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HYTO noApasymMeBAeTCS NMOA XEAYAOYHO-KULLIEYHbIMMU pGCCTpOﬁCTBGMM?

TpI/I HauboJiee pacCIIpoCTpaHE€HHbIE KEJIIYJOUYHO-KUIIICYHbIE HpO6JI€MI)I, 3aTparuBaronue
JA€BOYEK U XKEHIIWH C CHHAPDOMOM Perra: 3aI11op, pe(l)JIIOKCHaH 60J1e3Hb IIUIeBoaa ujin
JKEIJIIyJOYHO-KHUIIIEYHasA pe(l)JIIOKCHaH 00JIe3Hb U B3AyTHE XKUBOTA.

3anop BO3HUKAET IIPU CYXOM, TBEPJIOM U TPYIHOIIPOXOAUMOM CTyJie. 3arop MOKeT BbI3BaTh
3HAYUTEJIbHBIN TUCKOMMOPT U 60J1b. Pedirioke BO3HUKAET, KOT/Ia MBIIIIIBI B HUKHEN YacTH
IIHIIEeBO/IA IIJIOX0 3aKPBIBAIOTCA IOCJIEe TOTO, KaK MUINA [ToIaja B XKeJIyZoK. B pesysbrare
COJIEP?KUMOE KEeJTy/IKa MOXKET MMPOUTH 0OPATHO BHYTPH MUIIEBO/IA, YTO MOXKET OBITH
00JIE3HEHHBIM, a B SKCTPEMAJIBHBIX CIIyYasiX U MOBPEAUTH CIM3UCTYIO MuIeBoAa. Kuciora
MO2KET TaK’Ke ITOCTYIaTh 0OPaTHO B MHIIEBO/I, ECJIH JKEJIY/I0K HE OTIOPOXKHAETCSA JOJIKHBIM
o0pa3oM. ITO Ha3bIBAETCS 3aI03/aIbIM OIIOPOXKHEHNEM JKeJIy/IKka. B3ayTue )KkuBoTa 3T0 OTeK
JKHBOTA, COITPOBOK/IAIOIINICS OIIYIIIEHHEM CTeCHEHHOCTH, TIOJIHOTHI, IncKoMdopTa 1 60711,

Mo4yeMy nNpu cUHAPOME PeTTa BO3HUKAIOT XXEAYAOYHO-KULLEYHbIE PACCTPONUCTBA?

[TockospKy nuieBapuTeIbHadA cUcTeEMA (PYHKIITMOHUPYeET HApALYy ¢ IPYTUMU CUCTEMAaMU
OopraHusma (HepBHaH, KPOBEHOCHAasA, MBIIIIEYHO-CKEJIETHAA, AbIXaTe/IbHAA U SHAOKPHUHHAA
CHCTEMBI), HapyIlIeH!s B paboTe JIF000H U3 3TUX CHCTEM MOTYT MOBJIUATH Ha 3/I0POBYIO paboOTy
HI/IIJ_IeBapI/ITe)II)HOI‘/JI CHUCTEMBI.

e CHmXeHUe NEPUCTATBTUKU KUIIIEYHUKA, (PU3UUECKON aKTUBHOCTU U HEKOTOPbIE
nobouHbIe 3G @EKTHI, BHI3BAHHBIE PA3INIHBIMU JIEKAPCTBEHHBIMU ITPENapaTaMu, MOTYT
BBI3BATh 3aII0PHI ¥ JIt0Jlel ¢ cuHApoMoM Perra.

e Pediokc MOXeT BCTpeUaThCs y JIUI] ¢ OTPAHUYEHHOH HOJIBUKHOCTBIO U/ WIN CKOJILO30M.

e TeHJleHIIUA K TUIIEPBEHTWIALINY, YIeP>KaHUIO IbIXaHUA U IPOIJIaTBIBAHUIO BO3/yXa
MOKET MPUBECTH K B3/IyTUIO KUBOTA.

