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DH3UMOIIaTHU

[IpyryriHBI BOBHUKHOBEHUM HACJIEICTBEHHbBIX
SH3UMOIIATHUU

ODH3UMOIIaTUU 0OMeHa aMUHOKHUCIJIOT
JH3UMONaTUN 0OMeHa yIIeBOI0B
DH3UMOIIaTUHU 0OMeHa JIUITUIOB
OH3UMOIIaTUU COeIUHUTEILHOU TKAHU
JIuteparypa



JdH3uMonaTuu (pepMeHTONaTHH) B IIUPOKOM
CMBICJIE CJIOBA — IIaTOJIOTUYECKHE N3MEHEHU S
AKTUBHOCTH (DEPMEHTOB.

B 6oJ1ee y3KOM CMBICJIE STUM TEPMUHOM 0003HAUAIOT
HacJieJICTBEHHbIE 3a00/1€BaHUs, ITPU KOTOPBIX
BCJIEICTBHE U3MEHEHUA aKTUBHOCTH (pEPMEHTOB
HapylllaeTcsa TeueHHue COOTBETCTBYIOIINX
OMOXMMHUYECKUX peaKIuil B OpraHu3Me U
pa3BUBAIOTCs 001e3HN 0OMeHa BEIlleCTB



Hacnencrsennasa

Bcenencrsue
MyTaIluu

depMeHTOIIATHU

AnnMeHTapHaA
(mpuobpeTeHHAas)

IIpu XpoHUUYECKOM
PacCTPOMCTBE
nmutaHuda (0esKoBoe
TOJI0OJaHMe)




HacJiieacrBeHHBIE 00/Ie3HU —3a0071eBaHus
yeJIoBeKa, 00yC/I0BJIEHHbIE XPOMOCOMHBIMHU U
TeHHBIMU MYTallusIMU

HaciieacrseHHbIE 9H3MMOIIATHUU CBA3aHBI C
reHeTH4YecKn 00yCIOBIEHHOM HEJOCTATOUYHOCTHIO
OJTHOT'O WJIM HECKOJIBKUX (DEPMEHTOB



IIpyyKHBI BOBHUKHOBEHUA YH3UMOIIaTUU

ITostHaga Os10Kaza (BBIKJIIOUEHNE) CHHTE3a
(depMeHTa;

CHM2KeHUs aKTUBHOCTH (DEPMEHTA;

HapyiieHusa Apyrux cucTeM WA OMOXUMHUUYECKHX
peakIuu, OT KOTOPbIX 3aBUCUT aKTUBHOCTD
depmeHTAa



OCO0EHHOCTHIO TEUEHUA HAC/IEACTBEHHBIX
IH3UMOIIAaTUU

SIBJISIETCSI HAJTMYKE CKPBITOTO IIEPHOa, KOT/Aa 00JIe3Hb
He MeeT BhIPpa’KeHHBIX KJIMH. CHMIITOMOB, HO MOKET
OBITH 3aMI0Z03PEHA WJIN YCTaHOBJIEHA HA OCHOBAHUU
OHMOXMMHUYECKHUX HCCAeOBAaHUU KPOBH, MOYH WMJIN KaJia.

Co BpeMeHeM B CBA3M C (pepMEHTAaTUBHBIM JIe(DEKTOM B
OpraHu3Me HAKAIJIMBAIOTCS IPOMEKYTOUYHbIE IPOAYKThI
oOMeHa BelllecTB, Hapymiawlnyue QYHKIIUIO TeX NI UHBIX
OPraHOB, UTO O0OYCJIOBJIMBAET IIOSIBJIEHUE KJIMH.
IIPU3HAKOB 0OJIE3HH.

OOBIYHO IIEPBBIE KJINH. CHMIOTOMBI HACJIE€CTBEHHBIX
SH3UMOIIATHI 00HAPYKUBAIOTCA B PAHHEM JETCKOM
BO3pacre.



