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®oHg "CuHgpom PURA" - 310 mexpgyHapogHas GnarotBoputenbHas opraHusaums. PoHp ocyuiecTenset
noanepxky n obyvyenne naumeHtoB ¢ cuHgpomom PURA, a Takke YneHoB Ux ceMen, npegocTaBnsst UM onbIT
mupoBoro coobulectBa. B coobwectese ¢doHga “CuHgpom PURA” Haxogutcs MecTo Kaxaomy, KTo
CTankmBaeTCs C 3TUM peakum 3abonesaHmem. M 60nbHbIM, KOTOpPbIE OKa3anucb OANH HA OOWH C HEU3BECTHbBIM
Heayrom, U WX POACTBEHHWKAM W Opy3bsM, KOTOpble XOTAT MM nomoub. [eATtenbHOCTb coobliecTBa
HanpaerieHa He TOMbKO Ha MHGOPMUPOBaHUE BOMbHbBIX U UX POACTBEHHMKOB O MOCNEAHMX UCCNeaoBaHUAX B
3ToM 06nacTn, HO u Ha oboralleHe MeanLMHCKUX NCCNeaoBaHUN NHOPMaLMEN OT HOBbIX NauUMEeHTOB.

Hawa munccusa coctont B TOM, 4TOObI MO BO3MOXHOCTM (DPMHAHCMPOBATb UCCNEeAOBaHbE, a Takke NOMOoraTb U
o6y4aTb BOMbHbBIX M YNIEHOB MX ceMeN, BOpHOLLMMCA C NOCNEeACTBUAMKN 3TOro 3aboneBaHns.

Hawm ueHHocTu:

e YBaxeHue — Kaxabl YeroBek MMeeT 3HaYeHne

e Coo06LecTBO — KaXXAbI YneH rpynbl

e CoBmecTHas paboTa — OHA, CEMbU, BPAYM-KIMHULMCTLI U UCCNeaoBaTenn kak OAHO Lenoe

e HenpepblBHOCTb — NNaHMpoBaHue GyayLuiero pocta n USMeHeHui

e  OTBETCTBEHHOCTb — 3TMKA U yNpaBreHne

Hawe camoe 6onbLuoe exerogHoe MeponpusatTue — aTo KOHepeHums:, rae CeMbU NauMeHToB C CUHOPOMOM
PURA wmoryt cobpatbcs, noggepxatb Apyr Apyra u nogenutbcst onbitoM. CeMbu Takke 3HaAKOMATCHA C
cooOLWeHnaMn MeauuMHCKUX uccregoBaTenen, kotopble pabotaioT Hag cuHgpom PURA. O6beanHeHue
YCUIMIN CEMEN N UccnegoBaTtenen Ha 3TOM MepPONPUATMM NOBbILLAET NOHMMaHMe NpobnemMsbl 1 paclumpsieT 6asy
3HaHW ONs AanbHENWMX NccneaoBaHnin. ATo, B CBOKO 0Yepeb, MOBbILWAET KAa4eCTBO XKM3HU NaUNEHTOB U NX
cemen.

NMocnaxue MNMpe3npeHTa

3apascTBynTE 1 O6PO NoXxanosaTb.

Mehs 30ByT [JommHuk Cnagadgope (Dominic Spadafore). A paboTtato npeangeHTom poHaa "Cungpom PURA".
Haw doHa npu3BaH oOkasbiBaTb MOMOLb B MogdepXke u ObyvyeHun nauueHToB M UX CEMEN, a Takke
nogaepXmeatb M npoapuratb mccrnegosaHus cuHgpoma PURA. Cnacmbo, 4to nocetunm Hac. Y doHaa
NosiBUNOCbL MHOIO HOBOWM MHdopMauun Anst nogaepXkm 6onbHbix cuHapomomM PURA 1 nx cemen, a Takke ans
paboTbl Bpayen-knMHMUMCTOB. Y hoHaa Takke eCcTb cTpaHuua Ha Facebook. MNMoxanyicta, npucoegmHanTech
K Ham, 4ToObl nonyyatb perynsipHble COOOLWEHNsT O HOBbIX COObITUAX M MNOCNEOHUX WCCrefoBaHUSIX.
Pernctpupyitecb 4epe3 Hawux npeacraBuTenen no CBA3AM C poauTenamu, 4Tobbl nonyyaTb Halim
perynsipHole OGHOBMEHMSA MO 3MIEKTPOHHOM MOoYTe, M 3axoouTe Ha Hawy cTpaHuuy Ha Facebook, 4ToGbl
nony4atb coobLieHnsa B 6norax n apyrne o6bABNEHUSA, KOTOPbIE MOTYT OKa3aTbCsa A4S BAC NOSIE3HbIMU.