BoJsib, TpeBoTa 1 BOSTHEHHE MOTYT yCYTYOUTH STH MIPOOJIEMBI B YCHJINTD IUCKOM(POPT. ITO MOKET
MIOCTABUTH IO/ yTPO3Y 3/I0POBOE MOTPEDIEHNE TUIIA U OTPAHUYIUTD IOCTYTVIEHUE TTUTATEIBHBIX
BEIIlECTB, UTO MPUBEJIET K CJIaboMy pocTy U Gpu3nIecKOMY (PYHKIIMOHHPOBAHUIO OPTaHU3Ma.

HAackoAbkO pacnpoCTPAHEHbI XXEAYAOYHO-KULLIEYHbIE PACCTPOUCTBA NpU
cuHapome Petta?

BosipmmHCTBO J10/1ei ¢ cuHApoMoM PeTTa cTpasaloT OT OAHOM WM HECKOJIBKUX ITPObJIeM ¢
JKEeJTyZIOYHO-KHUIIIEUHBIM TPAKTOM. 3aIop 3aTparuBaeT okoso 80% ofel ¢ cuaapomoM Petra,
OKO0JI0 40% - C peIIOKCOM U OKOJIO 40% - ¢ B3AyTHEM KHUBOTA.

Kak cemMbu MOTyT CpPABASITBCA C 3TUM AOMA?

ITpocThIx U3MeHEeHUH B palliOHe U CTPATETnH MUTAHUA MOXKET ObITh I0OCTATOYHO /IS
93¢ deKTUBHOTO JiedeHUs pedIirokcea, 3a10pOB U B3/IyTUA )KUBOTA.

s mpegorBpamienus pedotokca: Heooxoaumoro adderTa MOKHO T00UTHCS, UCKIIOUHB U3
paIoHa IPOAyKThI, KOTOPbIE MOTYT BbI3BaTh pedIioKc (HallpuMep, IIUTPYCOBHIE, IITOKOJIA/T,
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KOCI)eI/IHOBbIe HaIIUTKH, Ta3HPOBAHHbIE HaHI/ITKI/I). CeMmbH AOJI2KHBI YCTPAHATDH IIOJO3PUTEJIbHBIE
NUIIEeBble IPOAYKTHI OAVH 34 APYTHUM U CJIeIUTh 32 yJIydlleHneM cutyanuu. bosee yacreie
IIpHUEeMbI MEHbIIETO KOJIMYECTBA ITHUIIHU MOT'YT YBEJIMYUTD CKOPOCTD IMHIIIeBaAPDEHUA U
MIPEOTBPATUTh OOPATHBIN ITOTOK JKETYI0YHON KUC/IOTHI. EJja ¢ MUIIEeBBIMU 3aTyCTUTEISIMH
(TocJte KOHCYJIBTAIIUU C BpPAYOM HJTH JTUETOJIOTOM ) MOKET OKazaThcs apdekTuBHOM. [To3a BO
BpeMs e/Ibl TaKKe BakHa. [IpsiMoe moJiokeHne 00ecrieunBaeT OTCYTCTBHE CIIa3MOB B OpraHax
MIUAIIEeBapEHUS U TPABUJIbHOE JIBUKEHHE ITUIIH, JKUAKOCTEN U MMUIIEBAPUTETHHBIX COKOB IO/
JIECTBHEM CHJIBI TsKECTH. Ecin HeoO6X0uMO KOpMJIEHHE JiesKa, POACTBEHHUKAM CJIEyeT
MMOTHUMATh U3T0JIOBbEe KpoBaTH. HakoHell, 06CTaHOBKA JIOJI?KHA CITIOCOOCTBOBATH IOJIyUYEHHIO
IIOJIOZKUTEJIBHOT'O OIIbITA ITUTAHUA. CTpecc MOXKET IIOMEIIaTb HOPpMa/JIbHOMY ITHIII€BAPUTE/IbHOMY
IIpOIIeCCy, IIO3TOMY CO3/IaHUE YCIIOKANBAIOIIEH 1 MPUSATHOU 00CTAHOBKH MOJKET OBITh
II0JIE3HBIM.

