OCHOBbI KIITMHU4YeCKOM
doepmeHTONOrNMU

JH3mMonaronorus



JH3IMonaTuu

3aboneBaHus, cBA3aHHbIE C
HapyLLleHeM aKkTUBHOCTU
onpeanenéHHbIX hepMeHToB



Knaccuunkaumsa aHsammonaTtmum

eBpoxaeHHbIe
eToKCHn4yeckue
eAnMMeHTapHbIe
eHenpo - aIHAOKPUHHBbIE
eCTPYKTYpPHbIE
e[lpoyne



HacneacrBeHHbIe 3H3MMONaTUN
BbIABJTAKOTCA B paHHeM OeTCKOM BOBpaCTe




HacneaocTtBeHHble 9H3MOoNaTun

Kiaaccuueckue
* 00yCJIOBJICHBI IIOJHBIM BBINIAJIeCHUEM CHHTE3a (hepMeHTA
* 00yCJIOBJIEHBI CJA00CTHIO OT/AEJAbHBIX 3BEHbEB
(pepMEHTATHBHOIO MPOIECCA

PeryjasitopHbie
OO0ycJ/10B/IeHBI HAPYHIEHHEM AJIJIOCTEPUYECKON peryJasiliuu



Cs1

o aRENYECKMEe 3H3UMonaTK

KIRsI3aHHbIE
YO ATAHUAM
cnenu@puIeck
UM
YyIrHeTeHHEeM

Chlithnie ¢

Hecnmenupuue
CKUM
YyrHeTeHHueM
CHUHTE3a
0€JIKOB




AnnMeHTapHble
SH3MMonaTumn

* Bbi3aBaHHbIE AePULNTE.
* BUTAMUHOB

* Bbi3aBaHHblE AePULNTE
MUKPOSNEMEHTOB

* BbidBaHHbIE AedULIMTOM
» Dernka

* Bbi3aBaHHbIE
pa3banaHcUpOBaAHHOCTbIO NMUTaHUS




Knaccuyeckne BpoXXaeHHbIE
SH3MONaTun

Cxema doepmeHTaTUBHOro broka
leoOblYHbIE (TOKCUYHbIE) METABONUTDI

Cy6CTpaT4‘_) MpoayKTbl

peakuuun

PepMeHT He
obpa3syroTca

OTCYTCTBYeT



[IpoaBneHna PepMeHTaAaTUBHOTIO
brnoka

 CHWXXeHue KOHLeHTpau1n npoaykra
peakuuun

* [loBblIlWEeHNEe KOHUEeHTpaunm cyocTpara
(unun ero npeaLlecTBeHHUKA)

* [lpn HANMYMM aneTepHaTUBHBLIX MYTEN
OTCYTCTBUE YBENMNYEHUA KOHLEHTpaLnm
cybcTpaTta

* [1pn HANMYMM OONONMHUTENBHLIX NYTEW
CUHTE3a NPOAYKTOB OTCYTCTBUE
HeJocTaTKa UX KOHLIeHTpaLuun



OH3MmMonaTum oobmeHa
aMUNHOKUNCIOT




HapyLwieHna obmeHa
deHunanaHnHa

e DeHUNKeTOHYpUA
(PeHunnNMpoBUHOrpagHasa onMropeHns)

* 6ok peHnnanaHMHMOHOOKCUreHas3bl
* B NeYyeHu, nodKkax, noaxxenyqoyvHou xxenese

* PeHnnanaHuH 1—> TUPO3NH

v

* OeHnnnupysar
. HenpomeanaTopbl




PKY

PaHHMe cMMNTOMBI: NOBbILLIEHHAs BO3OYaMMOCTb,
ABUraTenbHas rmnepakTUBHOCTS,
aK3eMonoaobHasa cbinb, 3anax NeceHy oT noTa u
MOUYMN.

[10 3-5 mecsLueB UBMEHEHUS UHTENSEKTa He 3aMETHb,
3aTeM BO3HUKAET anaTunsd, ncyesaeT peakuna Ha
OKpy»Katollee, anm3ognveckoe Bo3byxaeHue.
[loBeaeHune oTrnnyaeTcs NOCTOAHHON ABUraTernbHOU
AKTUBHOCTbIO , 3SMOLMOHAalNbHbIMU BClbILLKaAMMW.

[OnarHos — obHapyxeHne deHnnnmpyBsaTta B MoYe

IleveHune- HodenaH (rmaponusart berka KopoBbLEIO
MONOKa, CoaepPXNUT aMUHOKNCNOTLI Mpu
He3Ha4ynTenbHOM Konnyectese PEH, MUKPOSNEMEHTHI,
BUTAMUHDbI



HapyweHne obmeHa TUpO3nHa

* Tupo3nHemmnu (TUPO3NHO3bI)
* TUPO3NH
. i TpaHcamMmuHa3sa (Il Tun)
* [laparugpokcudpeHunnmpysart

. | Okcupasa(y
HOBOPOXAEHHbIX)

. CDylvlapmnaueTaT
. 'maponasa (I Tun)
« Qymapar + Auertar



1 PARASMNTOPRaAn TVipOsvincvivin

HOBOPOXAOEHHbIX —
OeeKT oKkcuaasbl

napaokcueedmnnupyBaTa
[TapaokcupeHnnnupyea¥ roMOTEHTU3NHOBAS K-

Ta

BcTpevaeTcs vale gpyrux HapyLueHum obmeHa
aMUHOKNCIOT

CuMNTOMBI: NOBbLILLEHNE YPOBHA TUPO3UHA B
KpOoBU (Bbille 0,7MMONb/N) K KOHUY 1 Hegenu.