Bbl MoxeTe obpalwlatbCca KO MHe Nno anekTpoHHon noyTe d.spadafore@pura-syndrome.org

Ceasatbca ¢ hoHAOM

Y hoHaa ecTb cBOEOOPa3HbIN poaANTENBbCKUIN KOMUTET, KOTOPbLIN OKa3biBaeT NOMOLLb M NOAOEPXKKY 60MbHbIM
cvuHgpomom PURA 1 unx cembam. YTobbl cBs3aTbCs C (POHAOM W/MNM YaCTHOM POOMTENBLCKON TPynmnow,
noxanyncra, HanuwmnTe 0gHOMY U3 UreHOB NpaBneHns No agpecam, ykasaHHbIM HUXKe.

CLA: Keppu XungpuHr (Kerry Hildring)
Bbl MOXeTe cBSA3aTbCs C Hel Mo 3nekTpoHHON noyTe K.hildring@pura-syndrome.org

EC v gpyrux ctpaHn: Cecunb BaH Xoeken (Ceciel van Hoeckel)
Bbl MOXeTe cBA3aTbLCA C HEW MO 3MEKTPOHHOM nouyTe c.vanhoeckel@pura-syndrome.org
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(Cecunb MOXeT NnepenncbiBaTbCA HA @aHMNIMMCKOM, FONMaHACKOM, HEMELIKOM, UTaNbsAHCKOM, UCNAHCKOM 1
dpaHLy3CKOM A3bIKax)

Npeums: Enena OaBbigoBa (EneHa moxeT nepenncbiBaTbCs HA rPEYECKOM U PYCCKOM A3bIKax)

Bbl MOXeTe CBA3aTbCs C Hel MO 3rekTpoHHON noyTe elena.davydova@helmholtz-muenchen.de
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MexayHapoaHasa ceTb Hay4YHbIX uccrniegosaHum cuHgpoma PURA

®oHg "CuHgpom PURA" nopoepxuBaeT MexOyHapOOHYK Hay4YHO-UCCnenoBaTernbCKyl CeTb
cuHgpoma PURA, rnobanbHyio ceTb MeOuUMHCKUMX uccnepoBatenen. MexayHapogHas HayvHo-
nccnepoBaTtenbcKkasi CeTb KOOPOUHUPYET nccnegoBanusa cuHapoma PURA, paspaboTky rnobanbHoro
peectpa nauveHtoB C cuHgpomom PURA u MexagyHapogHoro 6uobaHka PURA. YdyeHble,
nposogsime uccnegosaHuns cuHapoma PURA, nomoratoT cooHAy B 06y4eHUU nauneHToB, YeHOB NX
cemeun 1 Bpayen.

WcecnepoBaHnus, cBasaHHble ¢ cuHapomoM PURA, MOXHO pa3genntb Ha YeTbipe obnactu:

# KnuHnyeckun peHOTMN N nccnegoBaHns eCTECTBEHHOW NCTOPUN — KITMHUYECKNE UccnegoBaHus
ANs HAXOXXAEHUS TOYHOMo ONMcaHnAa paccTponcTea

# O®yHaameHTanbHble N PYHKUMOHaNbHbIE NCcnegoBaHus — PyHOaMeHTarbHble UCCeaoBaHus,
BKMOYasa ndyyeHne obpasa noBegeHus reHa