HacJieacrBeHHbBIE 00I€3HHU OOMEHa
aMUHOKUCJI0T(DPKY)

peHnIKeTOHYpPUA XapaKTepU3yeTCs
HapylIeHUAMHA (PYHKIINHN IEHTPAIbHOU HEPBHOU
CHCTEMBI, YTO IIPOABJIAETCA N3MEHEHNEM
MBIIIIEYHOTO TOHYCA, CYy/IOPOraMH, OTCTaBaHHUEM B
IICHUXOMOTOPHOM pa3BUTUHU, CJ;ITaDOYyMHUEM U IP.

Yacrora BcTpeuaemMocTu B Poccuur — 1:10 00O0.



PDeHUJIKETOHYPU A

@ Buepsrie onmcan A. Foiling 8 1934
TOmy.

® Ilopaxkenue IIHC BrI3BIBaETCA
HEJIOCTaTOYHOCTBhIO (hepMeHTa
TUJPOKCUIA3bI-4-(PeHUTaIaHUHA,
YIIPABJIAIOIIETO IIPEBPaIlleHuEM
(beHMIaJIaHWHA B TUPO3WH. B
pe3yJIbTaTe 3TOr0 KOHIEHTPALUA
(beHnIaIaHWHA YBEJINUHNBAETCA B
JIeCATKY pa3, Hapylas
nesareabHocTh ITHC.

®© deHWJIAJIAaHUH U €r0 COeIUHEHUS
BBIJIEJIAIOTCA ¢ Mouor. HapyieHue
oOMeHa CBA3BIBAIOT C TEHOM,
HaXOAIIUMCA B 12-11 XPOMOCOME B
IepeJaroIuMCs 10 ayTOCOMHO-
PEECCUBHOMY THILY.




AJIBOMHU3M.

bJy1oKazia aKTUBHOCTH (DEPMEHTA TUPO3UHA3bl,
KaTaJINu3UPYIOllerd CUHTE3 MeJIaHMHA 13 TUPO3HUHA
yepes3 JUTHAPOKCU(pEeHNIaIaHUH

OCHOBHBIMH IIPOSABJIEHUAMU €€ CIY>KAT OTCYTCTBHE
MeJIaHWHA B KJIETKaX KOKU, BOJIOC ¥ PAAYy>KHOU
000J104KH ry1a3a. YacToTa B HOMYJIAUU — OT
1:5000 710 1:25 000. Pa31n4yaroT OKO0JIO IIIEeCTH
dopm anpbOuMHM3MA.






JleueHue

1 OI‘paHI/I‘-IeHI/Ie B AHETE OesIKa 1 COOTBeTCTBYIOH_[efI AMMWHOKHNCJ/IOTHI.
2. I[OHOJIHI/ITGJII)HOQ Ha3HA4Y€HHNE€ HE3aMEHUMbIX aMHUHOKHNCJ/IOT.

3. HazHaueHue mpenapaToB, aKTHBUPYIOIIUX aIbTEPHATHBHBIE IIyTH
MeTadoJIn3Ma.

4. BBeqeHue mmpenaparoB, YCUJIUBAIOIINX CBA3bIBAHHE U BbIBEJEHUE
HaKaIJIMBAIOIMXCs B OPraHUu3Me IIPOAYKTOB HapYIIeHHOro 0OMeHa.

5. I[IpumeneHre KOPaKTOPOB SH3UMHBIX peakIuil (OO TEPUH).
6. JleueHrie TPOTUBOCYAOPOKHBIMHU CPeICTBAMH 1 HOOTPOIIaMU

7. UIHTeHCUBHAA Tepanusd B OCTPOM IEPHUO/IE C UCIOJIb30BAHUEM
reMo(pUIbTPAIUU U IIEPUHATAIBHOTO TUAJIN3A.



K HacJieACTBEHHBIM 00JI€3HAM
YIJIEBOTHOI'O OOMEHa

OTHOCAT IJINKOT€HO3bI, TaJIaKTO3€MUI0, HEK-PhIe
¢dopMBbI caxapHoOro auabera u ap.

