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NMutaHue

3710poBbe U 6JIarOIIOJIyUre MAEHTOB BO MHOTOM 3aBHUCHUT OT MX panpoHa nmutanusa. Hepoenanue
U 3aMeJIJIEHHEe POCTa YacTO aCCOIUUPYIOTCA ¢ cuHapoMoM Perra [1], [2].

OHU MOTYT BO3HUKHYTB [10 PAAY IPUUHH:

» BrIcokuil ypoBeHB 9HEPTO3aTpaT U crienuduuecknx NoTpedHOCTel (0COOEHHO B CIyUasax
XUPYPTHYECKOTO apTPO/E3a)
« TpyaHocTH C HTUTaHUEM, CBSI3aHHBIE C:
- HECHOCOOHOCTBIO CaMOCTOSITEIPHO €CTh U IUTh
- IUIOXHM COCTOSIHHEM POTOBOH IOJIOCTH
- c1a0bbIM JKeBaHHEM U3-3a PUTHIHOCTHU JKeBATEIbHBIX MBIIIIII.
- 3aTpy/HEHHBIM IJIOTAaHUEM
- CEHCOPHBIM HapyIlI€eHUEM IIUTAHWUSI, BHI3BIBAIOIUM IIOOOUYHYIO PEAKIHIO Ha IIPOIECC
Inpuema Ui I/I/I/IJII/I IMUTbA U yXyAIIaIOIIUMCA I10CJIe HOTpe6J'I€HI/IH TN I/I/I/IJ'II/I
HAIIUTKOB.
- Ype3MepHO MeJUIEHHBbIM [IPUEeMOM ITUIIU.

[Ipo6sieMslI ¢ TUIIEBAPEHUEM TaK Ke BJIUSIOT HA IUTaHUE, 0COOEHHO KeJTyIOUYHO-KHUITIeYHBIT
pedIoke, B3/IyTHE KUBOTA U 3aTIOPHI.

Heo6x0AMMO OLLEHUTb COCTOSHME MUTAHUSA:
o Jletu

OueHb BaXKHO PETUCTPUPOBATH U BHOCUTD B TAOJIHILY BeC ZieTel (e3KeMeCIIHO) U POCT
(esxxeroziHO).Ecyti 3aMeTHO, YTO BEC YMEHBIIIAETCS WU JIaXKe HE YBEJIMYUBAETCS, 3TO
O3HA4aeT HeZloelaHNe. 3aMe/lJIeHe pocTa YKa3blBaeT Ha TO, UTO HeZoeJaHue MOXKeT CTaTh
xpoHndeckuM. OKoJI10 50% Jto/iel ¢ PeTT cuHIpoMOM MMEIOT MeHbIIINe pa3Mephl 110
CPaBHEHUIO CO CTAH/IAPTHBIMHU, U 3Ta PA3HUIIA YBEJIMUUBAETCS C BO3pacToM [3].

Nunekc Beca/pocra (M13MepeHHBIN BeC X 100 KI'/CTaHAAPTHBIN Bec s pocTa pebeHKa)
JTIOJIKEH COCTaBJISITh OT 90 710 110%. Puck He/loenaHysi BOSHUKAET IIPU HHEKCE HIKE 90%.
» B3spociable
IToteps 5% Beca B TeueHHE MeCAIA WIH 10% B TEUEHUH 6 MECSIIEB, a TAKXKE UHIEKC MaCChI
TeJia HuKe 18,5 Kr/M2 ABIA0TCa (aKTOpaMM PHCKA.
MuweBble NOTPEeOGHOCTU NALUEHTOB C CUHAPOMOM PeTTa
IuieBbie MOTPEOHOCTH MOTYT CYIIECTBEHHO BADbUPOBATHCS OT YEJIOBEKA K UEJIOBEKY.

OHU BBICOKHE Y JIIOJIEN ¢ CHHAPOMOM PeTTa, 1 MHOTHE JIEBOYKH, 10 OOIIIEMYy MHEHHIO, UMEIOT
37I0POBBIU AIMIIETUT, HO BCE €Ille CTPAAAIOT OT HeA0eaHusA. [2]

OxoJio 80% poauTesnel CYUTAIOT, YTO UX JJOYb XOPOIIIO ITUTAETCA, JaXKe eCTU OHA HeoenaerT. [1]

Het HU 0/1HOU OATBEPKAEHHOU I'UIIOTE3bI KACATEBHO STOT0 apaZoKca: Pacxo/i SHepruu
YBEJIMUUJICA B CJIydae CIaCTUYHOCTHU, CTEPEOTUIINH, PYTUX CIIyUaeB...
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JIpyrrie 1eBOYKH UCIBITHIBAIOT TPYAHOCTH C MUTAHUEM U HE MOTYT CHECTD IOCTATOYHO, YTOOBI
VAOBJIETBOPUTH CBOU TOTPEOHOCTEN B TUTAHUM.