# TpaHcnsaunoHHble uccrnegoBaHUs — UCCregoBaHNA C UCMONb30BAHNEM XUBOTHbBIX U KNETOYHbIX
Moaenen

# «CkBO3HOE» MUccrnegoBaHue — paboTa ¢ 4pyrMMn yCrnoBUsSMU

UneHbl MexagyHapoOHOW Hay4yHO-UCCreAoBaTeNbCkoOM CeTU Takke nogaepXmBaroT (oHL Yepes
pasnu4yHble MeANLNHCKME KOMUTETBI, BKIOYas:

# KoHcynbTaTuBHbIM KOoMuTeT cybeuaun (Grant Advisory Committee)

# KoHcynbTaTuBHbIM KOMUTET No peecTpy (Registry Advisory Committee)

# KoHcynbTaTuBHbIM KOMUTET BrobaHka (Biobank Advisory Committee)

lexxgyHapogHas  HaydHO-uccriegoBaTesibCkasi CceTb  MNpoBOAUT  exerogHyw  MexagyHapoaHyto
oHdepeHuuto no cuHgpomy PURA. YUneHbl MexayHapoaHom ceTn Hay4vHbIX uccnegoBaHui 3abotarca
) TOM, 4TOOblI NpeacTtaBuUTb CBOWM HaydHO-UccnepoBaTenbckne paspabotkm no cuHapomy PURA.
lccnegoBaTenn He TOMBbKO OCYLLECTBNAT 0630p CyLLECTBYIOLNX UCCeaoBaTENbCKMX NMPOEKTOB, HO U
‘AenaT 60MblLoe BHUMAHWE NNaHNPOBAHMIO HOBbIX UCCeLOBaHNN.

CBasb ¢ MexgyHapogHoOM HayYHO-UccrneoBaTenbCKOM CeTbio OCYLLECTBMAETCHS 4Yepe3 Hay4vHOo-
nccrnepgosartesnbcku coseta ®oHga "Cungpom PURA". [Ina aToro Bbl MOXeTe cBsA3aTbca ¢ Manom
AHpepcoHoMm (Mel Anderson) no anekTpoHHOM nNoyTe m.anderson@pura-syndrome.org
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Yto Takoe "cuHgpom PURA"?

CuHgpom PURA — ato pegkoe reHetunyeckoe 3aboneBaHue. N'eH PURA pacnonoxeH Ha ONVHHOW PYKOATKE
Xpomocombl 5 (Ha nonoxenun 5q31.3) Cungpom PURA nposiBnaeTcs, korga oavH 13 asyx konui reHa PURA
dbyHKUMOHMPYET He nNpaBunbHO. CuHgpom PURA MOXeT BO3HMKHYTb U3-3a OLUMOKN B reHe 1nun oT noTepu 0gHOM
KOMumM reHa (unu oTCcyTCTBME BCEro reHa). 'eHbl NpeacTaBnsaoT cOO0M MHCTPYKUMK, KOTOPbIE UIPatOT BaXKHYHO
ponb Ans M3N4EeCcKoro U YMCTBEHHOro pa3suTtusa dYenoseka. Coctoat ns JHK n asnsioTca yacTtbio, Hapsiay ¢
GOMbLIMM KONMYECTBOM APYINX FEHOB, OPraHN30BaHHbIX CTPYKTYP, KOTOPbIE€ Ha3bIBaOTCA XPOMOCOMbI.

e PURA BbINOMHSIET HeECKonbkKo pasnuyHbix ponen. Kogumpyet 6enok, nyp-anbda (pur-alpha), koTopbin
BXOOUT B COCTaB BCeX TkaHeW, B TOM 4Yucne Mosra, Mbilly, cepgua u Kposu. benok urpaet MHOro ponen B
YerioBeYeCcKon KrneTke, B TOM YMcne perynartopHbiX yHKUMA konmpoBaHua OHK, TpaHckpunumm 1 TpaHcnaumm
MRNA, n nmeet ocoboe 3HayeHne B pa3BuTum Mo3ara. o aton npmumnHe npobnemsl ¢ reHom PURA npuBoasT K
paccTponcTBaM pa3BUTUS HEPBHOM CUCTEMBI.

