Tema: JInnuao3sl

Paboty BbInonHMMIA:
N.P. IllaiixyTanHoBa
I'pynma: M-02(2)-17




® Omnpenaenenue 3a001eBaHus — 3 ciamn

® Knaccudukamusa 3adoneBanus — 4 ciaij

® bonesnp Tea-Cakca — 5 cnaiin

[

®©@ ® ® ® ® o ® o ®©® ® o ®©

Mexanusm pa3BuTus — 6 ciaiij
bonesnr Humana-IIuka — 7cnaiin
MexaHnu3M pa3BUTHS — 8 CIIAN]
denoTur 00aBbHOrO — 9 cianyg
bonesnn [ome — 10 cnaiig

Mexanusm passutus — 11 ciaig
bone3znp ®abpu — 12 cnaiin
Mexanu3m pa3Butus — 13 cnaia
denorui 0oibpHOTO — 14 cnain
Knuanueckue niposiBineHust — 15 cnaiig
JlmarHoctuka — 16 cnaiig

Jleuenue — 17 cnaiin

COucok uCroabp30BaHHOMN IUTEpaTypsl — 18cnai



JIumumo3bl — HaCJIEACTBEHHBIE 3a00JIeBaHUsI, CBA3aHHBIE C HAPYIIICHUEM
MeTa0oJIMu3Ma JKUPOB, OTI0KEHUEM JIMITHJIOB U UX META0OJUTOB B PA3IMYHBIX
OpraHax U TKaHSX.

BOIBIIMHCTBO JIMIKI030B HACIEAYETCS MO ayTOCOMHO-PELIECCUBHOMY THITY,
UCKJIIOYEHHE cocTaBsieT 0one3Hb @adbpu, KoTopas HacaeayeTes no X —
CLICILUICHHOMY, peliecCUBHOMY TuITy. Hactora — 1:7 ThIC.



I nvkoamnuaossl. MNpu JaHHOM TuMe 3a60/1eBaHMU HEBO3MOKEH
MOJIHbIM pacnaj rMKOAUNUAOB - COEANHEHMM, COCTOSLLMX M3
Yr1eBOAOB U }KMUPHbIX KUCNOT. [NMKOAMNMA03bI NpeAcTaBEHbI
Luepebposnaoszamu (chuHronmnugos Mowe, 6onesHb Kpabbe),
cynbaTMao3amMu (MeTaxpomMoTHMyecKas J'IeMKOAl/ICTpOd)MFI)
LepaMmaonmnrosmgosamm (6onesHb Gabpu,
LepamMuanakTo3namMnonaos), raHrimMosngo3amMm (6oaesHb
CaHaxodda, paHHAA JeTCKaA aMaBpOTMYeCcKaa MamoTma).

JiunonpoTtenHemmmn. O6yc0BNEHbI NATONIOrMEN O6MEHa IMMU0B
N/1a3Mbl KPOBM, OCHOBAHHOM Ha reHETUYECKOM AedeKTe
(hEPMEHTOB M/IM PELLENTOPOB KAETOK. JIMNUAbI N1asMbl - JKUPHblE
KMCOTbI, TPMIAMLEPUADI, XONECTEPUH. JIMNONpOTEMHEMUM
BKnroqarOT CEMENHYI0 MMMNepXo/ieCTEPUHEMMIO, KOMOMHMPOBAHHYIO
ceMeMTn(/ro rMNEPIMMUAEMMIO U CEMEMNHDIE TUMNEPSIUNUAEMUM
TMNOB

CéhuHrommenmHos. CMHOHMMMYHOE Ha3BaHMeE - 60/1e3Hb
HumaHHa-lMnKa. Mpu pasBuTMK 3TOro 3aboseBaHUA B
PETUKYNOSHAOTENMAJIbHBIX KNETKAaX YBE/IMYMBAETCA COA4EPKaHUE
pochonmnnaHoro coegmMHeEHNA COUHTOMUESIUHA.