HeO6XO,ILI/IMO BBIABJIATD IDUYKWHBI HEJOEAAHUA, C TEM ‘-ITO6I>I, II0 BOBMOXHOCTH, YCTPAHATD UX; U

oboraleHHyI0 ITUIIYy He0OX0IMMO IaBaTh JIUIA YIyUIIIeHUs ITprueMa MUIIH.

OO6orawéHHasg nuLLa

Z[O6aBJIeHI/Ie O6OI‘aHIEHHOﬁ MU II03BOJIAET CKOHOEHTPHUPOBATh KaJIOPpUU B HeboIBIIOM 00beMe:

BoJiblire Geika MO3BOJIHUT IMOJYUHUTH PAIIMOH C Tak:Ke MOKHO IPEIJI0KUTH
KOHII€HTPUPOBAHHBIM MOJIOKOM, CyXHM BBICOKOYHEPreTHUYeCKne 1
MOJIOKOM, CBIPOM, PACTUTEJIHbHBIM MOJTOKOM BBICOKOOE/IKOBBIE ITUIIEBHIE
B KauecTBEe HANIUTKA, ANIAMH, BapeHbeM, J00aBKH (papMalleBTHYECKOH
MHUPOTraMH C TYHIIOM WIH JIOCOCEM. TMPOMBIIILVIEHHOCTH, Peajin3yeMble B

BHU/IE iecepToB, CyNoB, Mope,
(PPYKTOBBIX COKOB, 0€JIKOBBIX

OGoraruTh panoH KUPaMHU MOKHO C IIOPOIIKOB, MAIHTOTEKCTPHHA.

pacTuTeJbHBIMH MacjIaMU, CINBOYHBIM
MAacJ0OM, MaprapuHoOM, CJIMBKaMH,
IIIOKOJIATHOM MaCTOM, apaxXMCOBBIM MACJI0M,
MUHJAAJTbHBIM IIOpPE U T.J.
Mo:xHO npeasiaraThb

HANIUTKH, HMEIOIHe
Yrj1eBOAbI MOKHO JO0ABIATH KPaXMaIoM,

NUTaTeJbHYIO
TOPTAMH, IUPOTraMH, MUHJAJIbHBIM HeHHOCTh (MOJIOKO,
IIOPOIIKOM, OPE€XOBbIM IIOPOIIKOM, coKn)

cyxapsaMH.

Ocob6ble noTpebHOCTH

PacripocTpaneHHOCTD OCTEONIOpO3a pU cHHApoMe PeTTa oueHb BbIcOKa [4]. [IuTaTepHbIN cTATYC,
a TakKe noTpebsieHre KIbIHA ¥ BUTAMUHA D HMEIOT BasKHOE 3HAUEHUE B KAUECTBE
npodunakrtuueckux Mep [5]. Jedbunut Buramuna D MoxkeT npuBecTH K BOSHUKHOBEHUIO
ocreonopo3a. MoskeT ObITh ITOJIE3HO /IaBaTh XKUPHYIO PHIOY OAMH-IBA pa3a B HEZIEIIIO U JIaBaTh
manueHTy 706aBKy ButTamuna D.

Jedbunut kaabiys MHOTOGaKTOPEH, HO MOKET OBITh BBI3BAH WJIU YCYTYOJIEH HENOJHOIEHHBIM
nutanueM [3]. BaxkHo JaBaTh MOJIOUHYIO TPOAYKITHUIO TPH pasa B IeHb 1 KOHTPOJIUPOBATh €€
notpebJieHue.

AAQNTAUMA TEKCTYPbI NULLLM K CTOCOBHOCTHU XXEBATb

HeKOTOpre JIFOAU C CHHAPOMOM PerTa Mmo1 V1 6bICTpO YCTaThb BO BPEMA €bl N3-3a PUTUTHOCTHU
JKEBATEJIbHBIX MBIIII], IIO3TOMY XXK€BaHHUE€ CTAHOBUTCA c1a0BIM.

Heob6xo1mo UCosib30BaTh MeJIbHUILLY WIH OJI€HED, U3MeIbuaTh WIH MIOPUPOBATh MPOAYKTHI
MUTaHUA, YTOOBI U30€eKaTh YAYIIEH!, yMEHBIIUTD 00JIb B MUIIEBAPUTETIHLHOM TPAKTE, YIIyUIIUTD
NuleBapeHne U YBeJIMYUTD YI0BOJIBCTBUE MMAIIUEHTA OT €/Ibl.