s neuenus 3anopoB: Kieruatka, )KUAKOCTH, (pU3HMUecKasi aKTUBHOCTh U PEIKUM - BCE 3TO
CEMBSIM Ba)KHO 00ecIeunTh. PeKoMeH/TyeMas HOpMa IUIIEBBIX BOJIOKOH COCTaBJISET ~14-25 T B
JIeHb, B 3aBUCUMOCTH OT Bo3pacTa. IIpOAYKThI ¢ BLICOKMM COJIep;KaHNEM KJIeTUYaTKH (Hampumep,
1IeJIbHO3EPHOBBIE 3JIaKU U XJ1e0, OBOIIH, 0000BbIE, GPYKTHI U CYXODPYKTHI) OKa3bIBAIOT
€CTeCTBEHHOE CJ1abUTEeIbHOE JIEHCTBYE U I0JI?KHBI OBITh BKJIFOUEHBI B PAllIOH IMUTAHUS.
[ToanepskaHue JOCTATOYHOTO KOJTMYECTBA JKUAKOCTH OUYEHb BaKHO. B cirydasix yacTou
TUIIEPBEHTUISIIUH WU CJIIOHOTEUEHUsI, a TAaK)Ke IPH IpHeMe CJIaOUTeTbHBIX CPEJICTB,
oTpebJIeHNE JKUAKOCTH JIOJI’KHO OBITH BBIIIIE, YTOOBI KOMIIEHCHPOBATh €€ ITOTEPH.
[Toanep:xaHrie MOOMJIBHOCTH U yUaCTHe B HEKOTOPBIX PETYJISIPHBIX (PU3UUECKUX YIIPAKHEHUIX
MOZKEeT 00JIETYUTH CHUMIITOMBI 3a1I0poB. HakoHell, pery/sspHoe M0JIb30BaHUE TyaJIETOM
IT03BOJISIET YCTAHOBUTH OMOJIOTHYECKHE Yachl OpraHU3Ma JIUIsl yAaJIeHUs OTX0/10B. JIyuliiee BpemMst
JUIS TIOCEITEHHs TyasIeTa - B TeUeHre 30 MUHYT I0CJIe OKOHYaHUs IpHUeMa ITUIIHI, Koraa
(ekanuu craHoBATCs O0JI€e TOABMKHBIMHU B OTBET Ha PACTSKEHUE JKETYA0IHO-KUIIIETHBIX
MBI, [i3MeHeH s B 00pase KU3HHU JIUIs1 00PHOBI C 3aIIOPOM TaKKe MOTYT O0JIETUUTD B3/TyTHE
JKHUBOTA.

CyLLLEeCTBYIOT AU YCTAHOBAEHHbIE BAPUAHTbI A€4eHUA/NPOPUAAKTUKN?

HawnMmeHee nHBa3WBHBIN BapUaAHT BCET/a PACCMAaTPUBAETCS B KAUECTBE MIEPBOTO BapHUaHTa
JeHCTBUH.

CUMITOMBI 3aII0POB BKJIIOUAIOT, 10 KpallHEN Mepe, 2 U3 CeAYIOINUX CUMITOMOB: AedopManus
He MeHee 25% UCIpaKHEeHNM, KOMKOBATBIN WJIN TBEPABIU CTYJI He MeHee 25% UCIPaKHEeHUH,
OILIYII[eHVEe HEeOJTHOM 3BaKyallul He MeHee 25% UCIIpaKHEHUH, OlyIleHne
HeNpoX0oAUMOCTH/GJIOKUPOBKYU 110 MeHbIIIel Mepe 25% UCIpa’kHEHUH, pyYyHble MaHeBPHI /I
obJierueHUs1 He MeHee 25% UCIPaKHEHUH U/ Wi MeHee Tpex fedeKaruii B HeZIEI0.

