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(HacneacTBeHHble 601e3Hn

CBA3aHHbIE C HApYLUEHUEM

obMeHa BeLlecTB)



lNMpoueccbl o6MeHa BellecTB B K/1eTKe
HaxXoASATCA NOA KOHTPOJIEeM:

+

1. HEpBHOW M 3HAOKPUHHOM perynsuun,
obecneymBaroLLmnX corfiacoBaHue
OOMEHHbIX MpOLIeccoB C YCNOBUAMU
cpeabl, OKpY>KatoLLLEN KNETKY.

2. CUCTeMbl MeHeTU4yecKkoro KOHTpPOSA
CMHTE3a (PepMeHTHbIX benKkos.




[eHeTn4Yeckue NpuYMHbLI
BO3HUKHOBEHMSA SH3MMONaTun

+

-MMonHass  6nokaga (BbIK/OYEHME) CUHTE3A

(pepMeHTa;
-CHUXXeHUS AKTUBHOCTU (pbepMeHTa;
-HapylwieHuns Apyrux CUCTEM Nnu

OUOXMMMYECKMX peaKLMK, OT KOTOPbIX 3aBUCUT
aKTUBHOCTb (PepMeHTa.



BbIABJIEHUE N ANATHO3
6De+

HANKETOHYPUSt U rasakTo3emusi  (HapylweHuWe  YrieBOAHOro
obMeHa), MoryT 6bITb onpeaeneHbl NyTEM aHaM3a KPOBW, B3SATOM
U3 NATKWU HOBOPOXXIEHHOTO.

[nsa cynpyXeckux nap, npeanofararowmx, 4Yto y pebeHka MoxeT
OKa3aTbCs reHeTn4yeckoe 3aboneBaHWe, CyLLECTBYIOT Cny»xba
MEAMNKO-TEHETUYECKOTO  KOHCYNbTUPOBAHUSA, rAe  MNPUMEHSIOT
reHeasiorM4Yeckum MeTo, OCHOBAHHbBIN Ha COCTAB/IEHUN N AHANU3E
DOZIOC/IOBHbIX.

OOHaKoO HamboNbLMKM PUCK CBSI3@aH C BO3PAacTOM MaTepu — YEM OHa
CTaplie, TeM 6onblue BEepoSSTHOCTb, YTO Y pebeHka OyayT Kakue
nmbo HapyLUEeHWs.

[pepnpuHsToe BOBpEMS MeaNKAaMEHTO3Hoe neyeHume U
crieunanbHas averta obecnedmBaeT 60/bHbIM AETSIM HOpPMasibHOE

INTOOODIATIAND



BHYyTpuyTpobHOe
pa3BuTue pebeHka

[MepennereHne KPOBEHOCHbIX
cocyaos aMbpuoHa n matepm
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HacneancrBeHHbIE HapyLLIEHUS

+ dMUHOKUCJIOT (3H3UMOratnu ) -

— rpynna 3aboneBaHn, 06ycnoBeHHbIX AedheKTaMu
(PEPMEHTOB, YYacCTBYIOLWMX B UX 0OMeHE.

OnucaHo cBbiwe 30 3aboneBaHuM.

[NnaBHbIM  OMOXMMMYECKMA Npu3HAK 3aboneBaHun —
HakonneHune aMWUHOKNCNOT B OpraHu3Me.

KnuHunyeckass  KapTuHa,  BO3HMKalOWass  npu  3TUX
HapyLleHNAX MeTabonn3Ma, XapaKTepU3yeTcs MopaKeHUeM
HEPBHOW CUCTEMBI.



JF NNpnYnHbI BOBHUKHOBEHMUSA

[ogasnsaoLwee 601bLWMHCTBO 3TUX bonesHen
HacneayeTcs ayToCOMHO-pPeLIeCCMBHO.

OTtpenbHble hopMbl 3aboneBaHnn nNepeaaroTcs ¢ X-
XPOMOCOMOMW.

