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® JIn3ocoMHBIE 00/I€3HH HAKOILUIEHUSA OO0 beTUHAIOT
O0OJIBIIMHCTBO 00/Ie3Hel HaKOIUIeHUS INITNI0B,
MYKOIIOJIMCAaXapUA03bl, COUHTOIUIIHNI03bI, 00I€3HHA
HAKOIUIEHUA ITTHKOIIPOTENMHOB U IPyTrHe.

® OTo rpynnsl BeCbMa peJKUX HAaC/IeZCTBEHHbIX

3a00/1eBaHUA, BBI3BaHHBIX HapylleHueM QyHKITUH
BHYTPUKJIETOYHBIX OPraHe/lI - TU30COM.

® BoaBIIMHCTBO TN30COMHBIX 0O/Ie3He HaKOILUICHUS
MMEIT aYyTOCOMHO-pPeLeCCMBHYI0 OCHOBY, 3a
VCKJIIOYEeHHUEeM MYKOIOJINCaXapHu03a XaHTepa, KOTOPbIi
Hac/JeAyeTcCs KaK CIeNJIeHHBIU ¢ X-XpPOMOCOMOU
peneccuBHbIN NIPU3HAK, 1 001e3Hu PadpH, KoTopas

cueruieHa ¢ X-XxpoOMOCOMOM Y YaCTO MPOABISETCA Y
JKeHIIVH.

® HacuutbhiBaercs 60Jiee 40 TN30COMHBIX OOI€3HeN.



PaccMoTpum omHY M3 TPy IM30COMHBIX O0JIe3HeH
HAKOTUJIEHUS , CBSI3aHHBIX C HApyllleHrueM MeTabo/TM3Ma
cOUHTOMTUITHUIOB -

['pyrnimna Hac/ieicTBEHHBIX O0JTe3HEN, MPUIUHON KOTOPBIX
CTY>KUT YaCTUYHasi HeJOCTATOYHOCTh UJIH TIOJTHOE
OTCyTCTBHE PpepMEHTOB, YYaBCTBYIOLIHNUX B
TUAPOIUTUYECKOM PaCLIeNIEHUU YIJIeBOAHOU UIU
JIUTIUTHOM YaCTHU MOJIEKY/TbI COUHTOIUITHIOB.
3a60ieBaHMe COMTPOBOXKIAETCSI HAKOTIJIEHHEM
chUHTOMHE/TMHA B MO3Te ¥ BHYTPEHHHUX OpraHaXx.

Yaue Bcero JaHHasi rpyrina 3a00/eBaHUN MPOSIB/SIETCS B
IeTCKOM BO3PACTe PeKO B IOHOIIECKOM W B3POC/IOM.



- Cymmapnast 3a001€Ba€MOCTh C(PUHTOJIUIINI03aMH B
Mupe cocTapiageT npuoauzuteabHo 1:10 000, ogaako
3HAYUTEIIBFHO MPe00IaIlacT B ONPEACICHHBIX I'PyMITax
HACEJICHUS, HAIIPUMED €BPEEB AIIIKEHA3H,
cpopmupoBasmascs B LleaTpanbsHoit EBporie.

bonpHbIE HMErOIKE 3a00I€BaHUS U3 TPYIIIbI
C(PUHTOIUIHUA030B MOTYT JOKHUBATh 10 CPEIHETO
BO3PACTa, XOTs MPOJIOIKUTEIIbHOCTD )XU3HU CUIIBHO
BapbUPYET.



cBsi3aHbl ¢ nopaxeHreM LIHC. HoBopoxaeHHble ¢
3THUM Hac/ie[ICTBEHHBIM 3a00/IeBaHHEeM MePBbIe MOJIT0/Ia Pa3BUBAIOTCSA HOPMaJjbHO. B
IIeCTUMECSTYHOM BO3PACTe BO3SHUKAET perpecc B pU3nIeCKOM U MCUXUIECKOM
dbopmupoBanun. PebeHOK TepsieT ciryX, cocOOHOCTH I710TaTh. [losiBaseTcs
IPUCTa/IbHBIN B3IV, KOTOPBIM HAMPaB/IeH B OIHY TOYKY. PeOeHOK CTaHOBUTCS
aTATUYHbBIM, a TAK)KE pearupyeT TOJIbKO Ha POMKUIA 3BYK. BriocieicTBuY OH C/ielTHeT U
TepsieT cyX. BOBHUKAIOT HapyllleHUsI B YMCTBEHHOM PAa3BUTHH, I0JIOBA CTAHOBUTCS
60spIIMX pasMepoB. HabmogaroTest cyroporu, aTrpopUpyIOTCS MBIIIIBI, BOSHHUKAeT
napasind. CMepTh HACTYIAeT 0 YeThIPEeXIETHEr0 BO3PACTa.