MoryT HabntogaTbCst COHNMMBOCTb, CHUXXEHHas
aKTUBHOCTb

[OunarHo3s- npu orpaHndyeHnn 6enka B nuLle
YPOBEHb TUPO3NHEMUM CHMKAETCS (NpU
HacregCTBEHHOW OCTAETCA NOBbILLIEHHbIM)



nacCJlieqCrBeHHdA TUPOIMNHEMUA |
TUNAa-

ORQK rmapoKcunasbil
. o PEMARKARUETRYKCYGHRAHGNOTE
aletoaueTar

« OcTpoe nposiBrieHmne B Bo3pacTe NnepBbIX 6
MecdaLueB C netanbHbIM ncxoaom B 90%.

« CumnToMmsbl: runoTpoduss, renatomeranus,
XKEnTyxa, pBOTa, 3anax KanycThbl, aCLMT,
KPOBOTOYNBOCTb, NMUXOpagKa, rmnorfimkemMms,
anapesi, oblxaTtesibHble HapyLUEeHUS.

 [lnarHo3s- noBbILLEHHAA IKCKpeLna TUPO3nNHa,
napaokcneHunnnmpyBeara.

 JleueHNe-HUTN3UHOH(TPUKETOH) — UHTMOUTOP
OKCUdbeHunnnupyBsaTOUOKCUreHashbl)



AnKanToHypus-
HapyLwleHne obmMeHa TUpPO3nHa

* AnKanToHypusa (YepHasa Mmo4a)

 bnok okcuaasbl FOMOreHTU3MHOBOM
KUCHNOTbI

—_—

o Tl/lp03|/|H /*MOTGHTVBVIHOBH
KUCJIOTA

° cbymapmnau,eToykcyCHaﬂ KNCJ10Ta

. BbiBegeHue ¢
N OYUOIA



AnkKanToHypua

e CUMNTOMBI: OKpalLLnBaHNE MOYU B
YEPHbIN LUBET, APYrMe KNUHNYecKne
NPOSIBIIEHMSA B JETCKOM BO3pacTe
OTCYTCTBYIOT.

* B 6bornee no3gHeM Bo3pacTe BO3MOXEH
OXPOHO3 (HaKoneHmne nonmMmepa B XpALLAx
HOCa M YLLUHbIX PaKOBUH).

e [lnarHo3s- aKkcKkpeuymsa roMoreHTU3NHOBOW
KWCMOThI, NOBbILLEHUE €€ YPOBHSA B KPOBMW.



HapyweHne obmeHa TUpO3nHa

AnbOuHU3M
6ok depMEHTOB
CUHTE3a MeNaHNHOB
Tnpo3uH

,EIACDA

MendHuHbI




HapyweHna cmHTe3a MOYEeBUHGI

kap6amoundocoharcuHTeTasa

* N H3 >
Kap6a|v|0|/|n$cquﬂ
KapbamounnopHUTUHTpaHcdepasa

* rmnepamMmmvmoHuemMus ‘1‘ LUATPYJUINH

° LUNTPYNJIMHEMUA

apPrMHUHCYKUMHATCUHTETa3a L
¢ dPIMMANHCYKUMNHAT
° dPrMHUHCYKUUWHAaTYPUA

dPrMmHNHCYKUMUHATIINna3a

. aprMHUH



[[MnepammoHuemMusa | TMna-

6rnok kap6amoundocdarcuHTeTasbl

AMMMaK Y kapbamoundocdar

MonHneHocHoe Te4veHune (B nepuon
HOBOPOXXOEHHOCTU NOCIe KOPMJTIEHNA MOJTOKOM)

NoBbILLEHHAA BO30OYANMOCTb, COHINMMBOCTL, OTKa3
OT NULLN, PBOTA, CHUXXEHNE PedISIEKCOB,
rmnoTepMuUSA, oablLlKa, KomMa.

[TogocTpas dpopma ( B nepBbie MecsLbl XU3HN)-

pBOTa, r’MNoTPodUs, TPYAHOCTUN BCKapMITMBaHUS,
Cy0pormn.

3amMmeaneHHoe NPOoABNEHMNE (Ha 2 roay XU3HW)

e [lnarHos — Bblpa>X€HHaA rmnepamMmmMmOoHnNEMINS,

CHUXXEeHWe aKTUBHOCTU pepMeHTa B
nenkoumnTax.



ApPrmHUHCYKUUHATYPHUSA-
6510K aprMHUMHCYKUMHATNNa3bI

APrMHUHCYKUMHAT—> apruHuUH + pymapart

Hanbonee yacrtoe 3aboneBaHue B UUKNE
MOYEeBUHbI

[1pn OCTPOM TEYEeHUUN B Nepuon
HOBOPOXOEHHOCTU —NNOX0€e cocaHune,
COHNMBOCTb, yYalLLEHHOE AblXaHue,
PECMUPATOPHbLIN ankanos

B nogocTtpoun doopme — TpyaAHOCTb
BCKapMIIMBaHu1s, rmnoTpodus, 3agepKka
NMCUXOMOTOPHOIO pa3BUTUSA, CydOpPOrn, y3enkoBas
TpuxogucTpodous.

