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IIntaTenbHble BCIHICCTBA U UX Cl)yHKIIHH

OpraHuyeckue DyHUNM
BeulecTBa

CtpoutenbHas,

hepMeHTaTUBHaA,
ABUratenbHas, 3alWuTHas,
TPaHcnopTHas,
3HepreTnyeckas

CTpouTenbHas, 3aluTHas,
aHepreTuyeckas, —
TepMoperynsaTopHas

CrpoutenbHas,
Yrnesoapbl P sHepreTuueckan, 3awuTHaR
|

DYHKLUKN BenKoB, XUPOoB 1 YIMeBoA0B.




[anakTo3emMuna — HacneacTBeHHaa natornorus oobmeHa
BELLECTB, 00ycnoBneHHasi He4oCTaTOMHOCTbIO aKTUBHOCTU
depMEHTOB, NPMHMMALOLLNX y4acTne B metabonuame
ranakTos3bl.

lanakrosemMmus B TUMUYHBLIX CIlyvasix BO3HUKAET C
NepBOWN HEOENN XXN3HU, OBbIYHO Yepes3 HECKOSTbKO AHEN
rnocrie BCKapMnmBaHUA MOMOKOM.

aHopekcul
COOTBETCTBYHOLLLE
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[leyeHb
Bckope KOHCUCTEeHL S NeYeHn CTaHOBUTCA MMOTHOM U
pasBMBaETCS HACTOALLMM LMPPO3. YBENNYNBAETCA TaKXe U
ceneseHka. B ganoHeuwem pa3BmBaeTCs acunT, OTEK HUKHUX
KOHEYHOCTEN M KonnaTeparnbHoe KpoBoobpaLleHMeE.
YxyaLuatoTcs pesynbratbl YHKUMOHANbHbIX NPob nevyeHu. K
4—10-MYy OHIO HApacTaeT XenTyxa, KoTtopasd AepXXUTcH B
TeYyeHne HeCKOSNbKuUX Hegenb. Bcneacrteue 3a|V|e,qneH|/|;|
BEPTbIBaHMS KPOBM NOSABNAKTCA KPOBOMSNNAHNA HA k
bIX 0060novkax. Obuiee cocTosaHUE yxya
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GALACTOSEMIA

Productos lacteos

Lactosa (azucar de la leche) de productos lacteos Lactosa (aziGcar de la leche) de productos lacteos

| |

Glucosa + Galactosa Glucosa + Galactosa

N N\

Acumulacién de galactosa

J 1

Energia

Energia para el cuerpo

para el cuerpo




[lnarHocTtuka 3aboneBaHNsa 0OCHOBaHa Ha KIMMHUYECKUX
AdHHbIX U 06Hapy>|<eva|

[lonHoe UCKITtoYeHe ranakTo3bl U3 MUTaHUA KOPEHHbIM
00pa3oM N3MeHsAET TedeHne 6ore3Hn. bbICTPo ncyesarT
paccTpounCcTBa NuLLIEBapeHns, HapacTaeT BecoBas KpuBas,
nyyLuaeTcs oblliee CoCTosiHME, McYe3atoT ranakTo3ypus,

SYMUHYPUSA U rTunepamMmmHoaunaypus. A1 NneYeH
YIYYLLAETCs Ye . B; A@Xe LIMPPOTUYECKUE
N3MEHEHNS B MeYeHN MOryT UHOrAA NpeTepnesaTh obpaTHoe
pasBuTue.



MoepexaeHne ronosBHOro MO3ra

KarapakTa

\ MNoepexaeHne KocTen
<\ NospexAaeHUe NeYeHn

MoepexaeHune Nno4ek
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Harpy3ka rnoko3oun npu ranakrosemuu gaet
HOpMarnbHble caxapHble KpuBble. YPOBEHb
bunnpybuHa B KpoBM DONbHbIX 3@aBUCUT OT
NHTEHCMBHOCTMU XENTYXU; 0AHaKO PyHKLMOHANbHbIE
Npobbl nevYeHn 0ObIYHO AatoT HEBOSbLLUNE N3MEHEHUS
faxke y 60MnbHbIX C LIMPPO30OM neYeHn. B ganbHemnLLe
ST OTMEYaTbCH rNMNonpoTpomMbuHeMust.
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PaccmaTtpuBas otaarnieHHbI NPorHo3 npu
ranaktosemMumn, cregyet NOMHUTb, YTO Y
3HAYUTENBHON YacTW eTEN pa3BMUBaAETCHA CTOUKAS
NedunbHOCTb.