HaciyencrseHHble 00s1€3HM 0OMeHa JINITNUJIOB
BKJIIOUYAIOT JIMIIHUJI03bI CBIBOPOTKH KPOBH,
XapaKTepU3YIOIIUecs IMOBBIIIIEHUEM COePKaHUsI B
KpPOBH JIMIIUJIOB, XOJIECTEPUHA WUJIH JIMIIOIPOTENHOB,
1 JIUTIHUI03b] C BHYTPUKJIETOUHBIMU BKIIOUEHUAMHU.



I'asqtakTro3zeMuda

® Omucana B 1908 roay, ogHako aedekT oOMeHa, ee
o0ycJiaBINBAIOIINM, ObLJI OTKPHIT JIUIIIL B 1956 TOAY.
Yacrora cuHapoMa OT — 1 Ha 20 000 40 1 Ha 120
000 HOBOPOKIEHHBIX

MospexAaeHne ronosHOro Mo3ra

Karapakra
. NoepexaeHne KOCTEN

MoepexaeHne neYeHn




IlaToreues

Heduuut pepMeHTa ra1akTo30-1-pocdaT-ypuani-
TpaHcdepasbl (I'-1 -OYTD). B pe3yabpTaTe rajakrosa
(MOJIOYHBIN caxap) He YCBaUBAETCs, & IIPOMEKYTOYHBIN
IIPOAYKT 00OMeHa, rayjiakTo30-1-gocdar, ABIAIIIUNCA
TOKCHUYECKHUM BEIECTBOM, HAKAILJIMBAETCS, IIOBPEKIAET
I[IHC u apyrue oprasbl U CUCTEMBL.

3abojieBaHHEe MOKET UMETh TPU reHeTH4YeCKHE (POPMBI:
1) dopma ¢ 50% akTuBHOCTBIO pepMmeHTa (I'-1-DYTO);

2) opma ¢ HecTabunbHBIM pepMmeHTOM ([-1-OYTO);

3) opma ¢ HeJOCTAaTOUYHOCTHIO I'-1-OYTD
(ks1accuueckas popma).

HacienoBaHue rajakTo3eMHUH IPOUCXOIUT I10
ayTOCOMHO-PEIECCUBHOMY THILY.



KiauHuka

IIposiBsieTcsa BCKOpe MocJie POXKAeHUs y peOeHKa:
OTKa30M OT HHIIH, IOHOCOM, PBOTOM,
HEMEePEeHOCUMOCTBIO T'0J10/1a, MaJeHUEM MacChl TEJIA,
»KeJITyXOH, yBeJIMUeHIe IIeUeHU 1 CeJIE3eHKH,
IIopakeHue Mouek, BOASHKA }KMBOTA, BO3pacTaeT
BHYTPHUUEPEITHOE JaBJIeHI€e, U IIOBBIIIAETCA PUCK
cercuca, pa3BUBaeTcsa KaTapakTa.

BrIKUBIINI peOEHOK — YMCTBEHHO OTCTaJIbIH, C
HapyIIEHUAMU 3PUTETHHO-IIPOCTPAHCTBEHHBIX
TIPE/ICTaBJIEHN, HEJIOPa3BUTUEM PEUHU, PACCTPONCTBAMH
IIOBeIeHUsI, TPEBOTOU, POOOCTHIO U TPYAHOCTSIMHU B
OOIIEeHUN.

JleueHue — Oe3MOJIOUHAA JUeTa



HacaeancrBeHHbIE 00/I€3HU ITyPUHOBOI'O U
NMUPHUMHUINHOBOIO OOMEeHa

BKJIIOUAIOT HEKOTOPbIE (DOPMBI IOAATPHI, CHHAPOM
Jlema-HailixaHna (BoO3HUKaeT IPU HeJOCTaTOUHOCTH
I'UIoKCaHTHH pochopubo3uaTpanchepassl U
XapaKTepU3yeTcs HAaKOIIJIEHMEM MOY€EBOU KHCJIOTHI B
TKaHAX, IIOBBIIIIEHHBIM BHIBEJIEHHUEM €€ C MOYOM,
Pa3BUTHEM YMCTBEHHOM OTCTAJIOCTH)