EcTh MHOTO CHUMIITOMOB, KOTOPbIe MOT'YT YKa3bIBaTh Ha peduitokc. K HUM MOTYT OTHOCUTBCA:
IIOTepsI Beca, HECMOTPsI Ha MO/JIePKAHKE XOPOIIIETO aleTHTa (eCIi COTPOBOKAAETCS APYTUMHI
CHUMIITOMaMU), KUCJIO€ IbIXaHHe, OTPhIKKA, PETY/IAPHAsS PBOTA, OTKA3 OT MUIIH WU IOBTOPHOE
’KEBAHUE C HEJKeJIAHNEM IJI0TaTh (JKBAUKa), KaIleshb I0C/Ie KOPMJIEHH S, IUIOXO0€e 00I1iee
COCTOSTHHIE JIbIXaTeJIbHOHN CUCTEMBI, IIPOOJIEMBI TTOBEAEHUS BO BPEMS WJIH Cpa3y MOCJIE eIbl,
3po3us 3y0oB. JlMar1o3 3aBUCHUT OT O0OIIEeH KAPTUHBI 3TUX CHMIITOMOB.

CuMITOMBI B3/[yTHS JKUBOTA BKJIIOYAIOT: OOJIU B ’KUBOTE, CBI3aHHBIE C PACTS?KEHHUEM B
OpronrHO# noJtocTH. MoxkeT moTpeboBaThes GU3NKATBLHBIM OCMOTP JKUBOTA M HAOJTIOZIEHYE 3a
PEKMMOM JIBIXaHUA JIJIS OTpefie/IeHNs TOTO, ABJIAI0TCA JIU YAepKaHUe JbIXaHUs WIN TJIOTaHue
BO3/yXa (haKTOpaMH, CITIOCOOCTBYIOIITUMH B3Iy THIO.

MoryT noTpeboBaThCSA AOTIOTHUTETbHbIE AHAIU3bI IS TOATBEPIKAEHUS IMarHO3a pedJIioKca,
BKJIIOUasi pH-MOHUTOPUHT WIN SHAOCKOIIUIO BepXHEN YaCTH KeJIyI0YHO-KUIIIEYHOT'O TPAKTA.
J1151 BBIAIBJIEHUS 3aII0POB MOXKET NMOTPEOOBATHCA JIOMOJTHUTEIbHBIN MOHUTOPUHT KUIIIEUHUKA U
PEHTTeHOBCKIE CHUMKU OPIOIIHOM ITOJIOCTH.
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KakoBbl BAPUAHTbI KAMUHUYECKOro AeYeHua?

HexoTtopsie mpobJieMBbI ¢ MUIIeBapeHNEeM MOKHO JIETKO YCTPAHHUTD C IIOMOIIBIO U3MEHEHU S
paroHa MUTaHUA, TO3UIIMOHUPOBAHUS WJIH YCJIOBUN KOPMJIeHUs. Eciii mpocThie CTpaTeruu He
paboTarT, To ¢hapMaIreBTHYECKOE JIeUeHe MOKET IIOMOYb. MeUITMHCKasl OlleHKa HeoOXoamma
JUISI TOTO, YTOOBI OIIPEJIETUTD, TOKA3aHbI JIM OHH.

[Ipu HasimuuM 3amopa npenaparsl ¢ BBICOKUM COZlep>KaHUeM KJIeTYaTKH, TAKHe KaK MOPOIIOK
mo/IopokHuKa U Benefibre, npu ycsioBun 70cTaTOYHOTO MIpHUEMa JKUAKOCTU, YBETUIUBAIOT
OCHOBHYIO YacTh cTysa. OcMoTHUYecKye ciabuTeIbHbIE CPE/ICTBA, TAKKE KAK JIAKTYJI03a, IOKY3aT
WJTY TIOJIUSTUIEHTJIUKOJIb, MOTYT OBITh UCIOJIb30BAHBI 111 60JIee MATKOTO U JIETKOTO
IPOXOXKAeHUA cTys1a. CMa304YHbIe c1abUTeIbHBIE CPE/ICTBA HA MaC/IAHON OCHOBE ITOKPHIBAIOT
CTYJI 11 06JieryeHus TpoxoxkAeHus. CynImo3uTOpUN MOTYT OBITh IOJIE3HBI. [[J1 60J1ee TaKebIX
3aI0pOB MOXKHO HCIIOJIb30BaTh KJIU3MY /IS IPOMBIBAHUA IIPAMOMN KUIIIKU U TOJICTON KUIIIKH,
BbI3bIBasi CUJIbHBIE COKPAIlleH!s MBIIIIII.