OunarHo3s- nosbllLieHHaaA 3KCcKpeLuns

apPr’MHUHSIHTAPHOW KNCIOTbI, CHUXEHUE
AKTURHOCTI chenMedTAa R Nelikol lnTaAX R



ObLure NpuHUUNbI IeYyeHns
HapyLeHNN B UUKIe MOYEBUHDI

OrpaHu4yeHne 6enka 4o MMHUMarIbHO BO3MOXHOIO
YPOBHSI.

Knnambl ANa O4YNCTKU KNLWLEYHNKA OT MUKPOQOIOpkI,
npooyuupytolen ypeasy n ammmac.

[emoonanus
BBegeHwne aprmHmHa (MCTOYHUK OPHUTUHA)

BBegeHve cbeHunaueTUNrinioTaMmHa
(cBA3bIBaHME aMUHOTPYMM, CHUXKeHUe NpoayKumn
aMMmnaka)

[lpmMeHeHne KeToaHanNoroB He3aMeHUMbIX
aMWUHOKNCNOT



HapywieHne obmeHa
cepocoaepkalinx aMMHOKUCNOT

e MeTUOHUH > S ageHO3NITMeTUOHUH
A
« TIoK
. [CH3]
- B, [CH3]
° FOMOLWICTEI/IH( S aAeHO3UNAEeHO3UITTOMOLUCTEUH
* CepuH i
. unctdrmo rOMOUMNCTUHYPUA
(I/ICTeI/IH

roMOCcepuH



[oOMOLUCTUHYpPUSA-

nedekT LWICT?/TVIOH-S- CUHTeTa3bl

. MeTuoHH> uucTtatmos> UUCTEUH

e CUMNTOMbLI: MOpaXXeHus rnas, cKereTa,
COCYANUCTON CUCTEMbI, MO3ra. BelBUX XpycTanuka
BO3HWKAET He paHee 3 neT, Yalle Kk 10 rogam. Ha
BTOPOM OECATUMNETUN Pa3BNBAETCSH OCTEOMNOPOS3,
CKOJMO3. Y NMonoBUHbI ODOSIbHbIX OTMEYaETCS
YMCTBEHHada OTCTanocTb. BbipaXeHa CKNOHHOCTb K
TpomMmbambonuam. BoamoxkHa aputemaTo3Has
NATHUCTOCTb KOHEYHOCTEMW.

 lnarHo3- obHapyXeHne roMmoLmnCcTMHA B MOYeE,
CHMXXEeHMe akTUBHOCTU hbepMeHTa B
donbpobracTtax



LinctnHos-

610K NM30COMHbIX pepMEHTOB OOMEHA UMCTENHA

e CUMNTOMBI MOSABISAOTCA NOCHE 6 MECALIEB XKU3HMN:
nonuypuga, nonuanncus, nuxopagka, rmnotTpodous,
notepsa anneTuTta. YpoBeHb UHTENEKTA He
ctpagaet. K1 rogy pebeHoK oTka3blBaeTCs XOA4UTb
N CTOSATb BCNEACTBUE NMOYEYHOIo paxuTa,
pas3BuBaeTcsa doTtododbus, peTnHonaTus,
[MIOKO3Ypus, NPOTENHYPUA, aMUHOaALMOYPUA.

e lnarHo3- co4yeTaHVe NPOTEeNHYpPUN,
rMOKO3YpPUMU, LLIENOYHON cpeabl MOYM, aumaoosa,
aMunHoauuaypuu, obHapyXeHne Kpuctannos B
donbpobnacTax.



QH3nmonaTum yrneBogHoro oomeHa

b 1\'
e .

i




Bpo:xaéHHast HeIOCTATOYHOCTD JIAKTA3bI
KUIIEYHUKA

. JlTakto3a — rnwKo3a +

rajiakto3a

 KnnHun4yeckmne cumMnToMbl NPOSABNAKTCA Y
HOBOPOXOEHHbIX Mocne Havyana KopmMmneHus
MOOKOM: anapesq, rmnotpodus. [pun Harpyske
NaKTO30M YpOBEHbL caxapa B KPpOBU NMOBbLILLIAETCSA
He3Ha4YnTENbHO, B TO BPEMS KaK HarpyaKa rmoKo30M U
ranakTo301 CONpOoBOXOAaEeTCA BbipaKeHHOoU
rmneprinvkemMmuen. Kan nmeet kncnbint pH, cogepxuT
ranakroay.

e lnarHo3 noaTBepKAaeTcd NoNoXUTENbHOMN
peakunen Ha 6e3naKkTo3Hyo ANETY.



HepocTaTOYHOCTbL caxapasbl-
n3omManbra3bl KMLLEeYHUKA

e Caxapo3a— rnKo3a + (ppykKkro3sa

e CMMNTOMBI BbISABNAOTCH Nnpm BBEOAEHNA
NPUKopMa, cogeprKallero caxaposy:

* XPOHUYECKaA AnNaped, pa3gpaxXUTeribHOCTD,
OTCTaBaHME B POCTE, OTKA3 OT CJ1aAKoro.

* [1pn BBEOEHUM caxapo3bl NPONUCXOaUT
He3Ha4YnTENbLHOE NOBbILLIEHNE YPOBHS
[MoKO3bl B KpoBU. Caxapo3ypusa HEMOCTOSIHHA.

 lnarHo3 —cHWmxeHne dpepmeHTa B bronrtartax
CITM3NCTON KNLLEYHUKA.