Xapaktep nopaxeHusi nedeHn gaxe B paHHUX
CTagusix pa3BuMTUSA NaToNorM4YecKoro npowecea
MOXET ObITb ANarHOCTUPOBAH NPU NYHKUMUO
Buoncun. o
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[ IMKOreHos - rpynna 3a6os1eBaHUM, NPMU KOTOPbIX
HapyLlalTca BUOCUHTES MIMKOreHa M1 ero
yTMAn3auma. [nMkoreHoBas 60/1€3Hb
COMPOBOXJAETCA U36bITOYHBIM HAKOMIEHUEM
r/IMKOreHa B K/JIeTKax, 0/lHaKO NP HEKOTOPbIX
dbopMax ee cofep:kaHMe rMIMKOreHa B TKaHAX He
MEeHsAeTcH.

B CBA3M C YEM
BbIAE/IAOT NeYEHOYHO-TUMOrIMKEMMYECKYIO
I, VI) u MbllieyHyto (Tinbl V, VII) dopMbl
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THAIILI TJIMKOTEHO30B "1

TaGawmua 1
MX XAPAKTEPHUCTHHKA

Tan raMKorenassa,
Hassanue, CHMHOHMMbLI

DepMenT ¢ Hapy-
NIeHHON aKTHMBHO-
CTHIO

CrpykTypa
ramKoresa

OcHOBHLIC OPranbl,
THAHM M KJIeTKH,
AenOoHnpyloumme

rIAMKOICH

Herxoropnie GmoxuMmueckKne
noxasareyan

ITpuMmeszanne

run. Boneans I'm E re-
pedpoMerajibHbl PANKO-

| fl ran. Boaeansn 1lomne,
PpaAnM30oBaHHbBIi  rIamKore-
3, cardiomegalia glycoge-

man. bBoJacaun Kope,
geans Dopbhca, JIMMHUTICK-
moa, debrancher enzyme

!V an. bBoaeanb AHIep-

aMuaone KTHHO3, nmddya-
St PAMKOreHo3 ¢ M PPOIOM
eyera, branching enzyme

fect

-V Tun. bBoJeans Mai-

] A, snodochopunaznan
d oe'l'a'romlocrb

V1 ™an. Boaeanob
DQochopranasHan

T'epca,
Heo-

DpocoraoKroMyTrasias
ATOYHOCTDH

VIII Tan. Bonxeann Tapymn,
pochodpysTOKMHAZHAA
ATOMHOCTH

IX T™an. Bonesans Xara

I'mworoso-6-doc-
dbarasa

HKucaasa o-1,4-
rJawoKosnaasa

Amuao-1,6-rawo-
Kroamaasza 1 (MJam)
oxuro-1,,4-1,4-
TPAHCTIIIOKO3MIIa3a

aD-1,4-raOKan,
6-Z-rIOKo3nJI-
Tpancdepasa

docdhopuiiasa
M bLITIILY

Docdhopnuiiasza
MevYeHu

DochorIoKoMy-
Tasza

DochodbpyETO-
KuHasa

Hunasa docdo-
puaass b

Hopmaasunasn

Hopmansuan

Koporrne
FOMMCJICHHLIC
BHEINHHE BeTBH
(IIMMUTIEKCTPHH)

MHO-

Janmunuie BHeEI-
HMEe M BHYTpeHHHE
BETBH C MAJILIM
YHCJIOM TOYeR
BEeTBJIEHMHA (aMH-
JJONMCKTHH)

Hopmansnasn

Hopmanbuasa

Hopmvmaabuasn

Hopmanvuas

Hopmaanbnan

ITeuensn, MOYKM,
ciaunancraa obonou-
KA TOHKON KWIIIKK

Ilevenn,
ceJieaecHKa,
LI, HepBHAasA
THAHL, JICHKOIMTHI

MOYKM,
M BITII-

ITeyeHb, MBITITIILT,
e KOMTHI, 9pPHT-
pPoOLMTHL

ITeuensb, MBIIIIL,
NeHKOMTH

Meuimnnl

ITeuens, Jdeiixko-

M THL

ITevens \ (man)
M BIIIIBI

Mpimuabl, 2pMT-
pPomMTLHLI

Ilevens

I'mnepannemMmms, rmnepiaaK-
TAMIACMU A, KeTO3, rIuIorim-
KeMMs;, oTpHaTtTeabHas peak-
A (Mo ramKeMuiuM) Ha anpe-
HAJNH, MIIOKAroH, rajJdaxkTosy

