuandeckue HaOmoneHUs MAaHEHTOB C CHHAPO-
moM IIpanepa—Bumnu.

Manpauk O., 3 roma 11 mecsmeB (puc. 1), pomuncs
OT BTOPOI OepeMEeHHOCTH, IPOTEKABIICH Ha (POHE YTPO3BI
TpepbIBaHMs Ha cpoke 15—16 Hemenb, recTo3a, MHOTOBO-
nus. OPBU na 20-1i nenene. Ha 27-1i Henene, 10 JaHHBIM
Y3U, mnon we pactet. Pogst 2 (1 mous, 14 net, 3moposa)
co ctuMmyJssitmeit Ha 37-38-i1 Henene. Macca npu poxne-
ann 2250 1, mmHa tena 48 cM. [o mkane Anrap 7/8 6ai-
noB. CocTosiHME TSDKENOE 3a CYeT HEBPOJOTMYECKOi
CHMIITOMATUKH: KpHUK clalblif, muddysHas Meiireqnas
THITOTOHHMS, OTCYTCTBUE COCATeNbHOTO pediiekca, Opaau-
kapaus. Ha 6-e cytku nepesened B JII' BNe 1 ¢ nuarnozom
3ajiepkka BHyTpUyTpoOHOoTro passutus (3BYP) mo amc-
IIacTu4ecKkoMy Tumy, cunapoM yruerenus LITHC, ctur-
MBI JT33MOpHOTeHe3a (HU3KO PAcCIOJIOKEHHbIE YIHBIC
PaKOBHHBI, TOTHYECKOE HE0O, KOPOTKHE TJIa3HBIC IIEIN),
nByxcroponHuid kpunropxusm. Ha KT romoBHoro mo3sra
MIPU3HAKU YEPEITHO-MO3IOBOM TPaBMBI, YMEPEHHBII OTEK
roJIOBHOTO Mo3ra. BpoxxaeHHsIi mopok cepaua (JAMIKIT),
HK 0. IIpoBomunace ameKTpoHEHpoMHOrpaMMa B BO3-
pacte 15 nmHell. 3akiroueHHE: MPU3HAKU BBIPAXKEHHOIO
CHIDKEHMSI aMILUTUTY/IbI BBI3BAHHON aKTHBHOCTH C MBIIIILL
HWDKHUX KOHEUHOCTEH Ha (hoHE CHYKEHUS (DYHKIIMOHAb-
HOM BO30YAMMOCTH HEWPOHOB MOSCHUYHOIO YTOJIIIE-
HUSI C IByX CTOPOH Oe3 MPU3HAKOB HAPYIIICHUS HEPBHO-
MBIILIEYHOTO B3aUMOJCHCTBUS. YMEPEHHOE 3aMEJICHUE
CKOPOCTH TIPOBEJICHHUS UMITYJIbCA C HUKHUX KOHEYHOCTEH

& [NEANATP

TOMIV N2 2013

ISSN 2079-7850



KNTMHUYECKUI CTYYAN

83

MOXET OBITH OOYCIIOBIEHO 3a[CP)KKOW MHETHHU3ALNH.
AMITUTYTBI TIPOU3BOJIBHON AKTUBHOCTH C MBIIII] BepX-
HUX ¥ HIDKHUX KOHEYHOCTEH YMEPEHHO CHIKEHBI, 6e3 J10-
CTOBEpHOW acUMMETpUH CTOopoH. [Ipu3HakoB mopaxeHus
HEPBOB BEPXHUX KOHEYHOCTEN, MOTOHEHPOHOB CIIMHHOIO
MO3ra, IEPBUYHO-MBIIIIEYHOTO YTONIIEHHUS HE BBIABICHO.
JlaHHBIX 32 MHOMATHIO, CIHHAIBHYIO aMHAOTpO(UIO0 He
TMIOJTyYEHO.

Brimucan ¢ auarHo3oMm: THUIOKCHYECKH-TpaBMa-
TUYECKOE NMOopakeHUE TOJIOBHOTO Mo3ra. BererarusHas
muchynkuus. IlceBnoOynasOapueiii cunzpom. 3BYP
0 TUIOTPO(PUIECKOMY THITY.

B 4 mecsma B II'BNe 4 maruenTy naHo Hampasiie-
HUE B MeAuKo-reHeTnueckui neHtp (MI'L]).

3akmouenne MI'Ll: pesuayansHas sHuIedazonaTus
C MHONIATHYECKUM KOMIIOHEHTOM.