[Mpn 60NbLUNHCTBE HAPYLUEHUA AaMUHOKUCIIOTHOIO
obMeHa ((PeHNNKETOHYpUS, ranakTo3emMust u ap.)
nepBble NPosiBNEHNS Pa3BUBAOTCS NOCTEMNEHHO U
obHapy>XMBaKOTCA Ha NePBOM roAy XM3HU, Nocse
nepuoaa HopMasibHOro pa3BUTUS.



JleyeHUue

‘|‘1’. OrpaHuyeHune B ANETE H6enka 1 COOTBETCTBYIOLLEN aMUHOKUCNOTHI.
2. [lononHUTEeNbHOE Ha3HAaYeHME HE3aMEHUMbIX aMUHOKUCIIOT.

3. Ha3sHauyeHne npenapaToB, aKTUBUPYIOLLMX aNbTEPHATUBHbIE MYTU
MeTabonnsma.

4. BBeaeHne npenapaTtos, YCUNIMBAKOLLNX CBA3bIBAHUE U BblBEAEHUE
HaKanIMBawLMXCS B OpraHM3Me NPoAYyKTOB HapyLLleHHOro obMeHa.

5. NMpuMeHeHne KohaKTOPOB 3H3UMHbIX peakumn (buontepuH).
6. JleueHne NpoTMBOCYAOPOXHBLIMU CPEACTBAMN U HOOTPOMAMM.

/. IHTeHCcKBHaga Tepanua B OCTPOM nepuoae C UCnosib30BaHUEM
reMounbTpaUum U NepuUHaTaabHOro Ananu3a.



+

NMpuMepbl SH3MMONATUN



PDeHUIKETOHYpPUS
(DKY)

Brnepsile onuncan A. Foiling B 1934 roay.
YacTtoTa BcTpedaeMoctu B Poccun — 1:10000.

OKY BcTpevaetca y 1% yMCTBEHHO OTCTanbIX
nnu.

OHa 06beaMHAET HECKOBbKO KITMHUYECKM
CXOAHbIX, HO FEHETUYECKU Pa3HbIX 3ab0neBaHNM.



[laToreHes

[lopaxxeHne LIHC BbI3biBaeTCca HeaoCTaTOYHOCTLIO
depMeHTa rnapokcunasbl-4-deHnnanaHnHa,
yrpaBnsioLwlero rnpespaweHneMm @eHunanaHnHa B
TUPO3MH.

B pe3ynbTtate 3TOro KOHUEHTpauus deHunanaHuHa
yBEeNMUMBAEeTCA B  AECATKM  pa3, Hapyluasd
pearenbHoctb UHC.,  ®eHunanaHMH w©M ero
COeANHEHNS BbIAENAITCAS C MOYOM.

HapywieHne obMeHa  CBA3bIBAlOT C  EHOM,
HaxoadwmMca B 12-M XpoMOCOMe U1 nepeaaroLlmMcs
NO ayTOCOMHO-peLeCCMBHOMY TUMY.



K/IMHUKa

l 1. F'MnepknHesbl, HapyLUEeHUS MbILWEYHOro TOHyca U KoopAuHauuu.
2. 25—50% 60nbHbIX CTpaaaloT Npunagkamu.

3. Hapyluenms nurMeHTaumm (CBETNbIN LBET BOSIOC U PafyXKu,
MEHEEe NMUIrMeHTUPOBaAHHAA KOXa). Y NonoBuHbI 60/bHbIX KOXa
MOpaXkeEHa 3K3EMOMN.

3. Cepbe3HO CTpadatoT SHAOKPUHHBIE DYHKLUMN. Y OAHNX 60MbHbIX
YCKOPSIETCSI POCT, HO HapyLlaeTcs pa3BUTne Yepena 1 KocTeu
CKeneTa, y Apyrux — oTCTaBaHWe (n3n4eCcKoro passmuTus
COYeTaeTCs C MUKpouedanuen n Yyeptamm Heopa3BUTUS OPraHoB U
CUCTEM.

4. OT 60NbHbIX UCXOAUT CBOE0OPa3HbIN 3anax («MbILLMHBIN,
«3arnax BoJIKa»), KOTOPbI OO6BACHSAETCS HAIMYMEM B MOYE
DEHNNTYKCYCHOW KUCNOThI.