B ciyuae mpo6JieM ¢ mporyiaTbIBaHHEM U3MeEJIbUEHHYIO MUIILY IJI0TaTh OYy/ET Jerde.

IIpodyxmut 8 pybaeHom suoe:
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[IpoIyKThI TAaKOM TEKCTYPHI IMOIXOAT JIUISI JTIOZIEH, KOTOPBIM TPYAHO JKEBATh, HO UYbH JIaTEPaJIbHbIE
JIBIDKEHUS S3bIKA M CIIOCOOHOCTH IJIOTaTh B HOpMe. MsICO JOJIKHO OBITH TOPY0JIEHO, & OBOIIH
U3MEeJIbYEHBI.

WHorzia MesKo3epHOBBIX 3JIaKOB, TAKUX KaK PUC, MAHHAA KPyNa, HEKOTOPHIX MaKapOHHBIX
W3JeJTNH, YeUeBUIIbI ¥ TOpoXa ciielyeT u3beraTh, Tak Kak UX TPYAHO YAEP>KUBATh BO PTY U
IepeKeBbIBaTh. Pa3pellleHbl Bee iecepThl, 3a UCKII0YeHneM (PPYKTOB, KOTOpbIe TPYAHO »KeBaTh.

Tepmble unu nponyuieHHsle uepe3 MAcopyoxy nPooyKmol:

JTa TEeKCTypa aJlallTHPOBaHa JIIs JIF0/IeH ¢ CHHAPOMOM Petra:
- KOTOPBIM TSKEJIO IJIOTaTh,
- WJIA HECIIOCOOHBIX JKE€BATh M COBEPIIIATH JIaTepaIbHbIE IBIKEHUS sI3bIKA.

HpO,ILYKTbI IIUTAHUA JOJI?’KHBI OBITH TIODATEJIPHO U3MeEJIbYEHBI 110 OTAEJIBHOCTHU. ITitaBsieHbIn CbID
JIOJKeH OBITh U3MeJIbUEH C MI0pe WX CYyIIaMH; B IPOTUBHOM CJIy4dae, eCJIU ero yIoTpeOIsATh
OT/IeJIbHO, OH MPHWJINIIAET K CJIU3UCTOM 000JIOUKeE.

PexomeH/tyeMbIe flecepThl: TEPTHIE CBEXKHE (PPYKTHI, A0JIOUHBIN COYC, MOJIOYHBIE JIECEPTHI C
KpaxMaJioM Wwin 6e3 KpaxmaJa, WiIH BbIlleuKa, cofiepsKalias Kakoe-Jn0o cBA3Yolee BellecTBO.

[TpoBepbTe ciieAyIOIIe IPUYMHBI 3aTPYAHEHUH C KOPMJIEHUEM :
- Bosmoxuble 601 B 3y0ax, opTorneiuueckrie 601, OCTEONIOPO3HBIE OOJTH.
- CeHCOpHOE pacCTpOMCTBO MUTAHUS, KOTOPOE MOXKET OBITh YMEHBIIIEHO ITPU
COOTBETCTBYIOIIEN paboTe ¢ JIOTOIEOM.
- IIpobGsemsl ¢ uieBapeHreM, 0COOEHHO JKeJIyIOUHO-KUIIIEUHBIH PEDITIOKC, B3Iy THE
’KMBOTA U 3aII0PBI, PACIIPOCTPAHEHHOCTH STUX IMPOOJIEM OIEHUBAETCS IPUMEPHO B 74% [6]
U TpebyeT cucTeMaTU4ecKoro HabIoieHNs U JieueHus.

Ecsint mpo6s1eMbI ¢ KOpMJIEHHEM COXPAHSAIOTCS, KOPMJIEHHE Yyepe3 TPYOKY MOKET JOTIOJTHUTD HJTU
3aMEHUTH 0OBIYHOE KOPMJIEHHE.. DTO CUCTEMA TUTAHUA, UCIIOJIB3YIOIIAs KOPMJIEHHUE C TOMOIIBIO
HA30TacTPAIBHOTO 30H/]a WJIH, Yallle BCEro, TaCTPOCTOMUYECKOTO 30H/1a. ATO IIO3BOJIAET
YJIyYIIINTH POCT U IPUPOCT Beca. [7]

TacTpocTomust Beerja AABJISETCSA Pe3yJIbTaTOM KOJUIETHAIBHOTO U COTJIACOBAHHOTO PENIeHUs C
yJacTHeM MHalueHTa, ero ceMbU U Bpaya (Bpaueri).

fTmapaTtauus

BojiHbIi 6astaHC 9acTo HecTabWIeH y JItojiel ¢ cMHApoMoM Perta, Tn00 13-3a HEZOCTATOYHOTO
nprieMa (0TKa3 MUTh, HECTIOCOOHOCTD ITUTh CAMOCTOSATEIHHO), JTUOO U3-3a IMOBBIIIIEHHBIX TIOTEPH
(runeprepmusi, CJIIOHOTEUEHUE, PBOTA, IMAPEs, BBICOKAs TEMIIepaTypa).

