L EPOMPE

MutaHue n auvnetortepanua

Y MHOrMx nogen € guarHo3om 6onesHb
Momne ecTtb nNpobGnembl C MNUTaHMEM.
MbiweyHasa cnabocTb OenaeTr  CIOXHbIM
npoLeccbl  OTKYCblBaHUS, MNepeXeBblBaHUS,
BcacblBaHUst W rnoTaHna  nuwn.  [Ons
nauneHToB ¢ 6onesHbio [Momne B nrobom
BO3pacTe MOXeT OblTb CMOXHbIM €CTb
KOM(POPTHO M nonyyaTb Ty nuwly, KoTopas
Tpebyetca wux opraHusmy. [lpobnembl c
AbIXaHWEeM TaKkKe MOTryT OCIOXHATb MpUeM
nMwm. B pesynbTaTe MHOrMe nauuMeHTbl C
6onesHbto [Momne UcnbITbIBAOT CMOXHOCTL C  f
Habopom Beca, ero nogaepxaHvem wuwuvnm '
nonyyeHnem ageksatHoro nutaHus. Cnabas
rnotarenbHasi CNOCOOHOCTL MbILLL Bbi3biBaeT
PUCK acnuMpauuu nuwy Wunm Xngkoctm B
nerkme. Cnabble MbiWUbl  MOTYT Takke
3aMeanATb NPoUEecC NPOXOXAEHUS MULLM NO NULLIEBApPUTENIbHOMY TpakTy. OTO, B CBOK
odepeab, Bbi3biBaeT Npobnembl ¢ nueBapeHnemM nnu co ctynomMm. ameHeHme aueTsl,
NULLEBbIX MPUBLIYEK UMW MOSTyYEHUE MULM C NMOMOLLbIO CheumansHonm Tpybkn moryT
nomovb pewntb 3T npobrembl. 3OTa Opowtopa nokasbiBaeT MpeMMmyLlecTsa
anetotepanuu y naumMeHToB ¢ 6onesHbto MNMomne.

Bonpoc: lNoyemy noau ¢ guarHo3om 6one3Hb NMomMmne ucnbITbIBalOT TPYAHOCTU
BO BpeMs npuema nuwimn?

OTBeT: MauneHTbl ¢ 6onesHbio MomMne UCNbITbIBAOT 3aTPyAHEHUS BO BPeEMs npuema
MM 1 ee NpornaTtbiBaHWs, U OeTW NO3TOMY 4YacTo MeANEeHHO pacTyT U pa3BMBalOTCS.
Mo Mepe HaKOMMeHWst B KNeTkax [fMKOreHa Mbllilbl, KOTOpble WCMONb3ylTcs Ans
npyema W nepeBapuBaHMs MULLM, NOCTENEHHO ocnabeeatoT. JTO oOkasbiBaeT
HeraTUBHOE BNMsiHME pa3HbIMK cnocobamu.

Y peten € AmMarHo3oM uMHGaHTUNbHoW ¢opmbl 6onesHu [lomne wumeeTcs MHOro
daKkTopoB, KOTOpble 00YCnOBNMBaOT 3aTpyaHEHUSA NPU NPUEME U FNOTaHUN NULLM N3-3a
cnaboctn Mbiwy nvMua u prta (TMNOTOHMSA NUUEBbLIX MbIWL), YBENMYEeHUa 43blka
(makpornoccusl), ocnabneHms A3blka U CHUWXKEHHOW CNocoBHOCTM M3rMbatb A3bIK U
CMblkaTb rybbl gns cocaHnus. OpanbHaa CcTuMmynsumMst U nceBgo-cocaHune (6es
notpebneHnsa nuwn) nNo3BONUT MOAAepXaTb U pas3BuTb 6a3oBble HaBbIKM POTOBOW
dyHKUMKN. N3MeHeHne KadeCTBEHHOro CocTaBa MULLN CyLEeCTBEHHbIM 06pa3oM MOXeT
noBMMSATb Ha nopaepxaHve 6e30nacHoro pexumma MNUTaHus B CBEeTe W3MEHEHWN,
KOoTOpble npoucxogaT npu 6onesHu lMomne. YnyylweHus CHWXKEHHOW rnoTaTeribHOW
yHKUMM Habnwganucb y naumMeHToB C WHMaHTUNbHon dopmon 6onesHn [lomne,
KoTopble nonydanu ®3T; y aTUX NauMeHTOB Takke BOCCTaHaBNMBanacb CnOCOBGHOCTb K
npuemy nuwmM 4vepes poT. Takme HeobxoouMMO BHMMATESNbHO OTCMEeXuBaTb Takue
napamMeTpbl pasBUTUSA, KaK POCT, BEC, OKPY>XHOCTb rOSoOBbI.
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Y naumeHToB cO B3pocnon dopmon 6onesnun Nomne cnabocTb keBaTenbHbIX MbILLL, U
TPYAHOCTU MpU [FOTaHUM U NEePEeXeBblBaHUN MUK Takke SABNATCA NepBbiMU
Xanobamm M MOryT COMPOBOXAAaTbCA HeafekBaTHbIM noTpebneHvem (obuwiero
KonuyecTtBa Kanopwun, BUTaMWHOB W MUHEPANoOB) U CHWKEHWEM YpPOBHA 6enka,
nocTynawLlero B opraHnam. B 6onee CnoxHblx cnyyasax, korga mMnageHubl HacTOMbKO
cnabbl, YTO HE MOryT €CTb CaMOCTOATENbHO, , UMM NaUMEHTbl CTapLlero Bo3pacrta co
3HaUYUTENBbHO CHWXXEHHBbIM BECOM, UMK Xe Te, Y KOro MMEerTCa nNpobnemMbl ¢ AbIXaHUEM,
NnpensaTcTByOWME MpMeMy nuwin, TpebyeTca ycTaHOBKa cneuuanbHon TpyObku ans
nutauus. NutaHne yepes Tpyoky 6onee NnogpobHO ONMCaHO HUXKe.