CBsI3aHBI C HApyIIeHUEeM pedH; CyZOpOry;
HapylleHre KOOPAWHALIMU JBYXeHNH;
yXYZIIeHWe UIU TTOTHAS TTIOTePsi 3peHus;
HapyllIeHHue C/IyXa, BIUIOTH [0 TIOJTHOM ero
MOTepH; CHIDKEHNEe NHTEJIJIEKTA; pe3Kast
CMeHa HaCTPOeHMsI, Pa3iPaXUTeTbHOCTh
CMEHsIeTCs IIOJTHOM allaTHueu.
YBenuunBaeTcsi B pa3Mepax )XHUBOT;
yXyZLIeHUe aleTHUTa; 00N B YXUBOTE;
OTPBDKKA, U3)KOTQ; TOIIHOTA, KOTOPAst
HepeAKO IOTIOTHSIETCSI PBOTOM; TTOBBILLIEHHOE
KpOBOTeUeHUe TP MeXaHUYeCKUX TPaBMax
KO)XXHOTO IMTOKPOBA; Ke/ITYLUTHOCTD KOXMU.
y4YallléHHOE JbIXaHHe; OIBIIIKA; TOCHHEeHUE
HOCOTYOHOT'O TPEYTO/IbHUKA; O0JTBHOM YaCTO
CTpaJaeT OT IETOYHBIX UHPEKITHIA.
THUIIEPTOHYC WJIW TUTIOTOHYC MBIIII;
CHIDKEHMeE YPOBHSI MHTEJIEKTA; yBeTnYeHe
muM$aTUIeCcKrX y3/10B.




oone3nu Padopu
HAYUHAIOT MPOSABIATHCA B
paHHEM JeTCTBe, HO U3-3a UX
Hecnenu(PpUIHOCTH TUATHO3,
KaK IpaBUJIoO,
yCTaHaB/JINBaETCA MOCJIe 10
JIeT.

BBICTYNAIOIIVE TIOOHBIE
OyTrphI;

BbIpa)K€HHbIEe
CyIIpaopoOuTaTbHBIE TYTH;

MAaCCHMBHO BbIZIAIONIASACS
BIIepe/ HYDKHIOK YeTI0CTh;

KPYITHbIE TYObI;
3araBIIasi MePeHOCHUIIa.




AVH U3 CAaMbIX PAHHHUX IIPU3HAKOB
O0ose3Hn Padbpu - HeBponmaTu4YecKasn
00/15. COMPOBOXKAAETCA—~ YYBCTBOM
TMOKA/IBIBAHU S WJIH MOJI3aHbs MypallleK B
CTYITHAX U JIAJOHAX.

[lepuoanveck BO3HUKAIOT Kpu3bl Padpu
— OY€Hb CWIbHbIE 0O/IeBbIe MMPUCTYITHI,
KOTOPbIE MOTYT IPOJ0/DKATHCS
HEeCKOJIbKO MUHYT WIM JHEH.
[IpoBouupyrommue pakTopsl — cTpecc,
neperpes, U3MeHeHUe MOrojbl, Harpy3kKa.
Bo Bpems Kpr30B HaOII0aeTCs
NMOBbILIEHNE TeMIIepaTyphl Teja.

OCHOBHOI1 IepMaTOIOTHYE€CKUI CUMIITOM
— He0Oo/IbIIIe KPAaCHOBATO-PHOTETOBBIE
0e300/1e3HEeHHbIE MJIOCKUE WU
BBINTYK/IbIle 00pa30BaHUs Ha Koke. OHM
PacCIoIaralTCcsA CAMMETPUYHO Ha Iry0ax,
majabliax, 0Oeapax, ArogUIAX, CIIUHE,
MOJIOBBIX OpraHax, koixeHsx. [1o mepe
B3POC/IEHUS UX YACJIO U Pa3MePbl
YBe/TAYUBAIOTCA.
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I'MnmepBO30yAUMOCTH;

nepuojguvecKoe MoBbIIeHu e
TeMIlepaTyphl Teaa;

HapylleHHWe BCKapM/INBAaHUA;
MBbILI€YHasl TUIIePTOHUSA;
PUTUAHOCTh KOHEYHOCTEMH;
PBOTa;

CyAOpOrHy;

OTCTaBaHHeE B ICUXOMOTOPHOM
Pa3BUTHH.