JononHuTteneHyo HdoOpMaUnio ANg Bpaden-kKIMHULMCTOB MOXHO HanuTu B peleH3uun o reHsl PURA: "PURA-
Related Neurodevelopmental Disorders" https://www.ncbi.nlm.nih.gov/books/NBK426063/

OudhdepeHumanbHas gMarHocTuKa
PaccTponcTtea ¢ aHanorm4yHbIMy XxapakTepucTuKamMm:

e CuHgpom ueHTpanbHoun runoseHTunaumm (Central Hypoventilation syndrome) [OMIM209880]
CnuHanbHaga MblweyHasa atpodumsa (Spinal Muscular Atrophy) [OMIM253300]
MuoToHuyeckasa auctpodusa (Myotonic Dystrophy) [OMIM160900]

CwuHgpom Mpagepa Bunnu (Prader Willi syndrome) [OMIM176270]
CwuHpgpom AHrenbmaHa (Angelman syndrome) [OMIM105830]
CuHgpom Petta (Rett syndrome) [OMIM312750]

CwuHgpom lMutTta-XonkunHca (Pitt-Hopkins syndrome) [OMIM610954]
MeTabonuyeckme HapyLleHus

Haunbonee pacnpoctpaHeHHble ocobeHHocTn cuHapoma PURA
Bce nauuweHTbl ¢ cuHgpomoMm PURA, BbiIBNEHHbIE HA CErOOHAWHUN OeHb, UMEIOT Kak MUHUMYM YMEPEHHYIO
NN TSXKENYK CTeneHb HapyleHus oby4yaeMoCTu U 3afepXku passutus. [pyrvme TMNUYHbIE XapaKTepucTukn
BKNiOYaloT B cebs:
e 3nunencuun n aHoMarbHble OBWKEHUS, KOTOpPblE HANOMUHAKOT 3MUNencuto
MNOTOHNS (HU3KMI MbILLEYHbIN TOHYC)
TpyaHOCTM KOpMIeHNs
MNpobnemsbl ¢ AblxaHWeM, B TOM Yncre o6CTPYKTUBHOIO U LEHTParbHOro anHoa (anHo3 — OCTaHOBKa
AblXaHNS BO BPEMS CHa)
'MnepcoMHus (Ype3mepHas COHIMBOCTb)
3anop
AHoManbHoe 3peHune
TemnepaTtypHas HecTabunbHOCTb
Upe3mepHas ukoTa
OpToneauyeckune npobnemsbl, BKNOYas Aucnnasmio TasobegpeHHoro cyctaBa U CKonmo3
OHOOKPVHHbIE HapyLleHus, Takme kak aedununt ButammuHa D
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CKonbkKo nogen UMerT 3TO pacCTPOUCTBO?
CwuHgpom PURA — aTo pegkoe HapyLueHue, KoTopoe 6bino 3adouKCnpoBaHo
BrnepBble B MeanumnHckon nutepatype B 2014 rogy. Ha cerogHAWHWMIA AeHb
C 3T1m 3aboneBaHneM 3apermcTpmpoBaHo YyTb 6onee 250 yenosek, Kak
B3pOCHbIX, Tak U AeTen. TeM He MeHee, C yBennyeHneM NCnosib30BaHNs
HOBEMLLMX TEXHOSIOMMIN "CEKBEHCUPOBAHNSA reHOB", 0XXMOaeTcsl, YTO B
TeyeHve cneayoLmMx HECKONbKNX NET eLe MHOro ngen byayT
ANarHocTMpOoBaHbl C 3TUM 3ab0neBaHNEM.

NMouyemy 3To npoucxoauTt?

Mpun 3a4aTum geTen reHeTUYeCcKnin maTepman ux poautenen
KOnupyeTcs B SILEKNETKe U cnepme, KOTopble CO34atT HOBOrO
pebeHka. MeTog ©61MOMNOrM4eckoro KONMPOBaHMS He UaeaneH, N NHoraa
crnyvariHble, peakue naMeHeHus Npomcxoaar Bnepsble. [1oaTomy,
noao6Hble MyTaumm He MoryT BbITb HaAeHbl y paguTenen pebéHka.
MouTn BO BCEX CEMbSIX, O KOTOPbIX Mbl 3HAaEM [0 CUX MOP, U3BMEHEHNE
[OHK B PURA npowu3sowwuno "n3 HMoTkyga" takum o6pasom (370 TO, 4YTO
reHeTVKN Ha3blBalT de Novo MyTauusamn).

