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CvHapombl gedbMLunTa MOHOAMUHOB
(S. Stahl, 2005)




KpeTuHusm (runmorupeos)
-

SHAEMHUUYECCKMM - BOZHUKAET
BHYTPUYTPOOHO 1 pa3BUBAETCA Npu
AeuunTe MOAA B OPraHu3mMa unu npu
HaNMYME CTPYMOreHHbIX BEWECTE B MULLE.
BO3MOXKHA reHeTny4eckas
npeapacnonoOXeHHOCTh. BCTpeyaerca Ha
3HAEMUYHBIX NO 300y panoHax. Yaiue scero
PA3BMBAETCHA B CEMbAX, B KOTOPbIX UMEETCS
Opaku Mexay KPOBHbIMKU POACTBEHHUKAMM

cCnopaguieCcKMM - pa3BnBaeTCa B
pe3ynbTate HaCNeACT BEHHbIX AE(EeKTOB
(PEPMEHTHBIX CUCTEM, KOTOPBLIE
obecnevymnBalT NPOAYKUNIKD TUPEOUAHBIX
ropMoHOB. CBAA3aH € 3MOPUOHANIbHBIMK
HapyweHusaMu (opMnpoBaHus
LWMTOBUAHOM XKene3bl. PA3BMBAETCA B
nobon MECTHOCT K.
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['omoresTA3uAOBAA ManennaeroykcycHas
KHCJIO0Ta KHCJI0TA

HepocTtatouHocTb oepMeHTa oKcugasbl FOMOreHTU3HOBOW
KUCMOTbl NPUBOANT K 3KCKPELLUK BONbLINX KONTMYECTB 3TON
KUCMOTbI C MOYOW 1 HAKOMMEHUIO NMUrMeHTa (OKUCNEHHas
FOMOTEeHTU3NHOBAY KIC/I0Ta) B COeANHUTENIbHOW TKaH N
(OXpOHO3).

Yepea MHOro net oXpoHo3 obycnoBnnBaeT pas3BuTne ocobon
coopMbl JereHepaTtuBHOro apTpura.



TuposnHeMu#

Hapyuienusi karabosii3ma TUpO3MHa B IeYeHU MPUBOJUT K

TUPO3UHEMUHU U TUPO3UHYPpUHU. PasinyaloT 3 TUlla THPO3UHEMUN:

1) Tuposunevus Tuna 1 (Tuposunos). [Ipuunna — gedekr
(pepmeHTa (pyMapuialeToaleTaTruposiashl.

KimmHuyeckue MposIB/IEHUsI Y HOBOPOXAEHHBIX — Juaped,
pBOTa, 3a/iep)KKa B pa3sBUTHH. be3 jiedyeHua JeTH norubaioT B
BO3pacTe 5-8 MecdAleB KM3-3a pa3BUBAIOLIENCA HEAOCTaTOYHOCTH
MevyeHmu.

st edyeHuss WCHOJB3YIOT JUeTy C  TIOHWKEeHHBIM
cojiepXKaHyieM THpO3¥Ha U (eHN/Ia/laHNHa.

cb_\’ MapuialeroaleTrarriaposjiasa

l ____—~®ymapar
T Aneroarjerar’

dymapuiaijeToaleTaT




Tupo3unemun

2) Tuposunemuss tuna 2 (Cungpom Puxsepa —XaHXopTa).
[IpuuuHoii sBasiercst AedeKT (PepMeHTa TUPO3UHAMUHOTPAHC-
(epasnl. g 3a00meBaHusl XapaKTEpHbI MOPAKEHUS IJ1a3 U KOKH,
yMEPEHHasi YMCTBEHHAs OTCTaJOCTh, HApPYIICHUS KOOPAUHALUSA

ABHIKCHHUH. TuposuHAMHHOTpaHCcd epasa

THUP I » N-TIJIPOKCH(]EHIITIIPYBaT

3) TuposzuHeMuss HOBOPOKIECHHBIX (KpaTKoBpeMeHHas1). [Ipuuuna
— nedexT pepMeHTa I-TUIAPOKCU(EHUIIUP yBaTAUOKCUTeHa3bl. B
KpPOBHU MOBBIIIAETCA KOHUEHTpalusl M-ruJpokcudeHusaerara,
TUpPO3UHA U (PEeHUITaTaHUHA.