Jns pedriokca CyIecTBYIOT IBE OCHOBHBIE KAaTErOPHUH JeKapcTB. JlekapcTBa epBoi KaTeropun
CHIDKAIOT KOJTMYECTBO KUCJIOTHI, BRIpAOAThIBAEMOU KeTYAKOM. K HUM OTHOCSTCS MHTHOUTOPBI
IIPOTOHHOU MoMIBI 1 6s10KaTopsl H2 mmn antaronuctel H2-penentopos. IIpenaparst BTopoi
KaTETOPHUH YBEJIMYUBAIOT YACTOTY WJIN CHJIY MBIIIEUHBIX COKPAIIEHUH MTUIIEBAPUTETHHOMN
cuctemMbl. K HUM OTHOCATCA TaKye TPOKUHETHUKHU, KaK JOMIEPUIOH, SPUTPOMHUITIH B MAJTBIX
Z103ax 1 beTaHeXoJI.

Ecsn B3y THE )XHBOTA BBI3BAHO N30BITKOM ra3a, TAKHE MpernapaThl, KAk CHMETHKOH, MOTYT
IIOMOYb OOJIETIUTH CUMIITOMBI, CHU3UB ITIOBEPXHOCTHOE HATsIKEHHE ra30BbIX IMy3bIPhKOB. Eciin
6€eCIIOKOMCTBO SABJISIETCS OHOU U3 MPUYHH, MOTYT IIOMOYb HHTHOUTOPBI cepoTOHNHA. OTHAKO
MeZIMKaMeHTO3HOe jieyeHre abJTOMUHAIPHOTO B3/IyTHS )KUBOTA OOBIYHO UMEET OTPAHUYEHHYTO
3¢ dexTUBHOCTH ITpU cuHIpoMe Perra.

VHor/a ecTh moKa3aHus K onepanuu. /[y jeueHus pediriokca MOKeT OBbITh I0JIe3HA
dynmommukanys. BepxHio JacTs jkeryka 00epThIBAIOT BOKPYT HIDKHETO KOHIIA MMUINEBOA U
BIIMBAIOT HA MECTO, IPEAOTBPaIas 0OpaTHBIN MIPUTOK COAEPKUMOTO Keyaka. [Ipu cruyipHOM
3arope M 3aKynopKe KUIIeUHUKA CTYJI MOXKHO yZIJINTh IO, 00IuM Hapko3oM. HakoHer, ecyti
B3/[yTHE KUBOTA ABJIAETCS OUYE€Hb CUJIBHBIM M BBI3BIBAET CUJIBHBIN AUCKOM@POPT, TO
TaCTPOCTOMUSI MOKET BBICBOOOUTD BO3/IyX.

Kakue nocaeayowme mepbl HEO6X0AUMBI?

Bpau ro/mkeH Ha3HaYaTh HAUMEHBIITYIO 103y MPENapaToB JJ1s KOHTPOJIS CHUMIITOMOB U
OTCJIEXKUBATD JIIOOBIE MTOC/IE/ICTBUA. ECJIM CHMIITOMBI COXPAHSAIOTCS TIOCJIE JIEUEHU T UITH
HAaO0JII0/IAI0TCS CHJIbHBIE 00JTH B JKUBOTE U HAIIPSKEHUE, TO ITpobJieMa ¢ MUIeBapeHeM MOKeT
HEe OTHOCUTBHCA K CHHAPOMY PeTTa 1 MOKeT yKa3bIBaTh Ha JIPYTHeE OCI0KHeHuA. TiarebHoe
MeJTUIITHCKOE 00CIeZIoBaHKE MTO3BOJIAET JUATHOCTHPOBATh/YCTPAHUTD APYTHE BO3MOKHbBIE
TPUYMHBL.
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Taxke cMOTpUTe peKoMeHzanuu https://rett.telethonkids.org.au/resources/guidelines-and-reports/
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