® boae3snp Tea-Cakca — 3T0 reHeTHn4ecKoe 3a001eBaHue,
XapaKTEePU3YIOIIeeCs HENOCTATOYHOCThIO (DEpMEHTA TE€KCO3aMUHU/1a3bI
A, CKOTIJICHUEM JIMITOUTHBIX MAKPOMOJIEKYJ B HEUPOHAX, HAPYIICHUEM
(YHKIIMI TOJOBHOTO U CIIUHHOTO Mo3ra. [IposiBisiercs aerpananueit
(U3UYECKUX HABBIKOB U MCUXUYECKUX (PYHKIIMI: pacnagom
IJ10TaTesIbHOTO peduiekca, peur U MPOU3BOJIbHBIX ABUKEHUM, yTpaTOil
ClyXa U 3pE€HUs], CHUKEHUEM UHTEIUIEKTa. Pa3BUBarOTCs Cy10pOKHBIE
OPUCTYTBI, aTpodusi MBI, Hapainy, feMeHusd. Crneurudpuueckue
METO/Ibl JUATHOCTUKHU — OPTaTbMOCKOMNUS TJIA3HOTO JIHA, UCCIIEI0BAHUE
KOJIMYECTBA '€KCO3aMUHUIA3bl B KPOBU M HeMpoHax.Hacrora cirydaes
3abomneBanus 1:250000.
bonesnp Tes—Cakca ganie BCEro BCTPEYaeTCsl y €BPEEB aAllIKEHA3U, CPEAN
KOTOPBIX NPUMEPHO 3% SABIISIIOTCA HOCUTENAMU MyTauuu B reHe HEXA.



MexaHusm pa3BUTHS:

Hacnenyercs 1o ayToCOMHO-pEIECCUBHOMY THUITY

Mytanms rena HEXA,
KOTOPBIN PACTIOJIONKEH Ha 15
XpPOMOCOME

Hapymenue
MOTOPHBIX aKTOB ,
BOCIIPUATUSA U
VHTEIUICKTYaJIbHOU
JESITEIbHOCTH

[TpuBogurt K
HAKOILJICHUIO
TaHINIMO3UIOB B muxad Mopdomoruueckas
HEPBHBIX KJIETKaX JIOKaJIU3aIus
nmarmnpolecca
TFOJIOBHOM Y CHMHHOM

MO3T

Jleburut Oenka
GM2-akTuBaropa

Jlerenepanus HEMPOHOB
IPOSIBIIACTCS YBEJIMYEHUEM UX
pasmepa U XapaKTepHbIM
HaOyXaHUEM , B3yTHEM
KJIETOK M UX OTPOCTKOB.
HetipouOpuiiabl v mbIOKU
0a30(pUJIBHOTO «TUTPOUTHOTOY
BEILIECTBA MOJHOCTHIO
pacmaaarorcsl.




® bone3nr Humana-ITuka (COMHTOMHENMHO3) — 3TO HACJIEICTBEHHOE
3a00JIeBaHUE, CBA3aHHOE C N30BITOYHBIM HAKOTIJICHUEM KHUPOB B
Pa3IMYHBIX OpraHax M TKaHsX, B IEPBYIO0 OYEPE/lb B TOJIOBHOM MO3Te,
nedyeHu, TUMGATHIEeCKUX y3J1ax, CeJIe3eHKe, KOCTHOM MO3Te.
3abosneBanue sABIsgeTCA peakuM. [IpubnusutensHas yactora TUIOB A u B
— okoso 1:100 000 nHoBOopoxaeHHbIX, TUIIOB C1 1 C2 (D) — 1:150 000.



MexaHus3m pa3BUTHS:

Hacnenyercs 1o ayToCOMHO-pEIECCUBHOMY THUITY

MyTanus

Hapymenne
reda SMPDI1 5 ]LC] 151 M paciieIuiCHUA

= c(puHromuenuHa Ha
dbochoxonuH u

IepamMuI

Hapymenue
BHYTPUIIM30COMHOTO
TPAHCIIOPTA JINIIHAI0B U
3aTpyJHEHHE
npeoOpa3zoBaHus
g Mopdonoruueckas XOJIeCTepUHA B 3(UPHI

JIOKAIN3aIUs
marmporecca B
KJICTKaX TOJOBHOIO
MO3Tra

Haxkormienue
PA3JIMYHBIX TUIIOB
JIUTIU OB

VYBenuuenue pasMepoB KISTKU
(IeYeHu,ceNe3eHKH,
HaJIMOYEUYHUKOB) C
MOCJIEAYIOIIEH ee THOeNbIO.