MutaHue n Auvnetorepanus

BOHpOC: Kakne warn 1 MOry npegnpuvHATbL AnAd  ynydueHua AOueTtbl U
npaBunbHOro nuTaHua?

OTtBeT: [NpoayKkTbl NUTAHWS, KOTOPbIE CRAWLLKOM KPYMHbIE WM TOMCTble, CyXue Wunu
TBepable, ByaeT CrnoXxHO nepexesbiBaTb M NpOrnaTbiBaTh; NOABNAETCA PUCK acnupaumm
yacTuyek nuwm B nerkve. Ytobbl coenate nuwy 6onee ygnoGHom gns npuema,
N3MEeHUTEe ee pasmepbl, KOHCUCTEHLNIO N TEKCTYPY, NPeBpaTUTE B NtOpe, NOpeXbTe Ha
ManeHbKMe KyCOYKM W MepemMellante C coycamum W nognuekamu. bepute B poT
ManeHbKMe KyCOYKM WM TaTenbHO UX nepexeBbiBanTe. ElbTe NOHEeMHOry, HO 4acTo.
[MenTe He cnelwwa M KOHTPOSIMPYMUTE KOMMYECTBO XWAKOCTU, KOoTopoe Bbl BbiNnBaeTe B
TeyeHue [HA. [lente 4depesd conoMuHky. CTapanTecb HaxoOUTbCA B BepTUKaNbHOM
MONOXEHUN B TEYEHUE Yaca uUnu AByX nocre eabl —aTO Takke MOXeT ObiTb NOnesHo.
Kuakaa nuwa (Takasa kak cyn, 6ynbOH, Boga MM MOJSIOKO) Takke OblBaeT TpygHa ons
npornartbiBaHnd. Takasi nuwia MOXeT CAULIKOM ObICTPO NPOXoauTb Yepes rmnoTky, u Bol
MOXeTe nonepxHyTbcs. [locTapantecb CMelmMBaTb >KUOKYD MUY C OBCSHbIMU
XnonbsMu, cneyunanbHbIMW NOPOLLIKaMUM U APYTMMW NOAOOHBIMM MPOAYKTaMn, KOTopble
cnyxaT gnga saryctenHmna nuwm. Obuwantecb CO cneunanmcToM-aneToriorom, KOTOpbIN
Oyaet nogbupate ontumanbHO cbanaHcMpoBaHHyl nuwy ans Bac wnm Bawero
pebeHka, B COOTBETCTBMM C €XeOHEBHOW MOTPEOHOCTLIO B Kanopusix, BUTaMUHaX W
Apyrmx  HeobxoouMMbix anemeHTax. Bbl  MoOXeTe 3amMeHATb  TBepAyl  nuuly
nuTatenbHbIMKU  XUAKMMKW  cMmecammn  (BoraTyio  BUTAMUHaAMKM M MUHEpanamm).
CneumanbHble YNpaXXHEHUS MOTYT YNyYlWWUTb CUIY MbIWL, YY4acTBYOLWMX B npoLlecce
nuLLEeBapeHUS.

Baw Bpay mMoxeT pekomeHgoBaTb Bam wnu Bawemy pebGeHKy nocelleHue Bpada
noronega. Jloroneg MOXeT OUEHUTb CTeneHb MOpaXeHus, MNOCTaBUTb [OuarHos,
NPOBECTU JleYeHMe U MNOMOXeT npedoTBpaTUTb PacCTPOMCTBA, CBA3AHHbIE C PeYbio,
KOrHUTUBHO-KOMMYHWKALUWOHHbIE PacCTPOUCTBA, a Takke pacCTpoOMCTBa (PyHKUMMU
rnotaHuna. Jloroneg wmoxeT o06yunte Bac pasnuyHbiM  cnocobam npuema wm
nepexeBblBaHUSA NMULLK, KOTOPbIE CHU3AT PUCK acrnvpauunu.

Bonpoc: Yto Takoe BuAaeodrilOOpPOCKONUYECKOe wuccnegoBaHue rnoTaHUs W
OOMXKHbI NIU NauueHTbl ¢ 6one3Hblo NMomne npoxoanTb ero?

OtBeT: Buaeodnoopockonuyeckoe uccnegoBaHue [NoTaHUs MOXET MNPOBOAUTLCS
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BCEM naumeHTam ¢ 6onesHbto [lomne, NOTOMY YTO Yy HUX MOXET ObITb BbICOKMI PUCK
acnupauum (nonagaHusa efbl U XUAOKOCTEW B Tpaxetw). Buaeodntoopockonuyeckoe
nccnepoBaHve (ero Takke 4acTo HasblBalOT MOAUMULMPOBAHHBLIM MUCCrEeLOBaHUEM C
rnotaHnem 6Gapus) B OCHOBHOM onpefensieT yHKumio rnotaHmss. OCHOBHOM LErbio
BMOEO0MNIOOPOCKONMYECKOrO UCCNeaoBaHna SABMSETCS onpeaeneHne BO3MOXHOCTH
acnupauum BO BpeMs rnotaHus. Bo Bpems nccnegoBaHusi rnotatenbHON OYHKUMK
naumeHT HaxoauTcs B TUMNWUYHOM MOSIOXKEHWW, B KOTOPOM OH MpUHMMAaET nuuy, B
COOTBETCTBUM CO CBOMM BO3pacToM W pasBuTuem. lNMaumeHT nonyyaet pasnuyHble no
KOHCUCTEHUUN NpPOAYKTbl (TEKyYnme >XMAOKOCTWU, TyCTble >KMOKOCTW, Mope, Msrkue
«TBEpAble» NPOAYKTbl, TBEPAbLIE «TBEpPAbIE» MPOAYKTbI): BCE OHW BBOAATCA BMECTE C
Gapuem. 3To uccnegoBaHme oLeHMBaET crieaytowme dasbl rMoTaHUs:

MutaHue n Auvnetorepanus

e OpanbHasa ¢a3sa: [NoTaHne HaymMHaeTcsa ¢ opasribHOW (hasbl, NPU KOTOPOU NuLla
rnomellaeTca B POT, MEPEXeBbIBAETCH C MOMOLLbIO XeBaTellbHbIX Mbiwly, U
yBriaxxHaeTcs (KeBaHue)

e [notoyHasa ¢pasa: [lpu aTon pase 6GonoCc (ManNeHbKMM KOMOK Macchl
nepexxeBaHHOW NULM) AOCTUrAET INOTKN, cneumanbHble peLenTopbl akTUBMPYOT
HEenpPou3BOJIbHbLIN Npouecc rnotaHus. KpuTuyeckom TO4YkoM [JaHHOM pasbl
ABIISIETCA HEenpou3BOSIbHOE 3aKpblTUEe HaOropTaHHMKOM BXO4a B Tpaxer
rosiocoBble CBSI3KM W BPEMEHHOEe MnpekpalleHne AblXaHus, 4YTO Mo3BondeT
nsbexaTb nonagaHusa MUK B «HENPaBUIIbHbIA KaHamn» BO34YXOHOCHbIE MyTu
(Tpaxeto) n nerkue). 3akpblTUe ropTaHM HaAropTaHHUKOM NpeaoxpaHseT nerkme
OT NOBPEeXAEeHUs, Tak KaK nonasLlas ega n apyrve yactuubl MOryT NMpUBOANUTL K
cepbe3HbIM MHAEKLMAM, U pasgpaxXeHUs fiero4Hon TkaHu. JleroyHsle nHgekumn,
Bbl3BaHHble HapyLleHWeM T[JIOTOMHOM asbl, WM3BECTHbl KakacnupauuMoHHas
NMHEBMOHMS.

e J30c¢hpareanbHas (nuweBopgHas) cpasa: Korga nuwa MUHyeT [fOTKy, OHa
nonagaet B nuweBod — TPyOKoOOpa3sHyld MbIWEYHYO CTPYKTYpy, KoTopas
HanpasnseT nuwy B XeNnyaoK C TMOMOLWb PUTMUYHBIX COKpaweHun. B
nueBone eCcTb ABa BaXHbIX CHOUHKTEPA (OHM Ha3blBAOTCA BEPXHUN U HUXKHUI
nueBoaHble COMHKTEPDI), KOTOPbIE B HOPMarnibHOM COCTOSIHUM NMpeaoTBpaLLatoT
nonagaHve NuWM U CroHbl NyTeMm peryprutauumn (obpaTtHoro 3abpoca) B porT.
Takum o6pa3om, NuLeBoAHblE COMHKTEPDLI CyXXaT eCTeCTBEHHbIM HapbepoM Ha
nyTN BO3MOXHOM peryprutauun nuwmn. Oba nuweBoaHbIX CHUHKTEpa, CHavana
BEPXHUMA, a 3aTeM HWKHUW, OTKPbIBATCA penekTopHo BO Bpems
npornaTbiBaHUs MULLN.

Ecnn puck acnvpaumm BbICOK, BO3MOXHO, €CTECTBEHHOe MuUTaHue HyXHo Oyaer
npeKkpaTUTb U YCTAaHOBUTb NaLMEHTY TPYOKy ANs nUTaHus.
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Bonpoc: Yto Takoe TpybGka ANA NUTaHMA U No4YeMy nauveHTam C O6onesHbio
NMomne npnxoguTtca nHorga npuberaTtb K ee noMoLwn?

MutaHue n Auvnetorepanus

OTtBeT: TpyGka ANs NMTaHMA NoMoraeT AOCTaBMAATb MULLY Y MaUMEHTOB C B3POCION
dopmon 6onesHn MNMomne No NpUYMHE CROXHOCTEN C NepexeBblBaHWEM, MOTaHUEM U
AblxaHnem. Takasa Tpybka Takke MOXET UCMONb30BaTbCS Y NAUMEHTOB C MHADAHTUNBHOM
dopmon 6onesHun Nomne, NOTOMY YTO 3TW NALMEHTbI MHOrA4A CNULWKOM criabbl, YToObI
cocatb rpyab wunu geTtckonm OyTbinku, unu He HabupawT Bec. Tpybka Ana nutaHus
Takke nomoraeT NpeaoTBpaTUTb MonagaHve NuwnM B ferkve, Korga nvwa vaet no
«HenpasunbHOMy» nyTn. COCTOsiHME, NPU KOTOPOM MuLLa NOCTYNaeT vyepes MNULLEBYHO
TPy6Ky, Ha3bIBaeTCA 3HTEpanbHbIM MUTAHMEM UNN NUTAHNEM Yepesd 30HA. B HekoTopbIX
crnyqasix MOXEeT WCMonb30BaTbCs KOMOMHMPOBAHHAsA CXemMa MUTaHUSA, Yyepe3 30H4 U
obblvHas (opanbHas dopma) nNuTaHus, ANS A0CTATOYHOro MNOCTYMMEHUS Kanopumn B
OpraHn3m 1 BO3MOXXHOCTM CEHCOPHOIro pasBUTUSA €CTECTBEHHOIO NMUTaAHUS.

CyuwecTBYyeT ABa TUNa 30HAOB (TPYOOK Ans NUTaHus):

e HasoractpanbHbin (HIN): HIM 30HO BCcTaBnseTca 4Yepe3 HOC M NO3BONSET NuLLE
nonagaTtb HENOCPEACTBEHHO B XXenyaok.

e T[actpoctoma (F-30HA): MacTpocTOMa ycTaHaBNMBAETCS XUPYPrUYECKUM NyTEM
yepe3 OpIOWHYD CTEHKY B >XenydoK, caMbiM MNO3BOSS Nuwe nonagatb B
Xenygok. MacTpocTtoma — O4YeHb XOpollee pelleHne Ansi NauMeHTOB, KOTOPbIM
nuTaHue Yyepes 3oHA TpebyeTcs B TeYeHne ANUTENbHOIrO BPEMEHW.

Bonpoc: Yto MHe genaTb, 4TOObI pewnTb NPo6nemMbl NuWeBapeHUs u Nnpooénembl
CO CTyfiom?