HapyLueHne TkaHeBOro oomeHa

raJ1aKToO3bl(ranakroso-1-
docdaTtypnaguntpaHcdepasa)

¢* TraJiakKTOKMHa3a rekco3o-1-
(boccbaTprp,Mﬁ aHcepa3sa
— v 4
* [@anakTosa [[anakTo30-1-gocda
. [MIOKO30-1-pocdar

e anakrosemusa

* HeOOoCTaTOYHOCTb rekco30-1-pocarypmannTtpaHcdepassbl

e CMMNTOMBI BO3HUKAIOT B NEPBbLIE AHWN MOCI1e KOPMSTEHUS:
ounapes, peoTta, germaparaums, XKenTywHOCTb BCrneacrtemne
HapyweHns yHKUUN NeYeHn, renatoMeranms, Katapakra
BCIeaCcTBME HAKOMMNEHNSA ranakTuTta, HapyLeHune pyHKLnm
no4yek (NpoTenHypuda, ammHoaumagypusa), 3agepxka
YMCTBEHHOIO Pa3BUTUS.

o [unarHo3 — ranakto3ypusi, CHXKEeHne akTMBHOCTU (pepMeHTa B
ADUTDOLINTAX



PpPYyKTO3eMUSA-

HeOoCTaToYHOCTL PpyKTO30-1-hpocdaTanbaonasbl B TKAHAX

dpykTOo30-1-chocchaTtanbaonasa

PpyKTO3a—> PPYKTO30-1-pocdaF 2 TPUO3b

docdhat BKIOYaeTCA BO PPYKTO30-1-bocdhal>
runoocdatemusa, cHmxkeHne AT, ycuneHue
pacnaga nypuMHOB A4 NONONTHEHNSocdopa
rmnepypukemMmsl, yrHeETEHME-FIOKOHEOreHe3a
rMNornmMKeMuns

CMnToMbI NOABRAITCA NPU BBEAEHUU B MUTAHUE
dpyKTOB, COKOB: rmnoTpodust, peoTta, 605N B XKNBOTE,

rmnornukemms, rmnodgocdaremms, runepypmkemMums,
HapyLleHne PyHKLNK NeYeHMN, MOYEK.

OunarHo3 —(ppyKTO30TONMEePaAHTHbLIN TECT

I\ TR A AAVYS 111117777 FI4A4AFasNrr<s14i177RN A A/ I-I‘I-If\f+\f\f\f+\f\'l'f\nﬂl‘l-l




[ MTMKOreHoBble Done3Hn

1 bone3Hb 'Mpke (Gierke) [MrOKo30-6-chocchaTasa

2 bone3Hb NNoMne a-1,4-rnmKko3ungasa
(Pompe)

3 Bbone3Hb ®opbca a -1,6-rmmko3mnaasa
(Forbes)

Bone3Hb Kopwu (Cori)

4 bone3Hb AHOepceHa a-1,4-rnMvKaH-1,6-
(Andersen) rmukosunTpaHcdepasa
5 bone3Hb Mak-Apgns Pocdopunasa mbiLiy

(Mc Ardle)

[y EAamaniss ¥Yamnm~caa ([L1Ave) MAarcdyANRIZMAana MAILIALILIA



[ nnKkoreHo3 | Tuna- 6one3Hb MpKe

OedEeKT rMKo30-6-doocdaTasbl

[ NtoKo30-6-dbochat™ rnroKo3a

[ NtOKO30-6-dbocdaT B IMUKON#3>  NaKTaT
TOPMOXEHNE IKCKpeL MM ypaToB (rmnepypukemMms)

CumMmnToMBbI; rmnotTpoduss, renatomeranus,
rMnornukeMusi, rmnepriakTaTeMums, rmnepypuKkemMusi
rMnepTpurnuuepunaeMus.

Hepeako noBbllEHHAast KPOBOTOMUBOCTL BCreacTBme
TpombounTonaTun. XapaktepHo JNLO «KUTaNCKOW
KyKnbl». Hepeako HapyLleHne oyHKLNK NoYek
(rmoko3ypusa, ammHoauunaypusq). NHorga TpaH3uTopHaga
KETOHYpMUS.

OwnarHos- buoxmmmnyeckas Tpnaaa, CHUWKEHHas
aKTUBHOCTb dpeEPMEHTA



[ TnkoreHoBad 6one3Hb 1 TMna

Puc. 3 A, B. Brewnnin 81 NAUMEHTHH 4 NET C MUKOreHoBoR
GONE3MLIO 1a TUNA (COGCTEEHHOE HatNInAEeHHE), MyHMKTHDHLIMMK
NUHAAMK O003IMAYEHS! DEGEDHDBIE AYTH M HMMHAS FPaNUUS NeYerHH.
*KyHONbHOE» NMUO. GONLWOR, BLICTYNAIOULIMA MHUBOT, BHDAMEHHAR
renaromeranms




MukoreHos Il Tuna —-6onesHb NomMmne
OedeKT NMM30COMHON anb@a-1,4- rnoko3naassl

* [TIMKOIeH [TTOKO3a

e CUMNTOMBbI NPOABNAKOTCS B Ha4vane 1 roaa:
HU3Kas npubasBka Beca, NOBbILLEHHAS
BO30YyOMMOCTb, TMMNOTOHUSA, HApYLLUEHNE
OblXaHus BNoTb A0 UMaHo3a. HacTo
yBenunyeHue a3blka. [mneptpodumna mmokapaa.
Bbicokaga netanbHOCTb.

 lnarHo3 — oTCyTCTBUE DEPMEHTA B
bnonTtarax Ne4YeHm N MbilLLLL.