@ bogae3nb I'ome — 3T0 reHeTHYECKOE 3a00JIEBaHUE, XapaKTepU3yIOIIeecs
HapYyIIEHUEM JIMITUIHOTO OOMEHA, HEJIOCTATOYHOCTHIO JIN30 COMATBHBIX
(epMEHTOB, HAKOIUICHUEM TJIMKOJUIHU/IOB B KIETOYHBIX CTPYKTYpaXx.
CHUMIITOMBI OTIPEACIAIOTCA TUIIOM T1aTosioruu. OOIMMH MpU3HAKaMHU
ABJIAIOTCSA YBEIIMUECHUE IIEYEHH, CEIIC3EHKH, CHIKEHUE CBEPTHIBAEMOCTHU
KpoBU. [Ipu [ TUIE BBIABISIOTCS HAPYIIEHUS CO CTOPOHBI KOCTHOM
CUCTEMBI: OCTEOIOPO3, YaCThIe NepeaomMbl, nHPekuu kocteid. [pu Il u
III Tue TOMUHUPYET HEBPOJIOTUUECKasi CUMIITOMATUKA: CyIOPOrH,
nmapajand, KOCONIA3ne, 3aJIepKKa YMCTBEHHOTO pa3BUTHS. [narHocTruka
OCHOBaHa Ha OMOXMMHMYECKOM aHAIM3€e J1eUITUTapHOro (hepMEHTA.
Jleuenue BItO4aeT epMEHTO3aMECTUTEIBHYIO,
cyOcTparpenyMpyronyo 1 CAMIITOMATHYECKYO Tepanuto. Yacrora
3a0osieBanus cocrasiset ot 1:40 teic. mo 1:70
ThIC. PacipocTpaHeHHOCTh HanboJIee BEIMKa B COOOIIECTRAX, TC
JTOMYCTHUMBI OpaKky MEeXAy OJU3KUMHU POJACTBEHHUKAMU, HAIpUMED, Y
€BpEEB allKkeHa3u. HOCUTENbCTBO MyTAalIMOHHOTO T€HA OIPEIEISACTCS
npumepHo y 1 yenoseka u3 400.



MexaHus3m pa3BUTHS:

Hacnenyercs 1o ayToCOMHO-pEIECCUBHOMY THUITY

Mytanus rena GBA

Hakomnenue B
JIN30COMax
Makpogaron
HEYTUJIN3UPOBAHHBIX
JIMITHI0B

Hapymenue cunresa
(pepmeHnTa Hapymenne
TJTIOKOIIEPEOPO3U1a3bI polecca pacilerieHus
IJIMKOC(PUHTOUIIN 0B
710 TJIFOKO3BI U IIepaMuia

Mopdonorunueckas
JIOKaJIA3aLUs
naTmnporecca B

opraHax . B opranax(cene3eHka,ne4yeHsb,
KpPOBETBOPHOU HaJIMOYECYHUKH,JIETKHUE)
ST 00HapPYKUBAIOT MEJIKHE HITH
OOIIMpPHBIE OYary CKOIUICHUS
kieTok lore.
YBEIIMYEHUE UX PA3MEPOB.