B 2009 romy mocTaBieH TUArHO3 ISTCKHH Iepe-
OpasibHBIN mMapanuy. ATOHHYEeCKH-acTaThdeckas (op-
Ma. 3aziep>kka icuxoMotopHoro passutus (3[IMP).

B 2011 rony onepupoBaH 1o noBoxy IpaBoCTOPOH-
HEro KPUITOPXH3Ma — MOJTHOE HU3BEEHIE HEBO3ZMOXK-
HO (KOpOTKHI KaHAaTHK), JIEBOE SUYKO B ITaXOM KaHalle,
MaJbIX pa3MepoB.

[TarmeHT KOHCYNBTHPOBAaH T'€HETHMKOM 10 IOBO-
Iy 3aJIepPXKKH TICUXOMOTOPHOTO Pa3BUTHS, TOMO3PEHUS
Ha cunapoM [Ipanepa—Buiim, BpoxXI€HHY IO MUOTIATHIO.
JlanHbIe py 1abOPaTOPHOM HCCIIEOBAaHUH HE TTOTBEP-
JIUITNCH, PEKOMEHI0BAJI TIOBTOPHBIN aHAIIU3.

3aKII04eHNHE HJIOKPUHOJIOra: HU3KOPOCIOCTh CMe-
[IEHHOTO TeHe3a, KPUTITOPXU3M.

B 2012 rogy pexomeHaoBaHo oOciemoBanue B Mo-
CKOBCKOM Menuko-reHeTrnaeckoM rentpe (MI'LI). Ilep-
BoHayaipHO B MI'L] mocnenoBan oTka3 B IPOBEACHUU
MEINKO-TEHETHIECKOTO 00CIIe/I0BaHUsI, MOTHBUPOBAaH-
HEIN TeM, YTO KIMHUYECKH peOCHOK HE TTOX0XK Ha 00JIhb-
Horo ¢ cunapomoM IIpanepa—Bwinu, HO ponuTenu Ha-
CTOSUIM Ha NMPOBEACHUH 00CIeIOBAHNUS.

3aKIIOueHHE TEHETUKA: YOEAUTENBHBIX KIMHHUYE-
CKUX JTAaHHBIX 32 BPOXKJIEHHYIO MUOTIATHIO U TTOKa3aHHHA
st JJHK-muarsoctuku tex dopm, JJHK-muarnocrrka
KOTOPBIX MPOBOAMTCA, He HaijaeHo. [IpoBenen ananus
AIJICTBHOTO METHJIMPOBAaHHS MPOMOTOPHOH 00JacTH
rera SNRPN meronom mertun-crerudpudeckoit ITLP.
Pesynbrar: oTcyTCTBHE HEMETHIMPOBAHHOTO AallIels,
YTO XapakTepHo i cunapoMa [Ipanepa—Busnu.

Maubuuk b.. 5 set. (puc. 2), ponuics ot nepBoii Oe-
PEMEHHOCTH, NpOTeKaBIIel Ha QoHe Yrpo3bl MpephiBa-
Husg Ha 8-9, 28 Henmenax. ITo ganaeiM Y3U Ha 33 Hepne-
a1 — MHoropoaue. fAroguuHoe npennexanue. Ponbl
Ha 40 Henene, TUIAHOBOE KecapeBo ceueHne. Tyroe o0Bu-
THE MTyTTOBUHBI BOKPYT IIen. Macca Tesna npu poskaeHUN
2480 1, poct 47 cm. Ouenka 1o mkaine Anrap 8/9 6anos.
CocTosiHUE TIOCIIE POXKICHUS CPEAHEH CTENeHH TshKe-
CTH, KUK c1a0bIi, HEOXOTHBIH. MEIIIIeYHAas THITOTOHUS,

runopeduiexcus. Typrop TKaHeH CHMXXEH, MOAKOKHO-
KUPOBOU cOM HCTOHYEH. CTHTMBI TU3dIMOpHOTECHE3a
(roTnyeckoe He0O, HU3KO PACTIOIIOKEHHBIE YIIHBIE pa-
koBuHBI). CocarenbHbIl peduieke coxpaHeH. B Bo3pacte
5 mueit mocrynaet B AI'b Ne 4 Cankr-IlerepOypra ¢ nua-
THO30M XpOHHYECKast BHYTpUyTpoOHas rumokcus. 3BYP
0 ANCIUTACTHYECKOMY THITY. J{ncTina3us Ta300eIpeHHBIX
CycTaBOB. [ MIOKCHYECKU-UIIIEMHUYECKOE IOpakKeHHE
HepBHOU cucTeMsl II CT., IByXCTOPOHHUI KPUIITOPXU3M.
HeonnokparHo naBanuce HanpasieHust B MI'L] o moBo-
Ity nofo3peHus Ha cuuapom [Ipanepa—Buiu.