 [lpeHaTanbHbLIV AMarHo3 — aHanms
aMHUNOTUYECKNX KINETOK.



1 JINKOIT€HO3 11l TUlNd — 00J1€3Hb NOPMWY,
6one3Hb PopOCa -pedexr amuno-1,6-

MmoKo3naga3bl

« CTpapgaert pacLlienneHne OTBETBNEHNN B IMUNKOreHe
(MMMUTOEKCTPUHO3)

 CumMmnTOoMBI: renatomMeranusi, Mbille4dHasi crabdbocTb,
rMNOrnNMKeMmUA HaToLlakK, KyKonbHOe nmuo,
rMNepTpurnuuepnaemMumst, rmnepxonecTepmHeMus,
runepypukemus. Noykn He yBenunyeHbl. Horaa
yBenunyeHa cereseHka.

* [locne BBeaeHUA ranakTosbl, PPYKTO3bl pa3BUBAETCH
rmneprrinkeMus.

- BBegeHve rnokaroHa He 4aéT runeprimkeMuu,
nakratemumu

e [lnarHos- CHMXeHne akTUBHOCTUN DEPMEHTA B
bnonTaTax Nne4yeHun.



mukoreHo3 V tvna -oone3Hb Mak-
Apana

He4OoCTaTOYHOCTb MModocdopunassbl
* [nukoreH + H.PO— [ntoko30-1 cpocpar

« MbllleYvHble 6onm gaxke nocrne ymepeHHom
MbILLIEYHOW Harpy3Ku, ann3oanyeckas
MUOrNoBUHYpPUA NPOABAOTCA OObIYHO Ha 2

AECATUIIETUN XN3HWN.

e IlnarHo3 —nocrne uU3nyeckon Harpyskm
NOBbILLEHNE B KPOBU aKTUBHOCTU MbILLEYHbIX
depmerToB (J1AI, All, KOK) 6e3 yBennyeHus
COAEepXaHUA NakTaTa, NOCKOSbLKY OKUCNATCA
XUPHbIE KUCIOThI.




Mykononucaxapuao3sbl

[Mpu aTOM NaTonoruu B pesyrnerate

HEeJoCTaTOYHOCTU NMU30COMarnbHbIX PEePMEHTO
N3MeHsiIeTcsl KaTabonnm3m OCHOBHOIO BELLIECTB?

CcOeaUHUTENbHOMN TKaHW —

MUKO3aMUHITIMKaAHOB, NPOUCXOANT HAaKOMJMeHu
nX B JIN30COMaAX, 4TO NpmnBOAUT K pr6bIM
KNeTo4YHbIM NU3AMEHEHNAM U CbOpMI/IpOBaHI/II-O

XapaKTePHOW KIMUHUYECKOW KapTUHDI.

BbigenstoT 14 Tunos
MYKOMosmcaxapnaosoB, N3 HUX
Hanboree 4acTo BCTpe4varTcs
Tunol | n Il. Mykononucaxapunaos |
TUNa BKIOYaET B cebs Tpu
KMMHNYECKNX BapuaHTa: CUHOPOMbI
['ypnep, 'ypnep-Llene n Lene.




[edeKThbl

JTN3OCOMHDbIX

MYKOMONMcaxapu oo 4
e Bbone3Hb

'ypnepa UpoypoHunaasa
[epmaTtaHcynbdartsl

[enapaHcynb@arhl [enapaHcynb@arhl
e BbonesHb

[oHTepa UpypoHaTcynbgartasa
[epmaTtaHcynbdartbl

e BonesHb

Mopkuo XoHapouTuH-6-cynbartasa
KepataHcynbdaTbl




[1lpn cuHgpome lN'ypnepa
CHW)XXEeHa aKTUBHOCTb
nusocomansHoro PepPMeHTa
anbda-L-
naypoHunga3sbl, kotopas
KaTanusnpyeTt rugponns
TepPMMHAIbHbIX OCTaTKOB
anb@a-L-naypoHoBOW KUCNOTHI
B AepMaTaHcynbgaTax u
renapaHcynbdarax.
CHWXeHne nnun oTcyTcTeune
doepMeHTa NpuBOAUT K
HaKoMseHunto

aoepmaTaHcynbgara u
renapaHcyrnb@ara B KrneTkax.

CuHapowm Nypnep: TUNUYHbIE BHELLHNE
NPOSIBNEHUs.



UWoypoHupasa

-0,5 CH,OH

Aopuarancynsdﬁr



CvuHgpom
['ypnepa-

nedoekt a-uaypoHnaasbl,

'pyOasn 3agepxkKa
NMCUXOMOTOPHOIO
pa3BUTUA,
mMeranouedanus,
KOpOTKas wes,
3anaBLiee rnepeHochLe,
MaKpornoccus,
NynoYyHas rpbIxa,
KOHTPAKTYpPbl MEJIKUX U
KPYMNHbIX CyCTaBOB
[OnarHo3: akTUBHOCTb
depmeHTa B

AI‘K“AK—AA-A"

Puc 1. Pebenok 4 net ¢ cunapomom I'ypaep (I Tun Mykono.u-
caxapuaosa).