@ bojaesnb ®adbpu — HACTEACTBEHHOE 3a00I€BaHuE, IPU KOTOPOM JAe(EKT
B CTPYKTYp€ I'€HOB 00yCJIaBIMBAET HEAOCTATOUHYIO aKTUBHOCTD WJIH
OTCYTCTBHUE (DEpMEHTA O-TaIaKTO3U1a3bl A, HAKOIIJIEHHE B OpraHax
IPOMEXKYTOUYHBIX MPOAYKTOB JIUMUAHOTO oOOMeHa. CuMITOMaThKa
BKJIFOYAET OO B KOHEYHOCTAX, YMEHBIIICHUE TTOTOOT/ACIICHUS,
JEMPECCUI0, OBICTPYIO YTOMIIIEMOCTD, TOYEUHYIO U CEPICUHYIO
HEJ0CTAaTOYHOCTh, OCTPhIE HAPYIIEHUSI MO3TOBOTO KpoBOooOpaieHus. J1is
JMArHOCTUKH UCIIOJIB3YETCs UCCIEAOBaHNE aKTUBHOCTH (DepMEHTa U
KOJINYECTBA TIIMKOC(UHTOJIUIINIOB B KPOBU 1 TKaHSIX, CEKBEHUPOBAHHUE
TEHETUYECKOrO Marepuala. JieueHne 0CHOBaHO Ha
(hepMEeHTO3aMEeCTUTENBLHON Tepanuu. DMUIEMUOIOTHUS 3aBUCUT OT
PacoBOM U 3THUYECKOW MPUHAIIIEHKHOCTH, COCTABIACT | ciydan Ha
40-120 TBIC. HOBOpPOXKICHHBIX. Hanbosnee BhICOKas pacnpOCTPAHEHHOCTh
onpenensierca B CIIA.



MexaHus3m pa3BUTHS:

Hacnenyercs 1o peneccuBHOMy X-CHEINJIEHHOMY TUITY

Mytanus rena GLA Ha Hapymenue
xpomocome Xq 22.1 MeTaboIn3Ma
MEMOpPaHHBIX Jleburut anbda-
IJIMKOC(UHTOTUITH 0B rajlakTo3uaassl A.

Haxoryienue

1000TpUAO3UILIEPAMUL] Mopdoaoruaeckast
a U POJCTBEHHBIX JIOKaJIN3aus
KOG OCPOIUNUA0B marmnporecca B
JIN30COMAXx KJIETOK

[TopaxeHnue BHYyTPEHHUX
opranoB u [{HC.
BHyTpuKjI€TOYHbIE IOTHBIE
«3e0ponog00HbBIE» TENbIIA

pPAa3JIMYHbIX OPraHOB ,
BKJIFOYAS CEPILIE, TOUKHU
, HEpBHYIO CUCTEMY U
OHOTEJIMUA COCYIOB.







Knunndeckas kaptrHa 001€3HM oTpaxaeT npoiiecchl nopaxkenus [THC.

B nauanbHo ctagum: [IepBbie CUMIITOMBI CTAHOBSITCSI 3aMETHBIMHU K 3-5 MecsIaM, J10 3TOro
pPa3BUTHE COOTBETCTBYET HOPME: peOCHOK JACPKUT TOJIOBY, IEPEBOPAYNBACTCS HA JKUBOT U
o0paTHO, yJIbIOaeTCs MPHU BUJIE B3POCIIOro, YCTAHABIMBAET BU3YalIbHbIA KOHTAKT. K 6
MecsIaM CHUKAETCA 3aMHTEPECOBAHHOCTh OKPYX AOIIAM MUPOM. MaJibIll MOA0JITY CMOTPUT
B CTOPOHY, allaTU4YE€H, MAJIOTIO/IBUKEH, YYBCTBUTEIICH K TPOMKHM 3BYKaM, sipkoMy cBeTy. OH
nepecTaeT y3HaBaTh ONM3KUX JIOACH, C TPYAOM (POKYCHUPYET B3IV HA TIOOMMBIX UTPYIITKAX.