PebeHok 2-X NeT ¢ peHUNKETOHYpUEN



[lcuxnyeckoe pa3BuTmne

l OTCcTaBaHMe B MNCUXMYECKOM pPa3BUTUMN CTAHOBUTCSH
3aMeTHbIM BO BTOPOM MONYroAuM  >XU3HU WU
nporpeccupyeT B TeyeHne 1—>5 ner.

3a 3TO BpeMs pa3BMBAlOTCA TsXKenas unu rnybokas
YMCTBEHHas OTCTaNoOCTb (92%), HapyLleHus
noBeaeHus (BO36Yy>XaeHue, PACTOPMOXXEHHOCTb,
arpeccMBHOCTb, CKJ/IOHHOCTb K CaMOMOBPEXAEHUAM),
rpyboe Heopa3BuTue 3MOLIMOHANbHO-BO/EBbIX
DOYHKLMN, NHCTUHKTOB.

[py HEpaBHOMEPHOM MOPAXXEHUN KOPbl U FTYOUHHbIX
CTPYKTYP MO3ra MOryT BO3HUKHYTb YepTbl ayTU3Ma.



JleueHue

+

[lneta Cc pe3knuM orpaHnYeHnem

deHnnanaHnHa c 2— 3 -Meca4Horo
BO3pacTa 1 cobntoieHmne ee B Te4yeHue
10—12 neT, YTO NpeaoTBpallaeT
Pa3BUTUE YMCTBEHHOW OTCTAsNIOCTH.



OPrAHUYECKUE ALUMOAEMAMN,
COMNMPOBOXXAAKOLUWMECA HAPYLUEHUEM

+ HEPBHO-NCNXUYECKOIO PA3SBUTUA

oTH HapyLleHus MeTabonm3ma
opraHnyeckmnx KucnoT (npoaykTtoB obmeHa
aMUHOKWNCAOT, YrNeBoAoB, IMNNO0B,
CTepouaoB 7 61OreHHbIX aMUHOB)
NPOSIBASAIOTCH  TSDKENbIMA  MOPaXXEeHUsIMK
HEPBHOW CUCTEMBb!.

[lepBbie OnncaHuns OpraHn4yecKkux
aunaemmn boinn caenaxsl B 1961 roay.



[laToreHes

B 1967 roay (Budd M. A. et al.) Bnepsble 6bi1a yTOUHEHA
npyupoaa oAHOM  m3  auuaemun  (M30BasiEpUaAHOBON).

B HacToslluee BpemMs M3BECTHO OKo/M0 60 opraHMyeckux
aunaemMmn,

BOMbLUIMHCTBO  OpPraHMYeckux auuMaeMuin  Hacneayertcs
ayTOCOMHO-PELIECCMBHO. BO3MOXXHO X-cuenneHHoe?2
DELIECCMBHOE HacneaoBaHne 3TUX PACCTPOWCTB.

Hauano 3aboneBaHWs Yallle BCEro OCTPOe, a Te4yeHue
06bI4YHO XapaKTepu3yeTcs NpUCTYNamu, KOTOpblE
NMPOBOLIMPYIOTCS pa3fIMyYHbIMU BPEAHOCTSAMM.



K/IMHUKa

~|—FleDBML/Hb/e CUMMTOMBbI;

- PECNUPATOPHbIN U HEMPOAUCTPECC-CUHAPOMbI,
- NIpUNaaKu,
- pBOTQ, OTKa3 OT e/lbl, HapYyLUEHUe CTy/a, 06e3BOXKMBAHME.

B AanbHenweM nosiBNSgTCS BAIOCTb, COHIMBOCTb, MbILLEYHAS
rMNOTOHUS, HAPYLUEHME AbIXaHUS U B TSHKENbIX CyYasix KOMa.

BO3MOXHbI MPUCTYMbl BO30OYXAEHUS.
[JeTtn oTcTaloT B GU3NYECKOM U NCUXOMOTOPHOM Pa3BUTUM.