Koncynprammuss 8 MI'L[ — xapuotun 46XY HOp-
MaJIbHBIN.

IloBTOpHAs KOHCYNBTAIM: JAHHBIX 33 HACIIEICTBEH-
HBIH CHHIPOM HET.

2008 rom, maHHBIE NMEKTpOHEHpOMHUOTpadUr: TIPH-
3HAKOB OPraHUYECKOTO TOpPaXEHUs] MOTOHEHPOHOB
CIIMHHOTO MO3Ta M JaHHBIX 3a MHOMATHIO HE TIOJTyYEeHO.

[TanmeHTy mocTaBiIeH AUarHo3: AETCKUH epedpaib-
HBIN Tapannd. ATOHHYeCKH-acTaThmdeckas dopma. 3a-
JIep’KKa TICHXOMOTOPHOTO Ppa3BHUTHA. 3alep)kKKa IICH-
XOPEUYEBOr0 pa3BUTHUS. J[ByXCTOPOHHUI KPUITOPXU3M.
PexomengoBano MPT ronoBHoro mosra.

B okrs6pe 2009 rona mpou3BOnMIOCE HU3BEICHHE
npaBoro simuka. OCMOTpP SHIOKPHUHOJIOTOM: THUIIOIOHA-
IIA3M, 3alieprkKa pocrta, cuaapom [Ipanepa—Bummu?

B sauBape 2010 roma mpoBeneH MOJEKYISPHO-
LUTOT€HETUYECKUM aHAJIN3.

Pesynerar:  FISH-uccnemoBanme, ishdel (15)
(g 11-gll.3) (d15 SIO-) (D15 S11-) (SNRPN-)
GABRB3-).

Puc. 2.Manbuuk b., 5 net, cunppom MNMpapepa-Bunnu
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3axnroueHe: MOJIEKYIISIPHO-LIUTOr €HETHIECK i aHa-
JIM3 IPOBEJeH Ha TuMpounTax nepudepuieckoil KpoBu
MAlMEHTa C HCIIOJIb30BAHUEM JIOKYC-CIIeIM(pUIeCKIX
AHK-30n10B. IloaTBEepXA€HO HaIU4YUE JeJIEUN
g11-13 15 XpoMOCOMBI, YTO COOTBETCTBYET AHWArHO3Y
cunzapom Ilpanepa—Bum.

JIaHHBIMM KIMHUYECKMMH IPHUMEPAMH MBI XOTe-
M TMOAYEPKHYTh TPYIHOCTH IHArHOCTHKH CHHAPOMA
[Mpagepa—Bumnu. B oboux ciyuasx getw HaOmroma-
JIUCh IHJOKPHHOJIOTOM U HEBPOJIOIOM, HCKIIOYAIUCh
9HIOKPUHOJIOTHYECKAs U HEBPOJIOTHYECKasl MaTOIOTHSI.
I'eneTHKH TIPOSBHIN (OpMaATBHBIA TMOIXOM K AWArHO-
CTHKE 3a00JICBaHMS.

BeisaBienue cunapoma Ilpanepa—Bwiu y nmanuen-
TOB HE SIBJISICTCSI OCHOBAaHHEM JJIsl HAOIIONCHHUS TOJIBKO
sHnokpuHonorom. 1o Mepe pocra u pa3BuTHs pedeHKa
HEOOXOOUM KOHTPOJb M JPYTHX CIELHAINCTOB, B TOM
YHcIie HEBPOJIOTOB.
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CLINICAL DIFFICULTIES OF DIAGNOSTICS OF
A SYNDROME OF PRADER-WILLI

Guzeva V.I., Bessonova L.B.,
Seel K.A.

¢ Resume. Prader-Willi’'s syndrome is a genetic anomaly
which often masks under cerebral spastic infantile paraly-
sis and myopathy diagnoses. Though at careful collecting
the anamnesis, attentive survey of the patient and compe-
tent genetic inspection the diagnosis usually doesn’t raise
doubts.

¢ Key words: Prader-Willi’s syndrome; clinical manifestations;
difficulties of diagnostics.
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