OTBeT: Jlyywnn coBeT MoxeT AaTtb Tonbko Baw Bpay. OnuwmTte npobnemy, CUMNTOMbI
n nonpocute nomowin. CnabocTb MbIWL, MO KOTOPbIM MNULiA NOCTYNaeT B Xenyaok,
MOXeT BbI3blBaTb W3XOTy, WX KUCNOTHbIN pedritokC. ITO COCTOSAHME TaKxke
HasblBaeTCsa racTpoasodareansHon pednitokcHon 6onesHbto (FMAPE). 3T1o npoucxoamT,
Koraa nporfnoyeHHas nva oTpbIrMBaeTCa BMECTE C Xeny404YHbIM COKOM 06paTHO B poOT
yepe3 nuweBoq (MblwedHas Tpybka, No KOTOpOM nuwa nonagaetr W3 [fOTKM B
Xenyaok). EwbTe noHemHory u yauwe, crapalTecb HaxOAUTbCS B BepPTUKarbHOM
nonoXxeHun Bo Bpems n nocne egpl. CnabocTb MbILWL FPYAM U XKUMBOTA MOXET NPUBECTH
K 3aTpyAHeHuo aedekauumn. 3To MOXeT NPUBOAUTL K 3anopam. 3anopbl MOryT BbI3BaTb
anapeto. Motpebnenne paumoHa, 6oratoro KnetyaTkoW, U OBUMbHOE MUTbE NOMOrYT
nsbexxaTb 3anopoB. Bcerga KoHCynbTUpynTechb ¢ Bawnm Bpayom, npexae 4yem Havatb
npuvem fekapcTs OT NOHOCa, 3anopa unm Npobrem co CTynom.

Bonpoc: A cnbiwan(a), 4To pauuoH, 6oraTbin 6enkKkom, nomoraetT nauyueHTam c
6onesHbio Nomne. YTo nssecTtHo 06 aTom?

OtBeT: lNuwa, 6oratas 6enkoMm, MOXET NOMOYb HEKOTOPbIM OETAM M B3POCHbIM C
nosaHen cpopmon 6Gonesnn [Momne. PaumoH ocHoBaH Ha Teopuu, 4TO OGonbliee
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notpebneHne 6enkoB mn xupa (MACO, AnWua, Cblp, Macrno) U MeHbliee noTpebneHue
yrnesogoB (xneb, nacta) MoxeT 3amennTb ocnabneHne Mo, KOTOPOE MPOMUCXOaUT
npyn obpasoBaHUN B KreTKax M3MULLKOB FfMKOreHa. 9T0 npoucxoguT noTtoMmy, 4to Bebl
orpaHu4MBaeTe KONMMYEeCTBO noTpebnaembix yrneBogoB (KOTOpble MNauueHTbl C
6onesHbto [Momne He cnocobHbl pacwennaTtb) U 3aMmeHsieTe ux Genkamm u xmpamu,
KOTOpble MOryT [OOSDKHbIM 006pa3oM WUCMONb30BaTbCA ANs MONydYeHus aHeprun. Y
HEKOTOPbIX MAUMEHTOB Takas AueTa AEUCTBUTENbHO ycununa Mbllwubl 1 No3BoOnuna
YNyYlWnTb BO3MOXHOCTb X0AuTb. Ho y 6onblunMHCTBa naumeHToB ¢ 6onesHbio Nomne,
Takasd aneTta He nokasana 3HauyuMTerbHbIX YyYLEeHUN.

MutaHue n Auvnetorepanus

Y nauneHTOoB C nosgHen opmon 6onesHn [lomne OCHOBHOW LENbl SABMASATCA
KOHTPONb:

1. YBenuyeHust HaKoNMeHus rMUKoreHa; un

2. YBenuyeHunsa ytunmsauum aMmHOKUCHOT.

Bbino oTmeyeHo, 4Tto OGoratas ©Genkamy nuwa (NpY NOHWXKEHHOM NOTpebneHun
YyrneBOAOB) B COYETaHMM C a’3pobuKoM MOXeT ObiTb Mofes3Ha HEKOTOpPbIM U3 3TUX
naumeHToB.c"@ 1 OGocHoBaHMeM NogobHoM popMbl TepanuK 3akmnio4aeTcs B MomnbITKe
CHWKEHWSI OTINIOXEHWI TTIMKOTEHA, YBENTUYEHUN YTUNN3ALMMN KUPHBIX KACIOT B MblLULIAX
N  OOHOBPEMEHHOW KOMMEHCauuMuM yBENUYEHWE OKUCIEHUA  aMUHOKWUCIIOT, YTO
Habnogaetca npu 6one3Hn Momne. duneta, 6oratas 6enkomMm, MOXeT ObITb XOPOLUMM
[OMONHEHNEM K (bepMEHTHOIN 3amMecTUTeNbHOM Tepanuu (G3T).Covinku 112

B uenom noggepxaHue xopowero nutaHusa ¢ ocobbiM akLUEeHTOM Ha MakpO3sieMeHThbI
(6enku, xup 1 yrneBoabl) U MMKPO3NEMEHTbI (BUTaMWHbI) — BaXKHO AN BCeX NauMeHToB
¢ 6onesHbio Momne.

Bonpoc: Kak moxeT anaHuMH u gpyrve nutaTtenbHble BewecTBa NOMOYb NOAAM C
oonesHbio NMNomne?

OTBeT: AnaHuWH — 3TO aMMHOKMCIOTa, KoTopas BXOAUT B cocTaB Genka (Tpebyetcs
ANna  nocTpoeHnss BonblumnHCTBA 6EnkoBbIX CTPYKTYp). HekoTopble wuccnegoBaHus
CBMOETEeNbCTBYIOT O TOM, YTO arnaHWH, KOTOpblIM JaeTcd B3pOCMbiM WU OeTsSM C
GonesHbto [lomne, gaet OGonblle 3JHEPrMM, ecrnv ero nNpuHMMaTb eXeoHEBHO B
HebonblMX Ao3ax. HecmoTps Ha OrpaHWYEeHHOCTb Hay4HbIX [daHHbIX, Bpayw,
noggepxuBarowime 9TOT MOAXOA, cyuTalT, 4YTOo pobaBneHve anaHuHa K auvete
no3BongAeT npefoTBpaTUTb ocnabneHve Mblly, NPy OTIIOXEHUWN FNUKOreHa B KneTkax.
AnaHuH 06bl4HO AOCTYNEH B BMAEe NOPOLUKa, KOTOPbI AobaBnseTcs B eqy.