BbicOKas NeTanbHOCTb AETEN C 3TUM 3aboneBaHMEM CBA3aHa C
3apakeHneM UHMeKUnIMm



BTopu4yHble HapyLLIEHUS !

- OTCTaBaHWE MCUXMYECKOr0 N MOTOPHOIO PasBUTUS,
-NMMpaMnaHas CUMNTOMATUKA,

-pacETPOMCTBA KOOpANHALMN,

-Cy10pOru.

Ocobble CMMMTOMbI OTMEYaloTCs NpPW:

1) NlenumHo3e (nosblweHHas Bo3byanmocTtb LIHC, Mbille4yHas
rMNepToOHNS).

2) Nedununte ageHMHCYKUMHATMA3bl (NPU3HaKM ayTnama).

KoMnbloTepHOE N MarHUTHO-PE30HaHCHOoEe
TOMOrpagunyeckmne ncciegoBaHna BbISIBNAIOT aTPoOduio
KOPKOBbIX OTZ€/10B FO/IOBHOIO MO3ra, pacluMpeHne JIMKBOPHbIX
NPOCTPAHCTB, HApYLLUEHNE MUENTMHMU3ALUMUN, U3MEHEHWS
6a3a/ibHbIX raHrNMeEB.



JleuyeHne

+

& OrpaHunyeHue benka;
% BbICOKME [03aX BUTAMUHOB;

< JononHuTenbHoe BeeaeHune J1-KkapHUTUHA
N rMUUNHA.



[anakKkTo3eMus

+

OnucaHa B 1908 ropay,
O[IHAKO aedeKT 0bMeHa,
ee obycnaBnnBaoLmn,
6b121 OTKPLIT NULLb B 1956 roay.
YacTtoTta cMHapoMa ot — 1 Ha 20 000
no 1 Ha 120 000 HoBOpPOXXAEHHbIX.




[laToreHes

+ dedvumt depMeHTa ranakto3o-1-pocdat-ypuann-
TpaHchepasbl (-1 -OYT®). B pe3ynbrate ranakrosa
(MOMOYHbIM  Caxap) He YCBaMBAETCA, a@ MPOMEXYTOUHbIN
npoaykT  obMeHa, ranakro3o-1- cboccbaT SABNSAOLLMNCS
TOKCMYECKMM BeLlecTBOM, HakannmeBaeTcs, nospexaaeT LIHC u
Apyrue opraHbl U CUCTEMBI.

3aboneBaHne MOXET UMETb TPU FrEHETUYECKNE (POPMBbI:

1) dpopma ¢ 50% akTnBHOCTbIO hepMeHTa (M-1-OYTO);
2) bopMa ¢ HecTabunbHbIM bepMeHToM ([-1-OYTOD);
3) popMa ¢ HegocTaToYHOCTbIO -1-PYTO (knaccnyeckass opma).

HacnegoBaHuMe ranakTo3eMumu npomcxoamntT TnMno ayTOCOMHO-

DELIECCUBHOMY TUIy.



KIMHUKa

Flpo;lsnﬂeTcyl BCKOpE Mocse poxaeHus y pebeHka:

Qa

Qg

Q

OTKa30M OT MULLK, MOHOCOM, PBOTOM, HEMEPEHOCMMOCTbIO FO/1I043,
NafeHNeM Maccbl TeNa, XXENTyXon,

YBEIMYEHUE NEYEHWN U CENE3EHKMN, MOPAKEHNE NMOYEK, BOASAHKA XUBOTA,
BO3pacCTaEeT BHYTPUUYEPENHOE AAB/IEHNE, U MOBBILLAETCSA PUCK CEMCUCA,

Pa3BUBAETCA KaTapaKTa.

BbkuBLLNM pebeHOK — YMCTBEHHO OTCTaslbi1, C HapyLIEHNAMY
3pUTENIbHO-NPOCTPAHCTBEHHbIX NPeACTaBIeHUN,
HeAO0pPa3BUTMEM peyun, pacCTPOMCTBAMMN NOBEAEHUS, TPDEBOION,
PO6OCTbIO U TPYAHOCTSAMU B O6LLEHUN.