B pa3BepHyToii cTaauu: 3ajiep)KKa ICUXUUECKOTo U (PU3UUECKOTO Pa3BUTHS CTAHOBUTCS
emie Oosiee 3aMeTHOU. HapacTaeT MbliliedHasi TMIIOTOHUS, YTPAUUBAIOTCS paHee
NpUOOPETEHHBIEC HABBIKU: yIEPKUBAHUE TOJIOBBI U KOPITyCa B BEPTUKAIBHOM MOJI0KEHUH,
NEPEBOPAYMBAHUE B MOJIOKECHUU JIEKA HA TOPU3OHTAIIBHON OBEPXHOCTH, CUACHUE (ITOMBITKH
CUJICHHS ), 3aXBaT UTPYIIKH U MEPEKIIAIBIBAHUE €€ U3 PYKH B pyKy. K 8-10 mecsanam
YCUWJIMBAIOTCS peaKlMKM Ha BHE3AITHbIE 3ByKOBBIC, CBETOBBIC, TAKTUIBHBIE M OOOHSATEIbHbBIC
pazapaxutenu. THTepec K MpOUCXOASIIIMM BOKPYT COOBITUSIM MTOUYTH MOJTHOCTBIO UCUE3AET.

B no3aneii craguu 6ose3nu: K 12 Mecsitiam HapymaeTcsi CioCOOHOCTh IIOTaTh, 3aMETHO
CHUXAETCS CIIyX U 3pEHUE, 3aTPYAHACTCS LUK AbIXaHus. MBIl OABEpratoTcs arpoduu,
pa3BUBaeTCs Napajind, CyJoporu B (hopMe TOHUKO-KIIOHUYECKUX TeHEPAIM30BaHHBIX U
napiuaIbHbIX MPUCTYIOB. Ha BTOpOM rojy >KM3HU BO3HUKAIOT SIBJICHUS JIeLiepeOpaliOHHOM
PUTUAHOCTH, OyIb0apHO-1ICEBI00YIL0APHOTO CUHAPOMA.

JletanbHblid ncxon: Hactynaetr B 3—4 roga. [Ipu nogpoctkoBoii popme 0oJie3HU CMEPTh
rapanTipoBana B 15—16 ier.



JIMmou 10361 HE SIBISIIOTCS Y3KOCIEUUATU3UPOBAHHBIMU 3200JI€BAHUSAMM, IOATOMY MX BBISBICHUEM U
JICYCHUEM 3aHUMAIOTCS [TEAUATPhL, FTEMATOJIOTH,

racTPO3HTEPOJIOTH, PEBMATOJIOTH, HEBPOJIOTH, ICUXUATPHI U Bpauu-renetuku. [lpu cbope
KJIIMHAYECKUX JAHHBIX CIEUUATUCThI 00palllaloT BHUMAaHUE HAa BPEeMsI Hayaia CUMIITOMOB: Yallle BCETO
00J1€3Hb MPOSIBISIETCS] B IEPHO, HOBOPOXKACHHOCTH WJIM NIEPBOTO rojia )KM3HU, PEKO — y JeTel
nocrapiue uiam B3pocisix. K cnenuduueckum metogam o0ciae10BaHus MAlUEHTOB OTHOCAT:

@AHaJIHM3 aKTUBHOCTH AedekTHOro pepmenTa. VccienoBanuio noaBepraroTcs pa3anyHbie
OromMarepuabl — rmia3Ma KpoBH, JISUKOLUTHI, CyXUe MATHA KPOBHU, KyJIbTypa GuOpoOIacTOB KOXKH,
OMOICUIHBIN MaTepual noyek, nedenu. [Ipu nunongo3ax onpenensercs HEAOCTATOK AKTUBHOCTH
OIIPENETIEHHOTI0 (PEPMEHTA: OT JIETKOTO CHM)KEHUS J0 IOJHOTO OTCYTCTBHUSL.

@KosmyecTBeHHOE HCCIeI0BAHUE JJUNIUAOB. B KpoBH 1 OMoncHitHOM MaTepualie OpraHoB
aHAIM3UPYETCA COolepKaHUE MaTOJIOrMYECKH HAKAIJIMBAEMbIX JTUITUAOB U MPOMEXKYTOUHBIX TPOAYKTOB
uXx oOMeHa. Y OOJIbHBIX JIMITOMI030M ITOKA3aTeNN IpeBbILIatoT HopMy. [lapannenbHo u3yyarorcs
M3MEHEHHMS CTPOEHUS MOPAKEHHBIX KIIETOK.