Bonpoc: Ectb nu Kakme-nubo cneuuanbHble peKoMeHAauun, Kacawluecs
nuweBapuTenibHON CUCTEMbI/NMUTaAHUA, KOTOpble cneayeTt obcyautb ¢ Bawwumun
BpayamMu?

OtBeT: [la, pekoMeHZauMM B OTHOLIEHUWM NULLEBaPUTENbHON CUCTEMbI/MUTAHUS
crepyLume:
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e [lpoBegeHne  BUOEOMIIOOPOCKONUYECKOrO  UCCRNEeAoBaHMA  ANA  OUEHKM
ractpoasodareanpHoro pecdntokca, 4YTOObI pewnTb BOMPOC ynpaBrieHUs
nuTaHMeMm (4epe3 poT/4epe3 30HA) Ha WCXOAHOM YPOBHE M MNPU Hanuyum
KITMHNYECKMX NOKa3aHUN.

MutaHue n Auvnetorepanus

e (OO6ecneyeHne opanbHON CTUMYNSLMM U HENULWEBOrO COCaHUS Anst MrageHUeB,
KOTOpblE HE MOTYT NPMHUMATb MULLY Yepes poT.

e BHMMaTenbHbIi MOHUTOPWHI poCTa.

e (ObecneyeHve nuwun, 6oraton Genkom (20-25 %), N BHUMaHME K BUTaAMUHAM U
MUHepanam.

Bonpoc: YTto Takoe BUTaMUHbI 1 MOYEMY OHU HEOOXOAMMbBI HalleMy opraHu3mMy?

OtBeT: Haw opraHM3am Hyxgaetcsa B BUTaMUHaX ANA pPasfinyHbIX OMONOrmyeckux
npoueccoB, BKMYas pocT, NuuieBapeHue U (PyHKUMOHMPOBaHWE HEPBHOW CUCTEMBI.
Ectb TpuHaguaTb BUTAMUHOB, KOTOpble abCoMTHO HeobXoaUMblI OpraHuM3my: 3TO
ButamuHbl A, U, O, E, K u b (TvamuH, pubodnasuH, HMaUnH, NaHTOTEHOBAsA KMCNOTa,
61oTuH, BuTamunH b-6, 6-12 n ponunesas kucnora)

ButamuHbl genaTtca Ha ABe KaTeropuu:

e BopgopacTBopuMble BMUTaMMHbL: OTW BUTaMUHbl  JNErKO  yCBauBaloTCA
OpraHM3MOoM.

a. Komnnekc sutammHoB b n ButamuHa Ll sBnsaTca BogopacTBOPUMbIMUA.

b. BogopactBopMble  BUTaMWHbI  pacTBOPSAKOTCA B  BOAe U He
HakannuBalTCH B OpraHn3me, OHU BbIBOAATCHA MOYKaMW.

C. YuntbiBas TO, YTO 9TWU BUTAMWHblI HE HaKannMBalTCs B opraHmnsme, noam
HYy>XOakTCA B MOCTOAHHOM BOCMNOJTHEHUN 3TUX BUTAMNUHOB U3 MULLA.

L] )KVIpOpaCTBOpVIMbIe BUTaMUHbIL: OTU BUTaMUHbI MNOCTYyNnaKwT U3 Xenyao4dHo-
KMWEYHOro TpaKta nMnpu TMnoMown XeEN4YHbIX KUCIOT, KOTOpble ABNAKOTCA
XNOKOCTAMU U UCNONb3YHTCA ON1A YCBOEHUA XUPOB. OpFaHl/I3M 3anacaeTt 9Tun
BUTAMMHbI B HEOOXO4MMOM KONUYECTBE.

a. Butamuubl A, [, E v K aBnsaioTcs XnpopacTBOPUMbIMU BUTAMUHAMN

b. >KVIpOpaCTBOpI/IMbIe BUTAaMUHbI PaCTBOPAKOTCA B XUpe N HaKannBakTCA B
ned4eHn wun XUPOBbIX TKaHAX; OHWU BbIBOOATCA HaMHOIo wmearneHHee
BOOOpaCTBOPMMbIX BUTAMUHOB.

C. OTM BUTaMMHblI HaKanmMBalTCsA, MO3TOMY HET HeobXOoAMMOCTM B UX
eXxegHEBHOM Npueme C NULLEN.
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B pomee

d. XXupopactBopumble BUTaMUHbI HaKansMBalTCA U XPaHATCS ONMTENbHOe
BpeMS, NO3TOMY CyLLEeCTBYET PUCK MHTOKCUMKALMM ISTUMWU BUTAMUHaMM, B
OTNMYMe OT BOLOPACTBOPUMBLIX BUTAMWHOB B Criydae MX WU3ObITOYHOrO
notpebneHus.

MutaHue n Auvnetorepanus

Bbl MoXeTe nonyyaTtb BUTaMuHbl BMECTE C NuLien (OHW cogepXaTbCs B NPOAYyKTaXx,
koTopble Bbl notpebnsiete), a Takke Balw opraHusm camMocCTOATENbHO MNPOM3BOAUT
BuTamuHbl [ n K. JTioaam, KoTopble NpuAepXMBaOTCS BereTapuaHCcKon AneTbl, Takke
MoXeT TpeboBaTbCsA AOMOMHUTENBHO Nony4YaTh BUTaMnH 612.