Bri/iesIAI0T TaK:Ke Hac/ieICTBEHHbIE 00I€3HU
CTEPOUZIHOTO OOMEHA, HAMP. aZlpEeHOT€HUTAIbHbIIN
CUHJIpOM; oOMeHa OmIupybrHa, Hap. CHHAPOMBI
Kpuriepa-Haiispa, JKunpbepa- MeijieHrpaxra u ap.,
IIPOSBJIAIONIUECA KEJITYX0H; 00MeHa METAJLJIOB -
reMOXpoMarTo3, AUCTPOPH;



HacJsieacrBeHHBIMHU 00JIE3HAMU OOMEHa
COeIUHUTEJIHbHOU TKAHU

ABAAIOTCA MYKOIIOJIMCAaXapU/103bl, CHHIPOM
MapdaHa, XOHAPOAUCTPODH;

HacieactBeHHBIMHU 00JI€3HAMM KPOBH U
KPOBETBOPHBIX OPTraHOB - TeMOMUJINAA,

MUKpPOCheponuTapHasa reMOJIUTHYECKAS
aHEMUSI.



Cungpom Mopd ana

Hapymelme P43BHTHA COE}]MHHTEJIBHOﬁ TKdHH

lwbkocTs nansues npu cugpome Mapgpara




MYKOIIO/INCAXAPU/103 (CUHAPOM
I'YPJIEPA)

© Omnwucan G. Gurler B 1919
roay. Berpeuaercs ¢
JacTOTOU — 1: 40 00O0.

® Cy1iecTByerT elle 15 TUIIOB
MYKOIIOJIMCAXapU1030B




KiauHuka

IIposBideTcsa Ha IepBOM I'OAY *KU3HU.

BHemHu By 600JbHBIX — YBEJIMUEHHAA I'0JIOBA,
BbIZIafoIKecsa JJ0OHbIEe OyT'PbI, IIOUTH OTCYTCTBYIOIIAS IS 1
MaJIEHbKHH POCT.

dopma JiuIta: HOC ¢ 3allaBIIeNd IIEPEHOCUIIEN, TYCThie OPOBH,
BbIBEPHYTbhIE HO3/IPU, TOJICTHIE T'YObI, OOJIBIIION SA3bIK, HU3KO
IIOCA>KEHHBIE YIIIH.

I'pyaHasa KjieTka yKopodeHa, Kud03 B TPYTHOM HUKHEM HJIU
BEPXHEM IMOSICHUYHOM OT/IeJie MO3BOHOYHMKA. OrpaHnyeHa
MJIM HEBO3MOKHA MOJIBUKHOCTD B CyCTaBax.

JKuBoT 60J1b111011, YBeJIMUEHa IIeueHb U cele3eHKa, ITyIouHasd
rpeika. [lomyTHeHHE pOroBuIlbl, CHHUKEH cayX. HapyiieHo
CTpOeHNEe U PYHKIUU CEP/LIA, PA3BUBAETCS JIETOYHO-
cepZieuHasi HeJOCTaTOYHOCTh. boJIbHbIE UacTO 00JIEIOT
ITHEBMOHMEN, BOCIAJIEHHEM MOUYEBBIBOAAINUX ITyTEM.
'nnepTeH3nOHHO-TUAPOIe(PATIbHBIN CHUHIPOM.



Ilcnxmuyeckoe cocroaHue

YMcTBEHHAA OTCTAJIOCTh 3aMETHA y2Ke B pAHHEM
Bo3pacTe. B mocaenyoineM HHTEIEKTyaIbHbBIU

nedekT ycyrybssiercs, 3aTeM IIPOUCXOAUT MOTEPA
IIprOOpeTeHHBIX HABBIKOB, PEYH, pacIIa/l
IICUXUYECKUX (DYHKIIHH.



OCHOBHO€ 3HAUEHUE B TUATHOCTUKE
HacJIeJICTBEHHBIX YH3UMONATUU UMEIOT
OMOXUMHNUYECKUE METOIbI UCCIEeJOBAHUL:
oIpejiesieHre aKTUBHOCTU (DEPMEHTOB, IIPOAYKTOB
obMeHa BelllecTB, 0COOEHHO B Te€X Caydasix, Korjaa
00J1e3Hb KJIMHUYECKH He MPOSABJISIETC.
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