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YTO noApasymeBaeTCs NOA NMAOXUM pOCTOM?

Xopolree MUTaHUE BayKHO JIUIS IOBBIIIIEHUS BBIHOCIMBOCTH, YKPEIUIEHUSI UMMYHHOU CUCTEMBI 1
MO/I/Iep>KaHuUs 3/TOPOBOTO 006pas3a }KU3HU. 310POBbe TpeOyeT aIeKBaTHOTO IMOTPeOIeHUs
MTUTATEIbHBIX BEIECTB, 3G (PEKTUBHON ITepepabOTKH U YCBOEHUSI ITUTATETbHBIX BEIIECTB
(mumeBapenue) U 3pGHEKTUBHOTO HCIIOJIH30BAHUS TUTATEILHBIX BEIlleCTB (MeTaboIu3M).
[Muranue 10JKHO 0OecrieYnBaTh OPraHU3M JIOCTATOYHBIM KOJIMYECTBOM MaKpPO3JIEMEHTOB
(yryieBozioB, 6EJIKOB U ?KUPOB) U MUKPO3JIEMEHTOB (BUTAMUHOB Y MHHEDAJIOB).

Mo4yemy npu cuHaApome PeTTa HabGAoAaeTCs CAaBbIM pOoCcT?

[T;10X0# pOCT ABJAETCA OJTHUM U3 COMYTCTBYIOIINX JUATHOCTUUYECKUX KPUTEPUEB CUHIPOMA
Perra, 00bIYHO HA0JII0/TAEMBIM KaK 3aMe/IJIEHHE TEMIIOB POCTa FOJIOBBI, POCTa U Beca s
Bo3pacra. Tpy/IHOCTH ¢ KOpMJIEHHUEM, TJIOTAHUEM U NMUINEBAPEHUEM MOTYT 3aTPYAHUTH
obecrieyeHre OpraHn3Ma HeOOXOTUMBIM ITUTaHHEM. [IpreM MUIIKU MOKET ObITh AJTUTEIHHBIM 1
CTPEeCCOBBIM. MHOTHE CeMbU BBIPAKAIOT 00ECITOKOEHHOCTD TEM, YTO UX PEOEHOK HE IThEeT
JIOCTATOYHO JKUJIKOCTH, 0COOEHHO KOT/Ia Ype3MepHasi IOTePS KUAKOCTH MOKET ObITh BhI3BaHA
TAKUMU yCJIOBUSAMH, KaK CJIIOHOTEUEHNE WJIU TUTIEPBEHTUWIIAIUA. PaKTOPHI, KOTOPHIE MOTYT
TIOBJIMATDH HA POCT, TAKOBBI:

e Ha yBesmueHue Wi yMeHblIIeHNE alllIeTUTA MOTYT BJIUATH [IperapaTsl, UCIIOIb3yeMble
JUIL KOHTPOJISL IPYTHUX 3a00JI€BAHUI.

e YyBCTBUTEJBHOCTD IIOJIOCTU PTA MOKET BJIUATH HA PEAKIIHIO HA BKYC, TEKCTYPY WIN
TeMIIepPaTypy NPOAYKTOB MUTAHUSA U ITUThS.

o JKeBaHue TpeOyeT KOOPIUHAIINY MBIIIIII, 1 HEKOTOPBIM JIIOJISIM TPYAHO IIEPEMEIIATH ey
sa3b1koM. [ToBTOpSIIOMIEECs ckputieHne 3ybamu (OpyKCU3M) ABJIAETCA OOBIYHBIM
sIBJIEHUEM, U CTePThIe 3yObl MeHee ClIOCOOHBI CMATYUTD ITHIILY ITePe]T TPOTIaThIBAHUEM.

e 3-3a TpyAHOCTEH C IIOTAHUEM IAIIUEHT MOXKET IMOJABUTHCSA WIH 3aKAILIATHCSA BO BPEMS
€/TbI WJIV IUThS, 8 TAKIKE ITOBBINIAETCS BEPOSITHOCTD MTOTIAIAHUS TTHIIH/ KUJIKOCTH B
JIETKHE ¥ BO3/IyXa B YKEJIY/IOUHO-KHUIIIEYHBIN TPAKT. ITO MOKET MTOBBICUTh PUCK PA3BUTHSA
MHEKINH OpraHoB AbixaHus. Ha 3TOT mporiece Tak:ke BJIUAIOT U3MEHEHHBIE CXeMBbI
JIbIXaHUs, TAKUE KaK 3a71ePIKKA ABIXaHUS WY THIIEPBEHTUIIALINAL.

e 3-3a 1y10X0H OCAaHKU MOTYT OBITH C/IaBJIeHbI U e OPMUPOBAHBI OPTaHbI MUIIIEBAPEHUA.
Hanpumep, cko103 MOXKeT HapyUIUTh IPABUJIHHYIO OCAHKY.

e MHorue nanueHThl He MOTYT €CTh CaMU, UX TUTAaHUE U TUThe 3aBUCUT OT JPYTUX JIIO/IeH.