HasBaHue OcHoBHble hyHKLUUM BUTAMMHA: JTOT BUTaMUH
BUTaMMUHa: coaepxutcs B
npoaykrax:
Butamuu A ButamunH A nomoraet BUaeTh B ButamuH A: NeyeHb,
TemHoTe. OH cTumynupyeTt MOJIOKO N MOSIOYHbIE
BblpabOTKy U OEeNCTBUE NENKOUUTOB. | NpoAayKTbl, 0boraleHHble
YyacTByeT B PEKOHCTPYKLNN BMTaMUHOM A, macrno,
CTPYKTYpbl KOocTen. ButamunH A LenbHoe MOJIOKO, Cbip,
nogaepXuBaeT KNeTkn aHaoTenus SAYHbIN XXENTOK.
(KkneTku, KoTopble NOKPbIBalOT NMpoButamuH A: MopkoBb,
CBEpXy pasHble OpraHbl OpraHmMamMa) | 3efeHONUCTHbIE OBOLLN,
B 340POBOM cocTosiHUW. PerynupyeT | 6aTaT, ThikBa, kabayku,
pOCT 1 AerneHue kneTok. beta abpurKoChbI, ObIHS.
KapoTUH siBNSieTCH aHTUoKcuagaHTom | Jlydwe Bcero npuHMmMmaThb
N MOXEeT 3alumwaThb OT paka. MYnbTUBUTAMUHBbI,
cogepxawime ButamuH A B
dopme 6eTa-KapoTuHa.
Butamun [ ButamuH [] HyXeH ansa ycBoeHus un Butamun [] cogepxutca
COXpaHeHus kanbuusa n pocopa B | nuwb B HEGOMNbLIOM
opraHusme, KOoTopble O4eHb BaXHb KOnuyecTee NULLEBbIX
OS5 CTPOEHUS U pocTa KOCTHOW NPOOYKTOB. XOpOLUNM
TKaHw. JlabopaTopHbie MCTOYHUKOM MOTYT CIY>XUTb
nccnenoBaHUsS Takke NoKasbliBalT, | MOJSIOYHbIE NPOAYKThI U
4YTO BUTAMUH [1 TOPMO3NT POCT U cyxue 3aBTpaku (1 1e, n
AerneHne pakoBbIX KIEeTOK U urpaet | Apyrue oboralleHHble
Ba)KHYIO pONnb B NpeaoTBpaLleHnu BuTammHom [1). Butamun [
NHPEKLMNOHHBIX 3a60neBaHun. TaKxXe COOePXUTCA B
XMpPHOW pbiGe (Nnocockb K
TYHeL).
ButamuH E ButamnH E aBnsetcs XopoLwnmMm UCTOYHUKaMU
aHTMOKCMOAHTOM U 3awumwaeT BUTamMuHa E mMoryT cnyxuTb
OpraHvu3M OT NOBpPEeXaatoLLmnX NoACcoNHeYHoe Macrio,
cBobogHbIX pagukanoB. CBoboaHble | cadhriopoBoe Macro,
paguvkanbel MOryT nospexgaTb canaTbl C 3arnpaBKou Ha
KNEeTKW, TKaHW 1 opraHbl. CYnTaeTcs, | OCHOBE NOLCOSTHEYHOro

1IPA www.worldpompe.org

7
Asryct 2005 r. Kog 002

lMepeBoa ¢ aHrnumnckoro si3bika — Pef. oT uoHs 2022




B pomee

MutaHue n Auvnetorepanus

4YTO OHW UrparoT Posb B
dOopMMPOBaAHUM HEKOTOPLIX
3aboneBaHUn, CBA3aHHbIX C
npoLeccom ctapeHus. Butamun E
TaKkkKe BaXKeH B npouecce
dOpMUPOBaHUSA SPUTPOLUTOB U
noMoraeT opraHmM3My UCNosib30BaThb
BUTaMmH K.

mMacna, MMHOAarnb, CEMEYKN
NOACOSIHYXa, OPEXOBOE
Macrno 1 TeMHonNncToBas
3eneHb. ButamuH E MOXHO
HanTW B CnegyoLwmx
nNpoayKTax: npopocLuemn
nweHuue, Kykypyse,
opexax, cemeykax,
onuvBKax, LWnmHaTe u
Apyrov TeMHONUCTOBOM
3eneHu, cnapxe,
pacTUTENbHbIX Macnax
(KyKypy3HoM,
NOACOSTHEYHOM, COEBOM,
xnonkosoMm). MpoaykTsl,
N3roTOBIEHHbIE N3
BblLLUEeyKa3aHHbIX pacTeHWHN,
Takke OyayT cogepxartb
BUTamMuH E (Hanpuwmep,
MaprapuH).

ButamuH K ButamnH K nomoraet 4-m 6enkam n3 | ButamuH K cogepxutca Bo
13, KOTOpbIE Y4acTBYHOT B MHOMMX NPOAYKTaX, Takux
cBepTbiBaHMM KpoBu. ButammnH K Kak 3efieHb nuuesas
TaKke y4dacTByeT B rnpotecce (kanycTta, nucrosas
MOCTPOEHUS KOCTW. kanycTa, 6pokkonu,

Gproccenbckom kanycTe,
neTpyLLKe) 1 YacTo
MCNONb3yeMbIX B
KySIMHapUn pacTUTeNbHbIX
macrnax. HekoTtopble (HO He
BCE) MyIbTUBUTAMWHbI
TaKkKe UMEeT B CBOEM
coctaBe Hebonblune
Konuyectsa ButammHa K.

ButamuH U Butamun Ll vrpaet BaxHyto ponb B | OTIIMYHBIMY UCTOYHUKAMU

(ackopbuHoBas npepoTBpawenHnn unHdekunn. OH | BuTamnHa L sensatoTcs

Kncnota) Takke aBnsieTcs CUMbHbIM | LLUTPYCOBbIE UM COK
aHTMOKCUOAHTOM, KOTOPbIN MOXET | LUTPYCOBLIX, AroAbl,
HenTpanMsoBaTb onacHble | 3eNeHbI UMM KpacHbIN
cBoboaHble paaukanbl. Butamun L | nepeu, Tomatbl, 6pokkonn
nomoraet B dopmupoBaHum | 1 WwWnmuHat. MHorue Buapl
KonnareHa — TKaHW, KoTopas | CyXnX 3aBTPaAKOB TaKXe
Heobxoauma Ans 340pOBbsA KOCTeW, | CoaepaT BUutamuH L.
3yboB, [OeceH U  KPOBEHOCHbIX

1IPA www.worldpompe.org
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MutaHue n Auvnetorepanus

COCyaoB.