[pyGas 3aaepxKa NCMXOMOTOPHOIO pa3sBUTHUSI, MerajoLedanus,
KOpOTKas 1esl, 3aMaBliee MepeHoCcke, MaKpOIJI0CCHsl, MyMoYHast
rpbIXa, KOHTPAKTYPbI KPYITHBIX U MEJIKMX CYCTABOB.

e S i e e




K MIC Il oTHOCUTCA
cuHppom XaHtepa. OH
npeacraBnsgeT cobon
pPeLECCUBHOE
HacrneacTBeHHoe
3aboneBaHue,
Bbl3BaHHOE
HeaoCTaTOYHbIM
YPOBHEM B OpraHnu3me
ITN30COMarbHOro
depmeHTa ugypoHar-2-

%R%mro doepmeHTa aBnsaeTcd

KaTabonm3m rmmko3amMmnHOrNmMKaHoOB
AepmMmaTtaHcynbdarta n renapaHcynbdgara
nyTeM paspyLleHUda onurocaxapmacBsa3aHHbIX
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Cunpapom Mopkuo

» [ledpeKT ranakto3o0-6-cynb@arasbil,
HapyLleHMe pacnaga KepaTaHCcynb@daToB.

« (ManakTo3a- N-aueTunrioko3amMmnH-cynbdar)

 CMMNTOMbI: NPENMYLLIECTBEHHOE MOpaXeHume
ckerneTta, X-obpa3Hoe NCKPUBIIEHMNE HOT,
yBernun4yeHHasa noaBUMKHOCTb CYCTaBOB,
KOpOTKas wwes, orpybneHne 4yept nuua,
rnyxorTa.

 [lnarHos: BbisBNeHne KepaTaHCcynbaToB B
MouYe.



HOH K NHCOCH,
 Keparancynscpar



Tepanuna MIC

ananpa3a T eran
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elaprase 3 g

PepMeHTO3aMecTUTENbHaA

Tepanus e
onanpasa p— ““““:
NapoHuaasa (anbaypasvm) T —
penpacs - - |
TpaHcnnaHTauus SR P |
reMmonoaTn4YecKkux B

CTBOJ10BbIX KJ1€TOK

eHOTepanus
( c npuMeHeHneM BUPYCHbIX
BEKTOpPOB)



depmeHTO3aMeLLaloLWaa Tepanns

MYyKonosfncaxapumao3oB
Mykononucaxa | OdecdumuntHbin | JlekapcTBeHHbI | Bropoe

pupos depmeHT U npenapar Ha3BaHue

MINC1 NaoypoHupasa Anbaypasnm JlapoHungasa
(CMHpOpoMm

l'ypnepa)

MIC 2 NaypoHat- Ananpasa Naypcynbdasa
(cuHOpom cynbdarasa

XaHTepa)




IQH3MMonaTum nMNMAOHOro
oOMeHa

© Daity HAHA




JH3nMonaTum NMNMOHOro oomeHa
e CdhumHronunmnposbl

 bone3Hb owe (LUepedpo3nao03)

* HeOCTaTOYHOCTb beTa-rmmuko3naasbl

. Ll,epaMM.q-‘/ ofiurocaxapua-
rekcosaMmuH —

* HEAOCTAaTOYHOCTb rekcaMmmHnaassl

 bone3sHb Tea — Cakca (raHrnMMo3nao3s)

e bone3Hb HumaHa — Muka
(cchuHromyenuHo3)

* HEOCTaTO4YHOCTb CCPMHIOMUNENMNHASDI

e Llepamupg - d¢ocdar-xonuH



CounHrommenunHsol (chpuHropochonnnmabi)
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Dedext depMerTa BhELIBAGT
CHUHTOMUERAHOI
Bonezre Humana-Ninko)




CdoumHrommenumHos -6one3Hb HumaHa-

Muka
He4OCTATO4YHOCTDb NTIN30COMHOM MHIOMUEeIrInHa3bl
. Llepamung -~ dpocat- XonuH

e MnageH4YecKnu BapuaHT A 0 3 MeCsLIEB:
TPYAHOCTU BCKapMIMBaHUA, runotpodous,
HeBpOJiorM4yeckme paccTtponucTaa (MbllLeyHas
MNOTOHUSA, OCTAHOBKA pPa3BUTUA, yTpaTa
HaBbIKOB, CHUXKEHWE CryXa, 3peHuns),
renaTomMeranus, XXenToBaTbll OTTEHOK KOXWU,
nopaxeHue KOCTeMN.

e lnarHo3 — BaKyornm3npoBaHHble NTIMMMPOLINTHI,
MEHUCTbIE KNETKM B MYHKTATax KOCTHOIo Mo3ra
N MEYEHMN.



- MaHndpecTauns OCHOBHbIX CUMIMTOMOB
3aboneBaHWsa Ha NepBOM roay XU3HW;

- rpybble 4epTbl NMua;

- TYronoABUXXHOCTbL CYCTaBOB;

- renartocnrieHomMeranus;

- aHEMUSA N TPOMBOLIMTONEHUS;
-ObICTpONpPOrpeccupyolee TeYEHNE;

CUMIMTOM «BULLUHEBOW KOCTOYKU» HA rMa3HOM OHE

- CHUXKEHME aKTUBHOCTU NU30COMHOI0 oepMeHT
C(PUHrOMUENMHa3sbl B enkouuTax
nepmnaepmny4eckon KpoBu.
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Pacnaa uepebpo3naoe

CH3
(C|H2)12 HedekT hepmeHTa
| BbI3blBaET
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Llepedbpo3nngo3 —6one3Hb Nowe

HeaOCTaTOYHOCTb JIM30COMaribHOM B-rnmko3npasbl

. Llepamna“- ranakro3sa

» HakannuneaHune uepebposnaa B
PETUKYNoaHAoTeNnarnbHbIX KNeTkax neveHu,
Cerie3e€HKn, KOCTHOro Mo3ra.