MoxxeT N1 3TO CNy4YnuTbCA CHOBA?

Mpwn ycrnoBum, YTO HN Y OAHOTO M3 poauTene He 0GHapPYXXEeHO Takoro xe nameHeHnss PURA, kak y ux pebeHka,
LIAHC MMEeTb Apyroro peGeHka C TakMM e FeHeTUYECKUM W3MEHEHMEeM CUMTaeTCs Ype3BblYaHO HU3KUM.
3AMnupurYeckn 3ToT puck cumtaeTcs MeHee 1%. MNprymHa, No KOTOPOW CyLLeCTBYET HEKOTOPLIN OCTaTOUHbI PUCK
peunavea, cBsi3aHa c pefkMM SiBNIeHNEM, HasbiBaeMbIM "roHagHbIM MO3anLum3Mom”. 3To cuTyauust, Ipu KOTOPOW
poauTeNb HeceT FEeHEeTUYECKOe W3MEHEHWE, HO OHO OrpaHUYeHO HeBomnbLIMM KracTepoM AWLEKNETOK MU
cnepmaTto3ouaoB. Takum obpas3om, reHeTu4eckoe n3aMeHeHne He Byaet obHapyKeHo Npu aHanM3e KpoBU 3TOro
poauTens. Ons nony4yeHusi KOHKPETHOrO COBETa O BEPOSITHOCTM TOro, YTO 3TO MPOM30MAET CHOBa, GblNo Obl
pa3yMHO NOroBOPUTL C KMMHUYECKUM FEHETUKOM UM FreHETUYECKUM KOHCYbTaHTOM.

Pa3Butue

du3uyeckoe pazsumue
,D,eTI/I C CMHOPOMOM PURA, KaK npasuno, poxanarnTcAa C HOpMalribHbiIM BECOM U paCTyT HOPMarlibHO.

HeuxxeHue (0ocHOBHas1 u MesiIKasi MOMOPUKa)

Bce OETU UMEeKT 3alEePXKKy pa3BUTUA B MOTOPUKE U OONbLUNHCTBO He MOTYT XOAUTb CaMOCTOATEITIbHO. Te, KOMY
yaaeTca XoAnTb CaMOCTOATESbHO, KaK NpaBnIio, UMEKT HeyCTOI7I‘-II/IByP0, LLIMPOKYHO NMOXOAOKY. MHorne nvetot
NMOXyH MEJKYyt0O MOTOPUKY.

Pe4b

Mopasnstowee 6onbWMHCTBO Ntogen ¢ cuHgpomom PURA He pa3BrBatoT OCMbICIIEHHYIO peyb. Te Xe, KoMy
yOaeTcs pasBuBaThb peyb, MOryT MPOU3HOCUTL OTAENbHbIE CIOBA, KOPOTKME hbpasbl U peKO OCHOBHbLIE
npeanoxexus. Pogutenn coobwmnm o XopoLwwmnx A3blIKOBbIX HaBblKax (MOHMMaHWE Pa3roBOPHOrO SA3bIKa) y
HeBepbanbHbIX aeten ¢ cuHapomom PURA. YcTporicTtBa ons obecnevyeHns n noowpeHns BbipasnTeibHOM
KOMMYHUKaLUWUK, Takne Kak yCTPONCTBA CBA3WN C CEHCOPHbIM 3KPaHOM Ha OCHOBE CUMBOIIOB U reM3TPEKNHT
nNpnbopbl, MOryT GbITb NOMNE3HbI AN HEKOTOPbIX AETEMN.
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O6y4eHue
Bce 04N, KOTOPbIX Mbl 3HaeM, UMET YMEePEHHYH U FJ'Iy60KyP0 MHBAINMMAQHOCTDb B 06y‘-IeHI/II/I N HYXOaKTCA B
CI'IeLI,I/IaJ'II/I3I/IpOBaHHOI7I nogaepixke B 06y‘-IeHI/II/I.

lNoeedeHue
Jliogn ¢ cungpomom PURA 06b14HO BeayT cebs B COOTBETCTBUM CO CTEMEHBIO 3a4EPXKK/ B Pa3BUTUN.