ITpaxmuueckuil cogem

[IpenaratiTe HATUTKYU BO BpeMsI €/Ibl U HA ITPOTSKEHUHU Beero THA. Heobxoimma ToJIbKO BOJIa, HO
HEKOTOPBIE MAIUEeHThI He IIEHAT ee U3-3a OTCYTCTBUS CEHCOPHOU nHGopManuu (OTCYyTCTBHE BKYyCa,
TEKCTYPbI, HEITOAXO/IAIIAsA TEMIIEPATypa).

MoryT OBITh TPEIJIOKEHBI:

« ApoMaTusupoBaHHas BOJA, HACTOH, Ta3UPOBAaHHbIE HATTUTKH, (DPYKTOBBIE COKH, MOJIOUHbIE
HAIIUTKH, Yail, Kode, IUKOPUH, CMy3H, HOTYPTOBbIE HAITUTKU UJIH COJIEHOE ITUTHE,
HaIIpUMep, CYII, OBOIITHOM OYJIbOH...

e Mo:xHO npesiaraTh HAMUTKU Pa3INYHON TeMIIepaTypsl (YacTo 6osiee MPUATHO TEILTIOE
IIUThE), & TAK)KE HAIIUTKY, 3aTyII[eHHbIEe KPaxMaJiOM, arapoM WJIU »KeJIATUHOM, 0COOEHHO B
cyIy4ae mpo0JieM ¢ TJIOTaHHUEM.
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ITpodunakrrka u 60psbda ¢ pakTopamMu prcka TPeOYIOT MEXAUCIIUIUTTHAPHOTO MTOAX0/1a,
MIpelyCMaTPHUBAIOIIETO "JIeueHue 1 yxXox'".

ObecnieyuTh €ro MO3BOJIUT COTPYTHUUECTBO JIOTOIIE/Ia, TACTPOIHTEPOJIOTA U INETOJIOTA,
CIeUATN3UPYIONIErocs Ha MpobjieMax pa3BUTHA.

[TutaHue ABJIAETCA OQHUM U3 HanboJlee BaXKHBIX ACIIEKTOB JieueHusA cuHApoMa PeTra, HO yacto
UM IIpeHeOperaioT. TO KpaeyroJabHbIN KaMeHb BeeX IPYTHUX (popM Teparnuu.

HpO6JIeMI>I C IIMTAHHUEM TAaKXKE CO3Jal0T AOIMOJIHUTE/IbPHYIO HAIrPY3KY HAa CEMbU, U UM MOXKET
l'IOHa]_IO6I/ITbCH OI'POMHO€ KOJIMYECTBO BPEMEHH HAa KOPMJIEHHE CBOUX ILO‘—IGpEfI WJIN CBIHOBEH.

UcTOYHUKMH

[1] Benigni and Senez, 2008. Detection of alert factors of malnutrition in Rett Syndrome: a national prospective
survey within the French national association. World Rett Syndrome Congress, Paris.

[2] Oddy et al., 2007. Feeding experiences and growth status in a Rett Syndrome population. J Pediatr
Gastroenterol Nutr. 45:582-590

[3] Schwartzman et al., 2008. Eating practices, nutritional status and constipation in patients with Rett
Syndrome. Arq Gastroenterol. V45.

[4] Haas et al, 1997. Osteopenia in Rett Syndrome. J pediatr. 131 : 771-774

[5] Linglart et al, 2009. Osteoporose et handicap moteur central. Arch Pediatr 16:614-615

[6] Lotan and Zysman, 2006.The digestive system and nutritional considerations for individuals with Rett
Syndrome. Scientific World Journal. 10:778-787.

[7] Motil et al, 2009. Gastrostomy Placement Improves Height and Weight Gain in Girls with Rett Syndrome. J
Pediatr Gastroenterol Nutr 49:237-242

www.rettsyndrome.eu ‘
contact@rettsyndrome.eu
rett syndrome europe