 MnapneH4yeckuun Tun (cpopmall)- B BO3pacTte 3-4
MeCsUEB TSXenble HeENPO-BUCLEpanbHble HapyLLEeHNS
(cnabbin KpUK, BANoe cocaHue, renatomeranus), nos3xe
HabogatoTca ancdoarms, Kocornasme, crnactuyeckme
napanuymn, NoBblLEHHble pedneKchl, pPUrngHoOCTb,
cnneHomeranms

e NnarHo3 npeHartanbHbIN - 0bHapyXeHue KrneTok ['owe
(nepenonHeHHbIX Lepebpo3naom) B aMHUOTUYECKUX
KNneTKax.

* JleyeHune- O3T, BBeaeHuUE rnokoLepedbpo3naassi,
Luepenasbl



[[aHrNMnMo3nao3 -oonesHb Tesa-Cakca

Hea4OCTaTOYHOCTb JIN30COMHOMU
I'ekcaMVIHVI.D,a3I:I/A’VI B

 Lepamupg - onurocaxapupg - aMmmHorekcosa

 MnageH4eckas n roHoLeckaa opPMblI.

 Ilo 5-6 MecsuUeB BO3MOXHa NOBLILLEHHAA peaKkums
Ha BHelUHWe pasgpaxutenu (ym). K 6 mecauam
pa3BMBAETCA MblLLeYHasa r’MNOTOHUSA, PEOEHOK HE
xoauT. K 2 rogam nporpeccmpyeT MblLlLeYHas
crnabocTb, pebEHOK NepecTaeT CUaETb,
NOBbILLUEHHbIN MbILLEYHbIN TOHYC, YXYALUEHNE
3pEeHNs BCNeacTBMe HaKoMnMeHUsa raHrmmo3snaos B
obnacTu XXenToro NaTHa, AeMunenuHnu3auns ,
HaKoMnmeHme raHrnmo3naoB B rofIlOBHOM MO3re.



depmeHTO3aMeLLaloLWaa Tepanu

CQOUHIONINNMNO030B

CdwuHronunu | OecdunumntHbl |JlekapcTBeHHbI | BTopoe
Ao3 U hepMeHT | M npenapar Ha3BaHue
bones3Hb [owe berta- Llepe3um Nmurnouepas
(1TKn) rniokouepedp BI1PUB a

o3ugasa Benorntouepas

3aBecka a- anbda
Mwurnycrtat

bonesHb JInsocomanbH 3aBecka MurnycraTt
HumaHa-IMnka bin
(Tvin C) TPaHCMOPTHbI

M 0enok




AdepmMeHTO3bl 0OMEHA

HYKNeoTuaoB
e bone3Hb Jlew-HuxaHa

* HegocTaTOYHOCTL NMMNOKCAHTUH-TYaHUH-
doochopunbosnnTpaHcdepasbl

» ['yaHuH +CDPI'ICD+.> Mo

° MoO4eBad KNUCJT10Ta

 OpoTtaTaumaypuvsa — HakonfeHume
OpPOTOBOM K.

 HepgocTtaToO4YHOCTDb
opoTaTdocdopu
* Oporart + OPI1

nnTpaHcdepassbl
OMo



OH3MMonaTnm oomeHa remornodomHa

* ®aBun3mM (remoniMTUHECKast aHeMUS)
* HeAOCTATOYHOCTb IMOKO30-6-

doocdaTtaerngporeHassl

* BpoxxgeHHast metremornodbunHonaTmns —
* HegocTtatoyHocTb HALJH-UumMTOXpOM BS-

peaykTasbl

opdupumn —

* HeQOCTATO4YHOCTb PEPMEHTOB peaKL K

CUHTEe3a reMmornoounHa



[Topunpunu-
HapyLleHNne akKTNBHOCTU CbepMeHTOB CHTEe3a rema

KnuHunyecku BblgensoT :

ne4YyeéHouYHble Nnopchnpun C BblipaKeHHbIMU
HEBPOSIOrMYeCKMMIN HapyLLUEHNSMM
BCneacTBue Tokcu4veckoro gencrteua Ha LIHC
npeaLecTBEHHUKOB NopgupunHa n
HapyLLUEeHNSA OKUCNUTESbHbIX NPOLECCOB MNpu
nedpuunte rema

3apuTponoaTuyeckmne nopdpupumn

C BbIPaXXeHHbIMW NOPAXXEHNAMU KOXM.
CumMmnTombil:

NMopdunpnHypusa (opaHxeBasi Mo4a)
dPoTtogepmMmaTUTDI

AHemus

AwnarHo3s: obHapyXeHne B MoYe U Kane
npeaLecTBEHHMKOB CMHTE3a rema
(yponopdupuHoreHa,
KornponopdupmnHoreHa)

| SR 2
¥ BABIESMAKINGFACES.COM



Knaccugukauma noppupun

3aboneBaHue dedhnuntHbIN MposBneH | CopepxaHue B
¢epmeHT us Mouye

[Mopdhupus c
nedpuumtom AJIK-
gervgparasbl

Konponopdupus
KoxHasa neyéHo4Hagd

QpuUTponoaTnyeckasd
nopdpupud
dpuUTponoaTnyeckasd
npotonopgunpua

AJIK-perngpara3sa

KonponopdupuHor
eHoKcupasa

YponopdunpuHoreH
AeKkapbokcunasa

YponopdunpuHoreH
KOCUHTa3a

Peppoxenartasa

puTp.