HackoAbko pacnpocTpaHeHbl NpobAeMbl pocTa Npu cUHAPome PeTtta?

MHorwue JT1o/ii ¢ CHHIPOMOM PeTTa UMeIOT HeJIOCTaTOYHBIHN BEC JIJIsT UX POCTa U BO3PACTa, XOTS
HeOOJIbIIIas YaCTh U3 HUX UMEIOT U30bITOYHBIN BeC. OOBITHO BOSHUKAIOT TPYAHOCTH C
KOpMJIEHHEM U uTaHueM. [IpumMepHO 25% perysspHO CTPaAaloT OT KalllIs BO BPEMS €/bl UJIN
IIUTHsI, 2 B ABCTPAJIUM OKOJIO 20% JII0JIeH ¢ CHHIPOMOM PeTTa mosiyJatoT HEKOTOPbhIE WJIH BCe
MUTaTeJIbHbIE BEIlleCTBa Yepe3 TPYOKY B JKeJIyOK (racTpOCTOMUS).
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Kak cemMbu MOTyT CMIPABASITLCA C 3TUM AOMA?

JI71s yydiieHus TATaHUA JIIOJIEN ¢ CHHAPOMOM PeTTa ceMbH MOTYT pacCMOTPETD BOIIPOC O
KOPPEKTHUPOBKE paIloHa MUTAHUS U TOA/IEPKaTh CTpATEruH, HAllpaBJIEeHHbIE HA YMEHbIIIEHE
TPY/IHOCTEH ¢ muTanueM. Hampumep, 9acThIN MMPUEM U MEJTKUMU IMTOPITUAMU MOKET
CII0coOCTBOBATh PAa3BUTHIO HABBIKOB KOPMJIEHUSI U B TO K€ BpeMsI CJIeJIaTh KOpMyIeHue boJtee
ynoOoHbIM. [Toaep:kKa yeTrocTed MOKET 00IerIUTh JKeBaHue. VI3MeHeHne TeKCTYPbI ITHIIT
MOKET IIOMOYb IPH TJIOTAHUH B 00JIETYUTh JKeBaHue. [Ipemiokenne JIIOOMMbBIX OJIFO/] MOKET
MTOBBICUTB AIIIIETUT U MOTUBAITUIO K e/ie. MIcroyib30BaHue CIEIUaIbHOM OCY bl (HallpuMep,
OyTBUIOK JIJIsI KOPMJIEHHST) MOYKET CITOCOOCTBOBATh CAMOCTOSITEIbHOMY IMMUTaHUI0. DU3HYeCcKUe U
CJIOBECHBIE MTOZICKA3KU MOTYT CIIOCOOCTBOBATh BOBJIEUEHHIO B IIPHUEM IHIIH, CAEIaTh €TO
MPUATHBIM U JOOABUTH 3JIEMEHT COIMAILHOTO B3aUMO/IeUCTBUA. UTOOBI CHU3UTH PUCK
acIUpaIyiu, CEMbH JOJLKHBI HAOJIIOAATh 32 U3MEHEHUSIMH B JIBIXaHUU U TIpeJIaraTh ITHIILY,
KOTI/Ia JIbIxaHue cTabuibHO. CoXpaHeHHe BEPTHKAIIbHON OCAaHKH U, TP HEOOXOUMOCTH,
OKazaHMe MO/IEPKKU MOKET 00JIETIUTD ITPOX0XKIEHHUE TTUIIH T10 JKeJTyI0YHO-KUIIIEYHOMY

TPaKTY.

CyLLeCTBYIOT AM YCTAHOBAEHHbIE BAPUAHTbI A€4€HUsS/NoMOoLLU?

CyIecTBYIOT pa3/INYHbIE BADUAHTHI JIEUEHUS U IPOTHUBOIEHCTBHUS MIPOOIEME B 3aBUCHMOCTH OT
noTpebHOcTel nanueHTa. OCHOBBIBAsICh HA Pe3yJsIbTaTaX JUAaTHOCTHKH, MOKET ObITh
MIPEJIVIOKEHO HECKOJIBKO ITyTeH JIEUEHU: yBeJIMYeHe OTPeOIeHUs KaTIOpUi, N3MeHEeHHe
JINETHI ¥ CTPATETHH KOPMJIEHHS, a TAK)KE BApUAHTBI SHTEPAJIPHOTO ITUTAHUS.