Peakmum (IO ramkKeMmin) =Ha
anpeHaJ My, rJjawoKaroH, rajas-
TO3Y HOpMAaJlIbLHLIC

Haromax peaxknum Ha anpe-
HaAJIMH M PJIAOKEAroH oTpuna-
TCIALHLIC, nocie HArpyv3KM
yriaesouagamm — caato IIOJIO~-
HUTENbHBIC C ABYMA MJIH Tpe-
MA IIMKAMK

VMCPeHHO BLIDAMCHDbI -
MepanneMmst, KetTo3, rarnorian-
KeMMA, peaxknmsa Ha aipeHa-
JUH HOpMAJdbHAMA, Ha riIoKa-
rof — runeprimKkeMuyYecKan

F'unoaarxTanm e Mg

nocae
3. HArpysxm

Y MepeHHO BLIPAYKEeHB TH-
NepJamineMmusa, KeTo3., pearkiuy
Ha rIaKaroH, AApPeHATIMH
HOpMAJbLHBIE

ITpysr mmeMn4YecKoii Harpya-
Ke B MBIIIAax He [IpoHcxXo-
AN FIMEOreHOoJan3

OTcyTerene rmnepiiaxKkTraimgr-
neMmum nocae dua. HAarpysegm

OnncaHbl
coverTaHHbIC
dopmgl ¢ OJs10-
KOM MJIM HeO0-
CTATOYMHOCTHIO
HECHKOJILBKHX
depMeHTOB

To xe

Onmucanbl 4
d)()%\lbl CA;: B;
C, D)

Onucannl
cCOMeTaHHLIC
dopmur ¢ 60~
KOM WMJIN HeIlo-
CTATOHHOCTHIO
HEeCHKOJIbLBKNX
depmenrTos




nuKoreHos | Tmna (6onesHb NMpKe)

B pe3y/ibTaTe Yero HapyluaeTcs
npeBpaLleHue r1toKo30-6-ocdarta B rnoKko3y. Hakanmpawuwmmca B nevyeHm
FII0K030-6pocdaT CTUMYAUPYET CUHTE3 MIMKOreHa, IMNUA0B C M30bITOUHbIM
06pa3oBaHMEM MOJIOYHOM M MMPOBMHOIPAZHOM KUCOTbI.

XapaKTepeH BHELUHWW BMJ, 60/1bHOTO: LLIMPOKOE MOJIHOE /IMLO, HEGO/IbLLIOM
POCT, TOHKME KOHEYHOCTU, 6OJIbLLIOM KMBOT B pe3y/ibTaTe 3HAYMTE/IbHOIO
YBE/IMYEHUSA NEYEHM.

' CUMMTOMaMM 3abos1eBaHUA TUMOrIMKEMMS U
renaTomMeraama. >MMUSA COMPOE ’



[Ipn 6UoONCUM NEYEHM BbISBAAIOT
yBeJIYeHMe renatoumToB 1 HAKOMIEeHUE
rJIMKOreHa B Ux uMToniasme 1 agpax,
MpPOBble BaKyo/iM. Peakumna Ha BBeageHue
HOopaZpeHa/IMHa U rtoKaroHa um
nepopasibHbiM NPUEM Fa/IaKTO3bl
(moBblWeHWEe rNMKeMUN) NogaBJIEHA.




nukoreHos lll Tuna (6onesHb Kopn)

[ nmkoreHos lll Tmna (6one3Hb Kopu) obyciosnieH AeduUulmTom
B MeYeHn U Mbiibax amuao-1,6-rniokosmngassl. Cpean
rJIMKOreHO30B BCTpeYyaeTcs HaMbosiee vacTo.