MeauumuHcKne npoodnembl

Hu3kuu MblweYHbIU MOHYyC

HW3kuiA MblLeYHbIA TOHYC (TMNOTOHUS) Hanbonee o4YeBUAEH Y HOBOPOXAEHHBIX N MOXET COXPaHATLCS B
TeyeHue BCEro A4eTCTBa 1 B3POCIION XM3HU. DTO B CBOK 0Yepeb CrocobCTBYET TPYAHOCTSIM C NUTaHUEM,
npobnemam ¢ AblxaHNeM 1 3afep>KkaM B JOCTVXKEHUN ABUraTENbHbIX 3TamMoB.

TpyOHocmu KopMsieHuUsi

TpyaHOCTU KOPpMIEHNS XapaKTepHbl Ang HOBoOpoXaeHHbIX. MHorve getn ¢ cuHgpomom PURA B KOHEYHOM
cyeTe HyXOarTcHa BO BpEMEHHOM KOPMIIEHUKN Yepes HasoracTpanbHbI 30H4. HekoTopbIM OeTaM MOXeT
notpeboBaTbCA KOPMIMEHME Yepes racTpoCTOMY M3-3a NPo6em ¢ rmoTaHnem. Y MHOrMxX Aeten TpygHoCTu ©
nUTaHMeM MOTyT COXPaHATbCA. YpeamepHoe criioHoTeYeHne HabngaeTcs y MHOMMX NauneHToB, Kak n
TSDKENbIA 3anop, Npu KOTOpoM TpebyeTcs npuem cnabutenbHbIX.

lMpo6nemsbi ¢ ObixaHUEM

[bixaTenbHble NpobremMbl ABNAOTCS 00WwmMMn anst 6onblmnHcTBa AeTten ¢ cungpomom PURA, n o6bIMHO
NpoSIBAOTCA B HEOHaTanbHOM nepuoge. OHM MOryT BKIHOYATb LEHTpanbHOE anHoa (Mpy KOTOPOM MO3r He
KOHTPONUpPYeT AbIXaHne A0MKHbIM 06pa3om) n 06CTPYKTMBHOE anHO3 CHa (Mpu KOTOPOM BEPXHME
AblXaTenbHble NyTK GNOKMPYIOTCA N3-3a HU3KOrO MbILLEYHOrO TOHYCa BO BpeMsi cHa). 3-3a aToro MHorne aetm
NpoxoaAaT uccregoBaHme AblXaHna BO BPEMsi HOYHOMO cHa. HekoTopbim geTam TpebyeTca TpaxeocToMus
(oTKpbITME B LLEE, B KOTOPOE NOMeLLaeTcs Tpyba ans obnerdeHns gbixaHus).

Anunencuu u aHoManbHbIe O8UXXEHUSI, KOMOPbIe HarroOMUHarOmM 3nuserncuro

MouTtun BCe getn ¢ cuHapomom PURA MMeoT NpUCTynbl anunencum Nnu anusoabl, KotTopble BbIrnagaT,
Kak NpUCTYMbl 3NUMENCUn, KOTopble 3acCyXUBaloT JaNbHENLLEro n3y4eHnsa Ha pasHbIX aTanax
paHHero getcTea. PasnuyHble Buabl anunencun moryt HabnogaTtbcs, HO Hanbonee
pacnpocTpaHeHHbIMWN Cry4asMu SBMSAIOTCS MbllEYHble cna3mbl U 0606LLEHHbIE TOHUKO-KITOHUYEeCKne
npunagku. B HEKOTOPbIX cryvasix ¢ 3TMMK Npunagkamu GbiBaeT Ype3Bbl4anHO TPYAHO CPaBUTLCS C
NMOMOLLbIO CTaHO4APTHbIX NPOTUBO3NUMENTUYECKNX NpenapaToB. He CyaopoXHble OBUMXEHUA MOTYT
COMpoBOXAaTbCA OUCTOHMEN (Cna3MamMu MbiLlL) U AUCKUHE3NEN (HENPON3BOSbHBIMU OBUXKEHUAMMN).

na3sa u 3peHue

Y 6onbHbIX HabnogaeTca 6onbLLOK Anana3oH Npobnem ¢ rnasamm u co 3peHneM. OHK BKOYAKOT, cpeau
npoyero, 6nNM3opyKkoCTb, KOCOrna3sne n aHoMarsnbHble ABWKEHWNA rna3. BonbUMHCTBO AeTen UMEKT Kakne-To
npobnembl CO 3peHnem.