KakoBbl NepBOHAYAAbHbIE BAPUAHTbI AeYeHua?

VY nrozeii ¢ HU3KUM HUHJIeKcoM Macehl Testa (MIMT) win npuHUMAmuX HEKOTOpbhIe
MIPOTUBOSIIJIENTHYECKHE IIPEnapaThl, Bpa4 MOKET 3aIIPOCUTH AaHAJIN3 KPOBH Ha COJIepKaHUe
MUKPO3J1eMeHTOB. [Ipo6sieMbI ¢ TUTAaHUEM U TUTHEM MOTYT OBITh OLIEHEHBI METUITUHCKIMU
pabOTHUKAMM JJIsI OTIPeZeIEHNS CIIOCOOHOCTH TUTAHMSA/ )KeBaHUs/ ITPOTJIaTHIBAHUS.

Jl71s1 HAOTI0/IeHNs 32 MEXaHU3MOM TJIOTaHUs ¥ GYHKIIMOHUPOBAHUEM JAPYTHUX OPTaHOB B
BEPXHEH YACTH JKeJIyI0YHO-KUIIIEYHOTO TPAKTA UCIIOIB3YETCSI PEHTT€HOBCKAs MIPOIIEyPa,
Ha3bIBaeMasi BU/I€0(IITI0OPOCKOIHA. ITO MOJIE3HO IS ONPEIe/IEHNS aCIIUPAIUH U OI€HKU TOTO,
MOKET JI U3MEHEHHE TEKCTYPhI IMUIIEBBIX TPOAYKTOB YIYUYIIUTH TJIOTAHUE.

Bpau wim 11eTos1or MOXKeT JIaTh COBET O Pa3yMHOM IIeJIeEBOM Bece JJIsl MAaI[UeHTOB ¢ CUHAPOMOM
PerTa 1 fuarpaMmbl pocTa IS HUX Y2Ke JIOCTYITHBL. B ciryyae HeTocTaTOUHOTO Beca He0OXOAMMO
YBEJIMYUTH TOTPeOIeHNE KAJIOPHH, YTOOBI BEDHYTH €0 B HOPMY. TO MOXKET OBITh CAETaHO
IIyTEM JIOTIOJIHEHUS PAI[OHA BBICOKOKAJIOPUHHBIMHU ITUTATEIbHBIMU IPOAYKTAMU (XJ1€0, KPYIIBL,
MaKapOHbI, CyXO(PYKTbI, MOJIOYHBIE ITPOYKTHI, 6000BbIE, OJTUBKH, ABOKA/IO U T.JI.).
CoOTBeTCTBYIOIIME BO3PACTY BHICOKOKAJIOPUMHBIE TUIIEBBIE IOOABKU TAKXKE MOTYT OBIThH
MIOJIE3HBI, HO TOJIBKO 10 PEKOMEH/IAINHU AUETOoJIoTa. VI3MeHeHne palioHa MMUTAHUS U IPAKTHKHI
KOPMJIEHUSI TAKXKe MOKET OBITh ITOJIE3HBIM.

Ecyin u3MeHeHUs B paliioHe U CII0CO0axX MUTAHUSA He YIy4IIaloT NOTpebsIeH e HIIH, MOXKHO
PaccMOTPETh BAPUAHTHI SHTEPAJIBHOTO KOpMJIeHHUs. [IuTaTeIbHbIE BEIeCTBA JOCTABIISIOTCS
yepe3 TpyOKY, BCTaBJIEHHYIO HETIOCPEACTBEHHO B JKEJIY/I0K, IBEHAAIIATUIIEPCTHYIO KUIIIKY WU
TOHKYIO KHUIIIKY. BO3MOKHOCTH SHTEPIbHOTO MMUTAaHUS MOTYT OBITH ITOJIE3HBI JIEBOYKAM,
KOTOpPble He HAOUPAIOT Bec, HECMOTPs Ha yBeJINUeHHe NoTpedIeHNs KaJIOpUil, KOTOPBIM TPYIHO
KOOPAMHUPOBATH HEOOXOIUMbIE MBIIIIBI P IJIOTAHUU, KOTOPBIM KOPMJIEHHE/TUThe HeyZI0OHO
WJIU HEIPUATHO, WU KOTOPBIM TpelyeTcs HeoObIUaiiHO MHOTO BpEMEHH /11 KOpMJIEHUA. ITO
TaKKe MOXKEeT COKPATUTh BpeMsI KOpMJIeHUs, 00ecrieunBasi Ipy 3TOM HEOOX0IUMOe IOTpebyieHne
MIUTATeIbHBIX BEIECTB.