I nukoreHo3 VI Tuna (oone3Hb Nepca)
[ MnukoreHo3 VI Tuna (bornesHb 'epca)

YyacTByloLleln B Aerpagaumm rmmkoreHa. NYyecku
HabnI Meranus. MNMporHos
brnaronpuATHbIN. ‘




[ nKoreHos V tmna (6one3Hb Mak-Apasif) passmsaertca npu
HeJocTaTodHoCTM hoccopmnasbl B Mblllax. OCHOBHOM CUMNTOM - 601U M CYyA0POrM B
MbILLLLAX Noc/ie (PM3MYECKOM HarpysKku, KOTopble NOABASIOTCA Y 60/1bHbIX B BO3pacTe
20-30 net. Hepeako HabaogaeTca MUMOr06MHYpHA, KoTopas MoxXeT npuBectu K OlNH.
XapaKTepHO NOBbILLEHME YPOBHA KpeaTMH(POCEHOKMHA3bI B KPOBU.

' nnkoreHos VIl Tmna
[ nmkoreHos VIl TMna AaBnaeTca cegCcTBUEM HeA0CTaTOYHOCTM (DOCMOMPYKTOKMHA:
KAMHMYECKMe CMMNTOMbI CXOAHbI C TaKOBbIMUM NpU 60s1€3HM MaK-Apans. 0

[ amkoreHos Il Tuna (6one3Hb NMomne)

eHo3 |l TMna (6one3Hb [loMne) obycioB/ieH HeJoCTaTo
1B/IA€TCA NPOTOTUMOM JIM30COMHbIX 60€:

2-3
@
(/;}KIETK&X 6MonTaToB MblilLL, nevyeHu 06Hapy>I<MBalOT BaKyOJ/I1, cogepxalmne rimkoreH.




nuKkoreHos IV TMna (6onesHb AHAepceHa)

[ nmkoreHos IV Tuna (6one3Hb AHAEpPCEHA) - peAikoe 3abosieBaHME,
MpMY KOTOPOM B MeYeHM OTK1a/bIBAETCA aHOMA/IbHbIM NOAMCaxapua,
CXOZHbIX C aMUJIONEKTUHOM.

BcTpeyaeTtcsa TaxKesnoe nopaxeHue
cepaua. MnornmMkemms otcytcTByeT. CMepTb HacTynaeT Yyepes
roaa..



PpyKTO3EMUSA

PpyKTO3EMUS

HenocpeacTtBeHHON NPUYNHOU PPYKTO3EMUN
-y ABMNAETCHA HacnencTBEHHbIN
- NPUHUMAIOLLMX HEMOCPEACTBEHHOE

DOMeHe PPYKTO3bI



CumMmnTOMbI OPYKTO3EMUN
CumnToMbl 3ab05ieBaHUA MOABAAKOTCA MOCrie yrnoTpebneHns B nuily
dopyKTOB, OBOLLEN UNK Arof B NO6OM BuAe (COKU, HEKTapbI, Mope,
CBeXune, 3aMOpPOXXeHHbIe NI CyLLEHbIe),

BsanocTb, 6rieAHOCTb KOXKHbIX NOKPOBOB.
[loBbILLEHHOE MOTOOTAENEHUE.
COHNUBOCTD.

PBoTa.

Onapeq

OTBpalleHNe K criajkoun nuuue.
[Mnotpoduga

Au, /

| >KenTyXa



Jaundice

~ Gallbladder—~
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[Mpn AnuTenbHOM ynoTpebrneHnn NpoayKkToB, coaepKallmx dpyKTosy,
NOSABNSAOTCA crieayloLLmne HapyLLIeHUs:

.- y'.__

ne4yeHoOYHasd HeOOCTAaTOYHOCTL

noyeyvyHad HeaoCTaTtO4HOCTb




Jlunonpo3bl - 6onbluas rpynna HacneacTBeHHbIX
aHoManum NunNuaHoro oomeHa, odLWEN YepPTOM KOTOPbIX
SIBNFETCA BbICOKMI YPOBEHb NIMNUAOB B Niia3Mme KpoBU
(nnasmaTtmnyeckue nunonagosbl) NMMbo HakonfeHmne
MeTabonuToB NMNMAHOrO obMeHa BHYTPU KNETOK
(BHYTPUKNETOYHbIE Nnnonaossl). K.




bone3Hb [owe - HacneacTBeHHoe 3aboneBaHne obmeHa
NUNMOoB, XapakTepmayoLeecsl HaKoneHneMm rnrkouepebpo3ngoB
B KNeTKax HEPBHOW N PeTUKYyNoaHaoTenmanbHom cuctem. B ocHoBe
€€ NEeXNT CHWKEHNE aKTUBHOCTUN EPMEHTA
rroKoLepedbpo3naassbl.