JleueHue

be3aMono4vyHasa aAneTa



MYKONMOJINCAXAPNOO3 1 H
1 (CUHAPOM INYPJIEPA)

OnucaH G. Gurler B 1919 ropay.
BcTpeuaetcs ¢ yactoton — 1: 40 000.

CylluecTByeT euwe 15 Tmnos
MYKOMOJInCaxapunao30B.



K/IMHUKa

+

[poSIBNAETCA Ha NEPBOM rOAY KU3HMU.

= BHewHwnit B1A 60N1bHbIX — yBENMYEHHAs ronoBa, BblAatoLMecs o6Hble
6yrpbl, NOYTH OTCYTCTBYIOLAs Lesi U MasieHbKMI POCT.

=  ®PopMa SMUA: HOC C 3anaBLUei NepeHoCuLEN, rycTble 6poBu, BEIBEPHYTHIE
HO3APpW, TONCTbIE rybbl, 60NbLUON SA3bIK, HA3KO MOCAXXEHHbIE YLLWN.

« [pyaHas Knetka ykopo4eHa, kngo3 B rpyaHOM HMXKHEM U BEPXHEM
MOSICHUYHOM OT/ENE NO3BOHOYHMKA.

« OrpaHuyeHa Wi HEBO3MOXXHA MOABWMXXHOCTb B CyCTaBax.
= JKnBOT 60/bLUON, YBENNYEHA NEYEHD U CENE3EHKA, MYyNo4YHas rpbika.
a [loMyTHEHME poroBuLibl, CHUXKEH CNyX.

= HapylweHo cTtpoeHne n dyHKUMK cepaLa, pa3BUBAETCS NIEFOYHO-
cepeyvHasi HeIoCTaTOYHOCTb.

= bBonbHble YacTo 6onelT NHEBMOHNEN, BOCTANIEHNEM MOYEBLIBOAALLIMX
nyTen.

= [MnepTeH3noHHo-rnapouedanbHbI CUHAPOM.



[Icnxmnyeckoe COCTOoSIHUe

l YMCTBEHHAs OTCTaNoOCTb 3aMETHA Y)KE B PaHHEM
BO3pacTe.

B nocneayowemM MHTENNEKTYaIbHbIN AedeKT
ycyrybnsercs, 3aTeM npoucxoanT noteps
NPMOOPETEHHbIX HAaBbIKOB, PEYN, pacnaj NCUXUYECKMX

(DYHKLNMN.
HapacTaloT coMaTnyeckmue HapyLLueHus.

CMepTb 006bI4YHO HacTynaeT B Bo3pacte 10-12 nerT.



[laToreHes

+OTI‘IO>KeHl/Ie MyKOMoOAncaxapuaoBs B COEANHUTENTbHOW
TKaHW NEeYeHU, CENE3EHKN U APYrux TKaHax. HakonneHue
MYKOMOJSIMCaxapuaoB B Xpsllax HapyLUAeT POCT KOCTEN U
nedopmupyeT nx. B Mo3re oTKkNaabiBalOTCS raHrnMo3nabl.

[lponcxogsume U3MEHEHUS BbI3bIBAOTCH  AedeKTOM
depmeHTa anbda-L-naypoHnaassi.

3TO HacneAcTBeHHoe 3aboneBaHWe nepeaaeTcs Mo
ayTOCOMHO-PELIECCUBHOMY TUIY.

Tepannua OTCYTCTBYET.



bone3Hb 'npke

Hap&meHme obMeHa BELLECTB, XapaKTepuayoLleecs
HAKOMMEHUEM M3ObITOYHOIrO KOMMYECTBA INIMKOreHa B TKaHAX
opraHusmMa.

CBA3aHoO C He4OCTaTOYHOCTLIO depMeHTa r1I0KO30-6-
docdaTasbl, KOTOpbIM HEOOXOAMM AN pacrnaaa rMKOreHa, B
CUNy Yero TOT HaKanJIMBAETCa B TKAHSX.

bone3Hb O0ObIYHO MNPOSIBASETCA YXE&  MIafAeHYeCcTBe
OTCTaBaHMEM B pOCTe, BbINSYMBAHMEM XXUBOTA W3-3a
YBEJIMYEHNSI PA3MEPOB MEUYEHN U CHMKEHMEM YPOBHS Caxapa
B KpOBM.