N-THIPOKCH( HITITH-
PYBaTIHOKCHI €Ha3a

=T I‘IHPOKCI‘I(i)eHIUImIPYBaT I » | oMoOreHTH3HIHOBAg K-Ta

[Ipu neyeHnn Ha3HA4aIOT MaNOOENKOBYIO AUETY U BUTaN@H/(Shared:
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/ CUHAPOM
= MPUBOAMT K CMHTE3y BUTaMMHA PP
Aencreme cepoToHOHMHa:
(HMKOTHMHOBasA KMCAOTA, KOpepMeHTbI
Arperauua TpomboumTtos, HAA+
’

noAmmepusaumsa pubpuHa,
CTUMYAMPpYIOLLEE AEUCTBUE
Ha FAAAKYIO MYCKYAaTypy
COCYAOB,

KMLLEYHHUKA, OBpOoHXOB.

Aeduuur: 6eccoHHmua,
HEBpPO3bl,

Aernpeccum




O6mMeH TpunTodaHa

BoAe3Hb XapTHyna meTtaboAnyeckmnnt AedbeKT CBSA3aH BPOXKAEHHbIM HapyLUEHUEM
BCACblBaHMA TpUNTOdaHaB KUlievyHMKe U peabcopbumnm TpuntodaHa n TpuntTodaHa u
MPOAYKTOB €ero obmMeHa B MNoYe4HbIX KaHaAbLLaX.

OcHoBHbIM NposiBAEHUEM BOAE3HU, MOMUMO MEAAATPONMOAODOHbIX KOXKHbIX
MOpaXKeHUM, MCUXUYECKUX PAaCCTPOMCTB U aTaKCMM (HapyLLeHME KOOPAMHALIUU
ABUXKEHUSA), CAYXKUT rMNEepaMMHOALUAYPUS (MOBBILLEHUE KOHLLEHTPaLMM
MHAOAMAALETaTa U MHAMKaHA (PADC+uHAOA) B Moye). [1o xMMmnyeckomy cocTaBy
MHAOAMATNIPOU3BOAHBIX B MOYE U KPOBU MOXKHO CYAUTb O NpUpoae boaesHu
(KapunHOMAHaA onyxoAb, GEHUAKETOHYPUS U AP.) U O MEXaHM3ME HapyLUEeHUS
obmeHa TpunTodaHa, YTO Ba)KHO AASl MOCTAHOBKM NMPaBUABHOIO AMArHO3a U
NMPOBEAEHMSA AAEKBATHOIO A€YEHMUS




I/IHZ!I/IKAHYPI/I}I (BOJIE3Hb_«T'OJYBBIX MEJEHOK»)

NHaukaHypusi- HApyluieHue BCachblBaHUs TpUunrTogaHa B
KHUILEYHUKE ¢ 00pa3oBaHUEM M30bITOYHOI0 KOJUYECTBA UH/I0J1A,
KOTOPbIA BCACHIBACTCH, OKHCIACTCH, CYJIb(pUpyeTcsa U

on 0- 303H / 080K
» + ADC —'

NH

Vinaon Wnpoxeun VIHoKCUnCEpHasn JKMBOTHbIN
wenoTa MHAWKaH




[Tpoucxon
XUpoBou
rOJIOBHO

NenumnH
U3onenumH
BanuH

rny

AnpmoTpascdepasa
AMK ¢ paseeteien-
HOMH LeIbI0

a-KeTouzokanpoar

a-KeTo-§-MeTUnBanepuar /'/

a-KeTousosanepuar

CO,

JeruaporeHasHbIi
KOMILTEKC (t-KeTo-
KHCJIOT ¢ Pa3BeTR-

JIEHHOH LIeITb10

If a galactosemic
infant is given milk,
unmetabolized milk
sugars build up and
damage the liver, eyes,
kidneys and brain