[leu.

[leu.

puTp.

QpuTp.

Konponopd.

Yponopd.

Yponopd.



HapyLieHnst obmeHa

onnnpybmnHa
. Cunppom Kpurnepa - Hansipa
e (HeKOHbIOrMpoBaHHas XenTtyxa)

« OTCyTCTBME FMIOKYPOHUNTPaHcdepasbl

* [unepbunupybnHemmsa 3a c4eT cBOOOQHOIO
(Henpsamoro) bunupybuHa, kan HopmMmarsbHOro
LBeTa, B Mo4e ounnpybuH. XKendb becuBeTHa, He
coaoepXuTt ounnpybuHa n ero rroKypoHUI0B.
BbipakeHHasa aHUedanonatug

 JleyeHune: doToTEpanUs, nepenmsaHne KpoBw,
deHobapbuTan — nHaykTop doepmMeHTa.



TpaH3nTopHada xenTtyxa
HOBOPOXOEHHbIX

YcuneH remonus
9pUTPOLMTOB
CHWXeEHOo
cogepxaHue
anb0yMMHOB
CHWXeH 3axBaT
bunmpybunHa
NeyYeHblo
CHMXeHa
aKTUBHOCTb
rMIOKYPOHUN
TpaHcdepasbl
CHWMXeHa aKkckpeuus

ﬁlﬁ I'IIAY'\\IRIALIO | > | \Ual'll 1L



MuToxoHapuanbHble Done3Hn

* [lposaBnsaTCA HapyLUEeHNeEM TKaHEBOIO
OblXaHUA, MMonaTmnen, NnopaxeHnem
HEPBHOW CUCTEMBI, NEYEHN, cepaLa,
HapyLleHneM cnyxa, 3peHuns, PyHKLNK
XKenyngoyHo-KULLEYHOro TpakTa.

* buoxnmmnyeckme NnpusHaKku:
* NakTaTaumaos,

* rmnepnaKkratTalmMmagemMus,
rmnepnuvupyBsatTaumngemMunsi.



HapyweHusa obmeHa XUPHbIX
KUCTOT

* [pynna TsKenbix HacneacTBeHHbIX DoresHen,
XapaKkTepusyoLMXCA BbICOKOM CMEPTHOCTLIO,
NpenmyLLeCTBEHHbIM NOopaXXeHneMm LHC,
cepaua, nedeHU. Hacrtorta 1: 5000

 NlecbuumuT aunn-KoA-gerngporeHas gn.,cp.,
Kop.

° Leno4Ye4YHbIX XXUPHbIX KUCNOT

e Nedonunt KapHUTUHA U PepMeHTOB ero
oOmMeHa

e (pedonunt
KapHUTUHNanNnbMUTonunTpaHcdepasbl,
auUNKapHUTUHTpPaAHCIIOKa3bl)



KnmHnyeckmne cMMnToMsbl
HapyLeHnsa obMeHa XXUPHbIX KNCNOT

 HeoHaTanbHasa

e [leTckag

* [lo3gHaa dopmbl

» DHUedanonatusa (BANOCTb, COHMUBOCTD,

KOMa), pBOTa, Kapgmomumonartuma, aputmug,
OoTCTaBaHMe B NCMXOMOTOPHOM Pa3BUTUMN.



bunoxnmmnyeckmne coBuru
Npu HapyLeHNUN oOMEHa XUPHbIX KNCNOT

He nponcxoanTt 6eTa-oKUCIIEHUS], aKTUBUPYETCS
OMEra-oKUCIieHNe C HaKoMNsIeHNeEM
OVUKapOOHOBLIX KUCMNOT, OKa3bIBaKOLLIMX
TOKCUYEeCKoe AencTBme Ha MOo3r, cepaLle, NeYeHsb.
YrHeTaroTca doepMeHThI IMHOKOHEOreHesa,
CUHTE3a MOYEBUHLI, OOMEHAa NYPUHOB.

Pa3BuBaeTca runornnkemMmus b6es3 Kketoaa,
MeTabdbonnyeckmum aumnnos,
rmnepraxkrataungypus,

rmnepypukemMusi, rmnepamMmmoHneMums,
rmnokanbLmMeMuns, NoBblLLEHNE aKTUBHOCTM
TpaHcaMuHa3s, KpeaTUHKUHAa3bI.



[lnarHocTuka
HapyLeHUN OOMEHA XXUPHbIX KUCMOT

» OnpeneneHne ypoBHA KapHUTUHA

» OnpegeneHne aKcKpeLmn
OpPraHN4YecKmnx KNCnoT

e CHNXXeHne aktTUBHOCTU pepMeHTOB
OoOMeHa XXUPHbIX KUCJIOT B
domnbpobnacTax

[ eHHbIN aHanNu3



JleyeHne
HapyLleHn obMeHa XUPHbIX KNCNOT

 lnetoTepanusn (MCKNOYEHMe ronoaa,
oboralleHue paunoHa yrrnesogamm npu
CHWKEHUNU coaepKaHMsa NMnnaos n 6enkos,
OpobHoe YyacToe NUTaHue)

e MegukaMeHTO3Has Tepanus

* HasHa4yeHune L-KapHUTUHA

. rmuymHa

. BUTAaMWUHOB rpynnbl B
. BBeEHME ITIHOKO3bl



Cnacnbo 3a BHMMaHue