EAVHCTBEHHOE CpeacTBO NeyeHnss — aneTta (Yactoe KOpM/IEHUE
1 no6aBneHne B paLUmoH rtoKo3bl).

C BO3pacTOM COCTOSIHME pebeHKa NOCTEMNEHHO Y yULLIAETCS.



AnbbnHnsm

4H7p1/| HOPMasibHOM MeTabonmamMe deHnnanaHnHa
M TMpo3nHa (06e aMMHOKUCIOTbl CBS3aHbl MeXay
cobon B obMeHe) 06pa3yeTcs KOXHbIM YepHbI
MArMEHT MENaHWH.

Bpo)xaeHHOe OTCYTCTBUE 3TOro NurMeHTa B rnasax,
KOXe N BOJIOCAX y nuy C aNIbOMHM3MOM
obycnosnieHo HeNOoCTaTOYHOCTbIO OZIHOIO
N3 GepMeHToB MeTabonmaMa @eHunanaHnHa u
TUPO3UHa.



ANKanToHypus

3aboneBaHMe  BbI3bIBAETCA  FEHETUYECKM  0bycnoBneHHOM
HeI0CTAaTOYHOCTLIO (DepMeHTa, y4acTByloWero B Metabonmsme
FOMOr€HTU3MHOBOW KUCIOTbl — MPOMEXYTOYHOrO0 MNpPOAYKTa
obMeHa deHnnanaHnHa U TMpO3unHa.

HakannuBalowascsd roMoOreHTU3MHOBasl KWUCNOTa BblAENsIeTCS
C MOYOU1, NpuaaBas en YepHbIK NN KOPUYHEBBIN LIBET.

B 6onee no3gHeM BO3pacTe B COEAMHUTENBHOM TKaHU U XpsLLAX
OTKNAaAbIBAETCA CUMHEBATO-YEPHbLIA MUIMEHT W PA3BMBAETCH
apTpuT.

B KkauyectBe /fieyeHMda Has3HayalT [AUETY, WCKIIOYaIoLLYIO
notpebneHne eHnnanaHnHa u TUPO3nHa.



I MnepxonecrepuHeMus

HeCT'JaI06HOCTb OopraHM3aMa  pa3pyllaTb  XONIEeCTEPUH
M NUMONpPOTENHbI HU3KOM MNNOTHOCTM (B COCTaBE KOTOPbIX
OH B OCHOBHOM HaxoauTcs) MpPUBOAUT K HAKOMIEHUIO
XONeCTEPMHA B TKAHAX - KCaAHTOMAaTo3.

OT/NIOXXEHUA XOJNIeCTEPUHA B CTEHKAX KPOBEHOCHbIX COCY[O0B
BbI3bIBAlOT aTEPOCK/IEPO3.

I'Ile rmnepxonecrepyHeMmMn BO3MO>XXKHO TaKXXE YBEJIMYEHUE
CeENE3EHKHU, NnevyeHn nin J'IVIMClDaTMLIeCKMX Y3J10B.

[ns neyeHus n NpoduUIakTUKN UCNOb3YIOT AUETY.



AMaBpoTUYecKass v aAMoTHUNA
Tea — Cakca
+

JTO Tskenoe 3abonieBaHMe XapaKTepusyeTcs
Nporpeccmpyowmm CHMXXEHUEM 3peHuns,
cnaboymmeM B COYETaHMM C  APYrMMH
HEBPONOrM4YeCKMMNU CUMNTOMaMMu,

CeMenHbIn  XapakTep 60ne3Hn nposBnsieTcs
BO3HUKHOBEHWEM MANOTUM Y BpaTbeEB U CecTep, B
TO BPEMS KaK poAUTENU 300POBbI.

9T0 CBA3aHbI C MeTabonnyeckumm
PACCTPOUCTBAMM, B OCHOBE KOTOPbIX JIEXUT OAUH
DELIECCUBHbIN EH.