Auun-KoA-
NPOU3BOAHbBIE
KUPHBIX KUCNOT




bone3Hb KneHoBoro Cupona

BPOXAEHHbIV AeeKkT meTabonnama aMMHOKUCIIOT,
NPUBOASALLMN K MNOSIBINIEHMIO B MOYe OOMbLLOro Konn4yecTasa
BanuvHa, nevumHa, n3onenumHa n annonsonenumHa,
BCNeACTBME Yero oHa NpnobpeTaeT 3anax KneHoBoro cupona.

HacnencreeHHoe 3aboneBaHne ¢ ayTOCOMHO-PELIECCUBHBIM TUMOM
HacnegoBaHus. Bectpeyaetcsa ¢ wactoton 1 Ha 120-300 ThIC.
HOBOPOXXAEHHbIX

[MepBUYHbIN BUOXuMuYeckun ged ekt 3akno4aeTcsa B OTCYTCTBUN
NN PE3KOM CHUXXEHUUN aKTUBHOCTU (PEPMEHTHON CUCTEMBI,
obecneynBatoLLEN OKUCNUTENBHOE AeKapOOKCUNMPoOBaHUE TPEX
aMWHOKUCIIOT - NenuunHa, n3onenymHa u BasimHa.

B pesynerare B opraHu3me HakanssmMBarTCAa 3T aMUHOKUCOThI U
UX npenLuecTBeHHnkU. Hanbonee natoreHHO HaKonneHue
nenunHa.




3a0o1eBaHNe HAYUMHACT NPOSABJIATHCH Yepe3
3-14 nHeu mocJie poxaeHUs pedeHKa:
MAJIbIII OTKA3bIBACTCH OT MUIIH, THUXO
IJ1249€T, MOT'YT OBITh YaCThl¢ CPLITUBAHUSA U
naaxe psora. Eciia He oOpaTuThCes 3a
Bpa4ye0HOM MOMOIIbIO, MOT'YT Pa3BUTbLCH
NMOJACPruBaHUs OTACJbHBIX TPy MBIIIIII,
MbIIICYHBIA TOHYC YBEJIUYNBACTCS, B CBSI3H
C YeM BCe TeJIO BHITATUBACTCSH, 2 HUKHUE
KOHEYHOCTH CKPEUIMBAKTCS.

Ipu Tsi2xes1IoM Te4eHUH 00JIe3HU MOTYT
HACTYIIMTH HAPYUICHUS AbIXaHUS U
CO3HAHMS, U, €CJIM C NePBbIX HeAeb KU3ZHH
JIeYeHHe He MPOBOANJIOCH, IIPOTHO3
3a00/1eBaHus IJI0X0H. Takue 1eTH pe3Ko
OTCTAKT B BeCe U ICUXOMOTOPHOM
Pa3sBUTHH.

KNeHOBOro cup
NIeunHO3

lNposiBneHne 6ones3Hu:
yBeJfin4eHue nevyeHu,
noyeyHass He4OCTaAaTOYHOCTD,
KaTapakra,

NoBpexaeHne ronoBHOro
MO3ra,

noBpexaeHue Kocteu



HaDYLIJEH WA CUHTE3a MOYEBUHBDI

MMNEPAMMOHMEMMSA
I Tmma

.. EapGamomn-
Kap6Gamousn- ocar *ZAD 2R

gocgam-
cCuNmemaa TMNEPAMMOHMEMMSA
OpHUMUNH- il Tama

xapGasousn-
H,N _(I:I —NH, mpancgepasa
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H,0

APrHHMH LM YA MH

acmaprar

gymapar AT®

apausH-
CYRQuUNam-
nuaza

ap2uUHuUn-
Cyxy UHam-
cuNmemasa

APIMHMHAIHTAPHAS aprMHMH-AHTapHan LM TPYIUTMHE MMS
AMMHOALMAYPMSA