TemnepamypHasi HecmabusibHOCMb
HaGmonaeTcsq HecTabunbHOCTb TemMnepartypbl (I'IOHI/I)KeHHaﬂ TeMHepaTypa), 0cobeHHO B HeoHaTanbHbIN
nepvog.
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T'oOpMOHBI U CHUXeHUe MIOMHOCMU KOCMHOU MKaHU

Habnopatotcs pasHoobpasHble 3HAOKPUHHBIE NPobnembl. CHUXKEHME NITOTHOCTU KOCTHOW TKaHW (OCTeonopo3s)
HabntogaeTcsa y 60nbLIOro konmyecTsa NnaumeHToB. [locTaTouHO YacTo HabngarTca Npobnemsbl €
noggepXaHneM HopMarsbHOrO YPOBHA BUTamMuHa D, KOTOPbIN BaXkeH Ans perynnpoBaHUs NAOTHOCTA KOCTHON
TKaHW. N3BECTHbI criydyan nposiBneHns npobnem ¢ ropMoHamu LWNTOBUOHOW XKenesbl U KOPTU30NoM.
"opMoHarnbHble Npobnembl B NOAPOCTKOBOM BO3pacTe HY>KAAKTCS B AalNbHENLIEM NCCreL0BaHUN.

CmpykmypHbIe aHomManuu
XoT4 COOGUJ,eHI/IFI O HUX NOCTyNnarT HEe4YacTo, MMEKTCA Clily4an NOPOKOB pa3BUTUA MOYenornoBou (MO‘-IeBbIX n
NMONoBbIX OpraHOB), cepp,el-lH0|7| 1 ckeneTHon cuctem. B HEKOTOpPbIX Clly4danXx HaGJ‘IPOD,aJ'II/ICb KaMHWM B NMO4YKax.

AHoOMasnuu pazsumusi 20/108H020 MO32a

Y HEKOTOPbIX aeten Ha6J'II'0D,a|'0TCF-| HeobbIYHbIE nposasfeHna B BU3yannsaunmn mMoadra. 970 MOXeT NPOABNATLCA
B 3aepxke MnerinHn3aumn, Kotopad ABrdeTcd crieactBnMemM 3agep>Xkm HopmMasribHOro (*)OpMI/IpOBaHI/IFl 6enoro
BellecTtBa B royloBHOM U CIMMIMHHOM MO3re.

Yro Takoe “cuHapom HepocTtaTKka 5q31.3, Bknroyaa PURA” u Kak oH
cooTtHocuTtcs ¢ cuHapomom PURA?

HekoTopble npobnembl MOryT BO3HMKaTb Npu Aeneumn 3HadmtenbHon yactu [HK n3 ogHom xpomocomebl. Takve
aeneumn MoryT noBpeauTb CMeXHble reHbl. Tako XpOMOCOMHON Aeneunein, Kotopas MoXeT yaannTe OaHy
konuio reHa PURA BmecTe ¢ gpyrumu coceHUMU reHamu, asnseTca otcyTetane 5q31.3. Mo aTon npuumntHe,
cvHapom geneumn 5931.3 nmeet obwme vepThl ¢ cnHapomom PURA.