CyHleCTByeT TPHU OCHOBHBIX B4 SHTEPAJIbHOTO IIUTAHUA. HaSOFaCTpaﬂbeIﬁ 30H MOXHO
BCTABJIATH 4€PE3 HOC B KEJIYJA0K, HO OH IIpE€AHA3HAYEH TOJIBKO IJIA KPATKOCPOYHOI'O
HCIIOJIb3OBaHMA. FaCTI)OCTOMa, BCTaBJIAETCA JIOO0 IIEPKYTAHHO (HepKYTaHHaH IHAOCKOIINYECKad
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racrpocromus [19T), mubo xupypruueckum myteM. ['acTpoeroHOCTOMA - 3TO MOZAOIIASA TPYOKa,
KOTOpad BBOAUTCA B TOIIYIO KUIIKY TOHKOI'O KUIIIEYHUKA Y€pPE3 raCTpoOCTOMY HUJIN
XUPYprudeckum myTteM. [locielHII BapUAHT UCIOJIb3YETCS PEXkKe.

Kakue nocaeayiouime mepbl HEO6X0OAUMbI?

OHeHKa COCTOAHHUA IIUTAHUA U 3J0POBbA ITNIIEBAPUTE/IPHOI'O TPAKTA PEKOMEHAYETCA OAHUH Pa3 B
6 Mecs1eB I eTel 10 12 JIeT U He peke OJTHOTO pas3a B ToJ /I MOAPOCTKOB U B3pOocybiXx. OHA
JIOJDKHA BKJIIOUATh U3MepeHue Beca, pocta 1 UMT, omieHKy COCTOAHUA 3/T0POBbA MOJIOCTH PTA, a
TaK’Ke aHAJIN3 €KEeTHEBHOTO PAaIlOHa, BO3MOXKHOCTEH U 1TpobsieM muTanus. Cro/1a BXOUT
OIleHKa TOT0, CKOJIbKO BpEMEHH TpeOyeTcs IS IpreMa ITUIIHU, JKEBAHUS U [JIOTaHUs,
CIIOCOOHOCTH K CAMOCTOSATETbHOMY IIPUEMY ITHUIIU, BJIUSHUSA HOBBIX CTPATETUH KOPMJIEHHS, a
TaK’Ke aHAJIN3 KPOBH JIJIST U3MEPEHUs XUMHUYECKUX KOMIIOHEHTOB KPOBH M HAOJIIO/IEHUS 32
pyHKIIMOHUPOBaHKEM OpraHOB. [I0CKOIbKY CEMBHU JIy4YIlle BCETO 3HAIOT CBOUX J0Uepel, X BKJIAJ,
JIaeT BpayaM U IMETOJI0TaM IIpeKpacHyIo MHQOpMaNHio IpU Ha3HAUYeHUU ONITUMAJIbHBIX IVIAHOB
IINTAaHUA U JIEUEHUA.

[Ipu “CroIb30BAaHNY HHTEPAJIBHBIX METO/IOB HEOOXOAUMO HAOIIOZIEHUE /151 BBISIBJIEHUS TAKUX
OCJIOXKHEHUH, KaK pa3ApakeHre KOKHU B MECTe BBe/IEHUs TPYOKH, IPOTEKaHUEe TPYOKH,
JIBIDKEHUE JKeJTyJ0UHO-KUIIIEUHOH TPYOKH WIH MTOO0UHbIe 3(PdEKTHI, TaKHUe KaK pedIIioKC.
JI1000# UesIoBEK, MOJTydalouil He MeHee 50% ekeTHEBHBIX ITOTPeOHOCTEH B TUTAaHUU
IIOCPEJICTBOM HHTEPAJIBHOTO KOPMJIEHUS, IOJIKEH ITPOXO/IUTH PETYJIIPHBIE aHATU3bI KPOBU HA
COCTaB KPOBHU Ml MUKPO3JIEMEHTBI. IMOIIMOHATbHAS U MIPAKTHYECKAS TOJIZIEPKKA MOJKET
MTOHAIOOUTHCST CEMBSM, a/IAIITUPYIOIINMCS K ITIOTPEOHOCTSAM CBOel JijouepH (ChIHA), MTOJTyYaroIIei
IIUTAHUE C IIOMOIIBIO SHTEPAJIBHBIX CPEJICTB.
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Taxxxe cMOTpUTE pekomMeHganuu  https://rett.telethonkids.org.au/resources/guidelines-and-reports/
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