@CexkBeHUpOBaHMe THK. BrisiBenue Ae()eKTHOro reHa B XpOMOCOME SIBJISIETCSl HAaubOosIee TOUHBIM, HO
TPYAOEMKUM METOJIOM JUArHOCTHKHU HACJIEICTBEHHbIX Oosie3Hel. [1Iupoko npuMeHsieTcss B paMmKax
MEPUHATAIIBHOW U MPEUMIUIAHTAlMOHHOM JUArHOCTUKH, B CIIy4asX, KOT/A BbILIETIEPEUNCICHHbBIE
aHaJIU3bl HE JAIOT OJHO3HAYHOIO MIPEICTABIICHUS O JUATHO3E.

@Buzyaau3upyonue UccaeI0BaHUA OPraHoB. J[OMOIHUTENbHO IPOBOAUTCS TUArHOCTUKA COCTOSHUS
MOPAKEHHBIX OPraHOB — CEepALa, EYEHH, JKETUYHOTO My3bIPs, CEIE3EHKH, JIETKUX, TTOYEK, TOJIOBHOTO
Mo3ra. Mcnonb3yeTcs y3u, MpT, KT, 9KT, 33T. [Ipolierypbl HO3BOJIIOT OLEHUTh Pa3Mephl, BISIBUTh
CTPYKTYpHbIE€ U3BMEHEHHSI 1 HOBOOOPA30BaHUs B OpPraHe.



Tepanus qaHHOM rpynIbl 3a007€BaHUI — CIOYKHAS 3a/1a4a IS Bpadyeil pa3HbIX
crienMaabHOCTEe. MeTo/Ibl JICUeHUST HECOBEPIIICHHBI U MPOAOJIKAIOT
pa3pabarpIBaThCs, TP HEKOTOPBIX BUAAX O0J€3HENH BO3MOKHO JOOUTHCS JIUIIb
BPEMEHHOTO YJIYUIICHNS CAMOYYBCTBHS OOJIBHOTO, IIPH APYTUX JOCTHIKUMA CTOMKAs
peMuccus. O01as cxema MEIUIMHCKON TTOMOIIM OOJIBHBIM COCTOUT U3 TPeX
KOMITOHEHTOB:

depMeHTO3aMecTUTEIbHAA Tepanus. B Oprann3M naueHTOB BBOISTCA
npenaparbl ¢ UCKYCCTBEHHO BBIJICJICHHBIM JIePuiuTapHbiM hepMmenToM. Mubekiuu
BBITIOJIHSIFOTCS TIOKU3HEHHO, TO3BOJISIIOT BOCCTAHOBUTH META00IN3M JIUIIU]IOB.

CyOcTparpenynupywomas Tepanus. JledeHre HarpaBiI€HO HA CHUXKEHUE
MHTEHCUBHOCTH 00pa30BaHUs MAaTOJIOTMYECKH HAKATIIIMBAEMOIO COCUHEHUSI
(CJIOXKHOTO JIMIKJIA, €r0 MeTab0IUTOB). MICTIONB3YIOTCSE MOJIEKYJIbI C HU3KON MacCcoH,
KOTOPbIE CTUMYJIUPYIOT OCTATOUHYIO aKTUBHOCTH (hepMEHTA.

Cumnromarnyeckasi Tepanus. [Ipenaparsl mogOuparoTcss MHAUBUAYAIbHO HA
OCHOBAHUHU KJIMHUYECKON KapTUHBI 001e3Hu. PactipocTpaHeHO MpyUMEHEHHE
AHTUKOHBYJILCAHTOB, 00€300JIMBAIOIIUX CPEACTB, MHTUOUTOPOB AIID,
renaronpoTekTopoB. [Ipu oTnenbHBIX BUAX JIMTIOUI030B UCTIOJI30BaHUE
CUMIITOMATUYECKHUX JIEKAPCTB SIBISIETCA €IMHCTBEHHBIM CIIOCOOOM JICUCHMUSI.



1. KIIMHUYECKAS I'EHETUKA E.®. [laBeinenkosa, U.C. JIludepman.
Jlenunrpan. «Megununay. 1976 rog.