TnamnH (B-1)

lMomoraeT BbICBOGOXAATb AHEPTNIO
13 nuwm, cnocobecTeyeT
HOpManu3auum anneTuTa; BaxeH
AN NpaBUbHOMO
dPYHKLUNOHNPOBAHUSA HEPBHOW
CUCTEMBI.

E>xeqHEeBHbIM NCTOYHMKOM
TMaMuHa CNyXWUT roBaguHa,
NMBHbIE OPOXOKM, BOBOBLIE
(606bI1, YeueBunLa), MOSOKO,
opexu, CBMHMHA, OBEC,
anesnbCUHbI, PUC, CEMEYKM
M NweHnya,
LeNbHO3epHOBbIE 3MNaKn U
apoxokn. B nHgyctprnansHo
pa3BUTbIX CTpaHax
NpoAyKTbl U3 6enoro puca
nnun 6enon Mykn 4acto
oborawalTcsa TMaMUHOM.

PubodnasuH
(B-2)

PubodnasnH pabotaeTt BMecTe C
ApyrMMn BuTammuHamu rpynnsl 6. OH
TpebyeTca Ansa pasBuTus
opraHusma, opMnpoBaHNA
SpUTPOLMTOB, a TaKKe NomoraeT
BbICBOOOXXAATb 3HEPIUIO YINEBOOOB.

Copepxuntcs B MOCTHOM
Msce, anuax, 6000BbIX,
opexax, 3eNeHOSTIUCTHbIX
OBOLLAX, MOJIOKE "
MOJTOYHbIX NMpoAyKTaXx.
Xneb 1 Kpynbl Takxe YacTo
oborawjatoTcs
pnbodnaBnUHOM.

HwauwnH (B-3)

[MpeobpasyeT 3HepPruo 13 Nuu,
cnocobCcTByeT NULLEBAPEHNIO,
XopoLueMy anneTuTy, 340POBbI0
KOXW N HEPBOB.

HwaunH nomoraet B
PYHKLUNOHNPOBAHUN
NMLLEBapPUTENBHOM CUCTEMbI, KOXN
n HepBoB. OH Takke BaXeH npu
NpeBpaLLeHNN NULLM B SHEPTUIO.

lMeueHsb, pbiba, NTMua,
MSICO, apaxuc,
LeNbHO3EPHOBLIE U
oboralleHHble NPOAYKThI.
HuauwnH (Takke N3BeCTHbIN
kak BUTamMuH b-3)
MNPUCYTCTBYET B MOSTOYHbIX
npoaykrax, pbibe, ntuue,
NMOCTHOM MsiCe, opexax u
anuax. bobosbie n
oborauieHHbIN xnebd n
Kpynbl TaKKe cogepxar

1IPA www.worldpompe.org
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MutaHue n Auvnetorepanus

HEKOTOpOe KONM4YecTBO
HUaumHa.

ButamnH b-6
(NMMpUOOKCKH)

Butamun B-6 yyactByeT B
meTabonmame 6enkoB, yCBOEHMUM,
cnocobcTByeT hOpMUPOBAHMIO
3pUTPOLMTOB, MOMOraeT OpraHu3my
MCMNOMb30BaTb XMPbI.

XOpOoLUMM UCTOYHUKOM
BUTamuHa b-6 cnyxat
oboralleHHble 3MaKku,
6060Bble, KyprHOE MSCO,
pbiba, a TaKkke HeKOTOpble
dPYKTbl 1 OBOLLN.

donat (dponuesas
kucnota)

YyacTtByeT B MmeTabonuame 6enkos,
dopMMpPOBaHUM IPUTPOLINTOB.
MpenoTBpawaeT BpOXAeHHbIE
AedeKkTbl N03BOHOYHMKA, FOSTOBHOMO
MO3ra; CHUXaeT YPOBEHb
roMouucTeMHa 1 TeM cCambim
CHUXXaeT pUCK cepaeyHo-
cocyaucTbix 3abonesaHui. Hu3koe
cogepxaHme ponneBoun KUCNOoTbI
MOXET NPUBOAUTL K BPOXOEHHbLIM
nedekram, spina bifida
(pacwenneHve NO3BOHOYHMKA) U
aH3HUedanmu.

MHorve npoaykThbl
ABNAIOTCA NPEKPaACHbIM
MCTOYHUKOM (ponuneson
KNCNOTbl — PPYKTbI U
OBOLUMU, LieNIbHO3epHOBbIE
npoaykTbl, 6060BLIE, Cyxue
3aBTpaku n oboralleHHble
3r1aku u NpoayKTbl U3
3/1aKOB.

ButamuH B-12

YyacTtByeT B (popmMumpoBaHum
reHeTU4eCcKoro Mmartepuana;
nomoraeT B )OpMUpoOBaHUU
HOpPMarbHbIX 3PUTPOLINTOB,
nogaepXuBaeT HEPBHYIO CUCTEMY.

CopoepXuTcs TONbKo B
NPOAYKTaX >XMBOTHOIO
NMPOUCXOXOEHUSA: MSICE,
neyveHun, noykax, polbe,
AnLax, MOJiIoKke n
MOJSIOYHbIX NPOAYKTaX,
yCTpULax, MOSTHOCKax.