BbigensaoTt 3 Tuna atoro 3aboneBaHus:
e TUN | - XpoHNYeckas dopma;
* 1N |l - ~THaHTUNBLHAaA (3nokavyecTBeHHas) popma;
 Tun |l - toBeHUNbLHaa popma.
— OcHOoBHbIMU Npu3Hakamu 6onesHun [owe ABAAKTCS:

~__renarocnsieHomMmeranus, CKNOHHOCTb K pa3BUTUIO rEeMOfL

OpomMa , oTCTaBaHWe B (P1U3N4YeCKOM pas3BUTY




bone3Hb HumaHHa-I'l1ka - nakonnenue doconunuaa
CpMHrommenuHa B Mo3re, nevyeHun, PeTuKyrnodHaoTenmansHou CUCTEME.
PBOTAQ,
rmnoTpous, yBernnyeHmne neveHn 1 cereseHkn, yBenmyeHme pasmepos
XMUBOTA, 3afiep)KKa NCUXUYECKOro 1 ABUraTesisHoro pa3BuTus,
numdageHonaTns, nopakeHme HepBHOW CUCTEMbI (CNAacTUYECKNE
napesbl, TMNOTOHUS MbILLL, rMnopedonekcns), cnenoTa, rnyxora,
CHWXXEHNE UMMYHOMNOIMMYECKON PEAKTUBHOCTU, aHEMUS],
TPOMOOLIMTONEHUS, NOBbLILLEHNE YPOBHSA XONIECTEPUHA B KPOBMY,
OCTEeOonopos, octeoManaumsi, acunut, 6poOHXONHEBMOHUS, MUTMEHT
OXU (KOPUYHEBLIN OTTEHOK), renaTuT C NepexoAoM B LIMPPOS
ABaHWE B HEPBHO-MNCUXUYECKOM Pa3BUTUMN.
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Mopdrpusa nnm nopdprpuHosasi 6onesHs

( [Top@uoLog — «BarpsiHbINy, « ») —
noYTN BCerga HacneacTBEHHOe HapylleHue
NMUrMEHTHOrO 06MeHa C MOBbILLEHHbLIM

cogepxaHnem B N TKaHAX U

YCUINEHHbIM NX BblAEJIEHNEM C MOYOMN N KarioM.

rlpOFIBJ'IFIeTCFI , TEMOJITINTNYECKUMU
Kpusamu, XenyaodHo-KnweyYHbiIMn N HEPBHO-

NMNCUXNYECKNMHU paCCTpOVICTBaM n.




Kinaccudpukanust

[lepBUYHOE HapyLLEHME MOXET BO3HMKATb B rNeveHn (nevyeHo4Hasa nopupus
(porphyria hepatica)) nnm B KOCTHOM MO3re (3puUTponoaTnyeckas nopdounpus
(porphyria erythropoietica)); nHorga oHO MOXET pa3BMBaTbLCS B 000MX 3TUX

opraHax.

3VIMHOBOW

ocTpag ne
HacneaCTBEHHa

. BapueratHaga nopupus;
® . MO30OHAA KOXXHas nopdounpus.
2.9pUTponoaTnyeckme nopdonpun:
/ BPOXAEHHAsA apuTponoaTndeckasa nopdpupua donesHb oHTEpAa




KiinmHaudeckoe TeueHUe

Haunbornee yactble CMMNTOMbI NEYEHOUYHbIX Nopdupun - 6onu B xumeoTe .[locnegHue
CBA3aHbl C HapyLLUEHNEM MOTOPUKHN N cnasmomMm COCYLOB.

, 0OyCrnoBneHHasi yBennyeHnem coaepkaHusi B KpoBu

Bonu B crninHe (y 60% 605bHbIX). CUMMETPUYHbIE KOHEYHOCTEN CBSA3aHbI C
AereHepauuen HempoHOB BCNeaCcTBME BTOPUYHOM

, ANUNenTUgOopPMHbIE NpUNaaKu, , UHTEenneKkTyanbH
HapyLLueHus, , (8 40-55% crny4aeB) - NpuU3HaKM nopa LUHC

nopunpusx, NpoTeKatoLLMX C NopaKeHNEM KOXHbIX MOKPOBOB,
HYI0 TpaBMaTM3aLmMio KOXM C BTOPUYHLIMU Bocnan
epoAepMonoaobHbIe N3MEH

r