Ha cerogHAWHWN OeHb B MeOULVHCKOW nuTepaType Obinm onmcaHbl MICTOPMM BOCbMU MALMEHTOB, Y KOTOPbIX
Habnoganca HegocTaTok 5q31.3. Bce OHM MMEKT OYEHb NMOXOXME KITMHMYECKME 0COOEHHOCTHN, HO HX OOMH He
nMeeT MOEHTUYHOM XPOMOCOMHON aeneunn. Boobule roBops, aeTn ¢ geneuun 5931.3 uMetoT Te xe
npobnewmsl, 4To 1 npun cuHgpome PURA. Tem He meHee, y geten ¢ geneuunn 5q31.3, kak npasuno,
HabnogaTcs bonee cepbesHble nocneacTausi. OQHMM U3 BO3MOXHbLIX OO bSICHEHWIA 3TOFO MOXET ObITb TO, YTO
Apyrne cocegHue reHbl, KOTopble BKNOYaTCA B OTCYTCTBME 5q31.3 Takke BHOCAT CBOM BKNaj B pa3BuTue
npouecca. OgHUM 13 reHoB, KOTOPbI 0ObIYHO BXOAUT B 3Ty AeNeuunio 1 NpeanosioXUTENbHO UrpaeT BaXkHYHO
ponb, siensietcss NRG2.
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W BK/toyatowmit reH PURA

PekomeHpauum no opraHniauuun ne4vyeHuA

JleyeHve cuHgpoma PURA HanpaBrieHo Ha COOTBETCTBYIOLLME CUMMTOMbI, KOTOPbIE MHOUBUAYAMNbHbI B
Kaxkgom crniyyae. JleyeHne notpebyeT CKOOPAMHMPOBAHHbBIX YCUUIA MHOroNpodunbHOM KOMaHabl, B ngeane c
npusnevYeHnem HeBpornora, reHeTUka, negmaTtpa, pecnMpaTopHoOro Bpaya, opransmoriora u optoneaa.
Onunencuen, NpucyTcTByoLLEN B 6ornee YeM nonosmHe cnyvaes cuHgpoma PURA, MoxeT 6bITb O4eHb
TpyaHo acpdekTUBHO ynpaBnATb. B TO BpeM4a kak HEKOTOpPbIE M0AN XOPOLLO pearupytoT Ha KOHKpeTHbIe
NPOTMBO3ANUNENTMUYECKNE NpenapaThbl, pedpaKkTepHble (NEKAaPCTBEHHO YCTOMYMBBIE) NPUNAaKM ABNAOTCS
o6wumu. MoaTomy HeobxoauMbI AanbHENLWME UCCNESOBaHMSA NPUYNH NPUNAAKOB 1 yNpaBneHnsa NMu.

lMpu QuazHoCcmuke
¢ OueHka passuTtus
YnpaBrneHue KopMIeHNEM U OLEHKA 3arnopoB, NPy He00XoaUMOCTH
[bixaTenbHble nccnegoBaHud, Npyu Heob6XxoaMMOCTU
O3l (n3mepeHne aNekTpUYeCcKon akTMBHOCTM MO3ra) Npu NoA03PEHNN Ha Cyaoporu
Busyanusauusa mosra ¢ nomolusto MPT, ecnu ykasaHo
MpoBepka 3peHns
Y3W cepgua 1 novek Hy>KHO Ans Toro, YToObl UCKMIOYNTL CTPYKTYPHbIE HapyLUEHNS
AHanus ypoBHs ButamuHa D
OueHKa NNOTHOCTN KOCTHOWM TKaHW MpY Hann4mMm KOHKPETHbIX Npobnem

lMocne duaezHocmuku

e [lonrocpoyHoe nocrneaywowme HabnogeHne neguaTpom

e  MOHUTOPUHT 3anopoB

e MOHUTOPUHI KOCTHO-MbILLIEYHbIX OCMOXHEHWI, BKNOYas Ancnnasuno TazobeapeHHOro cycrasa
N CKONnMo3

WccnepoBaHue cHa npu No4oO3peHNN Ha anHod

Moopepxka peyn u a3blka

dusnoTtepanuna n Tpygotepanmsi no Mmepe HeobxoanmocTu

MoryT 6bITb pekoMeHA0BaHbI perynsapHble NPOBEPKM 3pEHUSA

O3l (M3mepeHne aneKTpMYeCcKo akTUBHOCTU MO3ra) Npu Nog03peHUN Ha Cyaoporu

®oHa "Cunagpom PURA" n MexxayHapoaHasa Hay4YyHoO-UuccneaoBartenbcKas
cetb cniapoma PURA. UoHb 2018 www.purasydnrome.org