[MaHTOTEHOBasA MaHTOTEHOBas kucnota TpebyeTtca Hebonblune konnyectea
Kucrnota Ansa popMnpoBaHNsa KO9H3UMa-A NaHTOTEHOBOW KUCIOTbI
(Co-A) 1 oyeHb BaxHa npu cofepxarcs no4yTn B
meTabonmame n CUHTE3€e YyrneBoaos, | Nobon nuule, HO B
©enkoB 1 XNpPOoB. GonbLlen CTeNeHn B
LeNbHO3EePHOBbIX
npoaykTtax, 6060BbIX,
anuax, Mace 1 MaTOYHOM
MOJIOYKE.
Bb1oTuH BuotnH TpebyeTcsa ons pocta CopepXxntcs B nNeYeHu,

1IPA www.worldpompe.org
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MutaHue n Auvnetorepanus

KIETOK, CeKpeLnn XNPHbIX KNCITOT U Nno4vykKax, ANHYHOM XKerTKe,

meTabonuama X1Upos u MOJIoKe, OONbLUMHCTBE
aMWHOKUCIOT. CBEXWX OBOLLEN, a Takxke
npoayumpyetca

BGakTepusMn xenyao4yHo-
KULLIEYHOrO TpakTa.

Foe HanTu aononHUTEenbHY UHdopmauuto
Cwm. pasgen «bonee nogpo6Has nHcpopmaumsa»

Ccbinka 1 PykoBogCTBO MO AMAarHoCTuke u nedeHunto 6onesun MNomne
https://www.ncbi.nlm.nih.gov/pmc/articles/PMC3110959/

Pabouas rpynna AmepukaHckon konnerum megmunHcknx reHetukos (ACMG) no neyenmio 6onesHm Momne: Mpusi C. KuwHanm (Priya
S. Kishnani), Bpay, ' Po6ept [. WTaitHep (Robert D. Steiner), Bpauy (pykosoanTens rpynnsi), 2 Aukwa Bann (Deeksha Bali), kavgnaat
Hayk, ' KenneT Beprep (Kenneth Berger), Bpay, 2 Bappu [x. BépH (Barry J. Byrne), Bpad, kaHamaat Hayk, 4 Jlopa Keiic (Laura Case),
duanotepanesT, ' xon ®. Kpoynu (John F. Crowley), lopucT, MarucTp 4enoBoro aaMMHUCTpUpoBaHus, ° CtueeH [dayHc (Steven
Downs), Bpad, ® P. PogHu Xayann (R. Rodney Howell), Bpay, 7 Puuapa M. Kpasuy (Richard M. Kravitz), Bpau, ' IkoyaHH Makm
(Joanne Mackey), Accoumaums kaHanckux meacectep (CPNA), ' le6opa MapcaeH (Deborah Marsden), 6akanasp MeanUmnHbI 1
6akanasp xupypruu, 8 AHHa Mapus MapTuHc (Anna Maria Martins), Bpad, ® Aasua C. MunnunrtoH (David S. Millington), kanampat
Hayk, ' Mapk HukonuHo (Marc Nicolino), Bpay, kaHanaart Hayk, '° Feen O'Tpenamn (Gwen O’Grady), MarucTp ryMaHuTapHbix Hayk, '
Mapk K. Mattepcon (Marc C. Patterson), Bpay, uneH KoponeBcKoii aBcTpanuiickoii Konnerum spaden obuiein npaktukm (FRACP),
Oosna M. Panonopt (David M. Rapoport), Bpau, 2 Anbdpen Crionunm (Alfred Slonim), Bpau, ™ Kaponuu T. Cnencep (Carolyn T.
Spencer), Bpay 4, Cuntua Ox. TuddT (Cynthia J. Tifft), Bpay, kaHauaat Hayk ™ u Maiikn C. YoTcoH (Michael S. Watson), kaHaunaat
Hayk 1°

Ccbinka 2 dusnyeckme ynpaxHeHus OTAeNbHO MU B COYETaHUN C BbICOKOOENKOBOWM AMETON Y NaUUeHTOB C MO3AHUM Ha4Yanom
6ones3Hu MNomne: pesynbTaTbl NEPEKPECTHOrO NCCeAOoBaHNS
https://pubmed.ncbi.nlm.nih.gov/32505193/

AnHanusa Ceku (Annalisa Sechi)?, Nlykpeums Oaykkapennu (Lucrezia Zuccarelli)2, EpyHo paccu (Bruno Grassi)2, Puta
Ppangxamope (Rita Frangiamore) 2, Pamona le AMuunc (Ramona De Amicis) 4, Maypo Mapuopatu (Mauro Marzorati) 2, Cumone
MNopyennu (Simone Porcelli)®, AnHaputa Tynnumo (Annarita Tullio) ¢, AHHa Bakko (Anna Bacco)?, Cumona Beptonu (Simona
Bertoli)#, Anopea Japauc (Andrea Dardis) &, Nlea BuasytTu (Lea Biasutti) 2, Mapusa Bap6apa Masanuan (Maria Barbara
Pasanisi) 2, [pauuns Jesumkmnu (Grazia Devigili) 2, BpyHo Bem6u (Bruno Bembi) 8

AOma 6powrpa paspabomaHa c uenbro rnpedocmasreHuss obweu UHpopmayuu,
Kacaroweucsi 6onesHu [lomne u ecel conymcmsywoweld memamuku. OHa
pacripocmpaHsemcs Kak obwedocmyrnHoe 6ecrinamHoe u3daHue MexdyHapodHou
Accoyuayuu 6onesHu [lomne, ¢ noHuUmMaHuem moao, 4Ymo MexdyHapodHas
Accoyuauyusi 6onesHu [lomne He cmasum rneped cobol uerb MOOMEHSIMb
MeOUUUHCKUe U Opyaue npogheccuoHarbHble Ccryxbbl. MeouyuHa nocmosiHHO
usmeHsiemcsi briazodapsi ripoepeccy Hayku. Yenoseuyeckue owubKku U U3BMEHEHUS 8
npakmuke Oesniarom HEBO3MOXHbIM MaKcuMaslbHO MOYHOE U3/I0XeHUe OaHHbIX.
Tpebyemcss noomeepxxOeHue rnpedcmasrieHHol 30ecb UHopMauyuu u3 opyaux
UCMOYHUKO8, npedrnoymumesibHo om Bawezo epaya.
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