OTMe4YaeTcs Mporpeccupymouee
CHIDKEeHUe 3peHUs U UHTE/JIeKTa;

MBbIILI€YHBIA TOHYC
CMEHSAETCS ONMCTOTOHYCOM
(3sampoKkuaBIBAHME TOJIOBBI Ha3ax);

IMOBbIINI€HW € CYXO)XU/IBbHBIX pe(l)]IEKCOB;

Ha/In4Y¥e JBUTaTe/IbHOM PeaKIiuu B
OTBeT Ha CJIYXOBbI€ Pa3Apa)kuTelu;

BO BpeMsi UCC/IeJOBaHWA INIa3HOTO AHA
BBISIB/IAETCA aTPOPHsi 3pUTE THHBIX
HEpPBOB.




> (s COMPOBOXKAAIOTCH
OOIIMMU MPU3HAKAMHU A1 Bcex popm:
yBe/INYeHHEeM BHYTPEHHHUX OPTaHOB;
OBICTPOIi YTOMJIAEMOCTHIO; OO/IBIO B
KocTax. Kakapiii TUII BKIIOYaeT
AOTIO/THUTE/TbHbI€ CHMIITOMBI.

® - XapaKTepu3yeTcs:
W3MEeHEeHHeM COCTaBa KPOBH,
reMaToOMaMH.

® - BKJIIOYAET: 3aJePIKKY

Pa3BUTHS, HAPYLI€HVEe MOTOPHUKH,
MBIIIEYHYIO CIa00CTh, IOTOM YCHJIEHUE
TOHYCA MBI, CYAOPOIrH; KOCOI/Ia3He.

® - PAaCCTPOMCTBO
I/Ia30ABHUTATEIbHBIX PYHKIIHI, AaTAKCHUA
(HapylIeHMe KOOPAUHAILMH ABH)KEe HU I
PYK, HOT, MbIII€YHas C;Ia0OCTh;
3aMeJJieHHue POCTa, MOT0BOTO
CO3peBaHMA Y IeTei; CJIadoCTh KOCTEH;
3a/lep)KKa YMCTBEHHOTO Pa3BUTHUA Y
aeTeu, CJ1IaboyMue Y B3pOC/IbIX.




/

® OOBIYHO MPOSBIAETCA B BU/IE
KJIMHUY€CKOU TPUAAbI, KOTOpas
COCTOMUT U3 KapANOMMNOIIATUH,
CKeJIETHOU MUOIIATUHU U
YMCTBEHHOMU OTCTA/IOCTH.

® CkenerHas MHoONIaTUA U
YMCTBEHHAA OTCTATOCTD
PACIpPOCTPAHEHBI CPeaH
Mmy>xuuH. He3zaBucumo ot noia,
KapANOMHUOTIIATUSA MOXKET
MPOAB/ASTHCA B BUJE
He3HAaYUTe/AbHbIX CHMIITOMOB
(peaAko) niu B BUAe 3aCTOMHOM
cepaevYyHOU HeJOCTAaTOYHOCTH, B
BUJe apuTMuu. [IBa mociegHux
MPOSIB/IEHUA YaCTO IPUBOJAT
K OOMOPOKaM WJIHM K BHE3aIMHOM’
CMepTH.




%ﬁ cuMIToMbl 0one3nu barrena

COMBAIOT C TOJIKY Ml X HE JIETKO
PacIiO3HATh.

HapymeHnus 3peHunst 4acTo Nporpeccupyror
IO TIOJTHOM C/IeNOThI

CHmKeHNe KOTHUTUBHBIX QYyHKITUIA
(yXyzureHme mamMsiTi, padOTOCIIOCOOHOCTH)

J/In4HOCTHBIE M NOBEeJeHYeCKre U3MEeHEeHU
IloTepst HABHIKOB OOLIEHUS

IloTepss MeIKOM M KPYIHOM MOTOPHUKH
AHoOManbHBIE Te/I10JBUKEHUA

OGiee mporpeccupymoniee yxyalueHue

3aMe/lJIeHHe POCTA TOJIOBHI C BO3PAaCcTOM B
nHpaHTHIBHON popMme,

IJIOX0€ KPOBOOOpalleHue B HIDKHUX
KOHEYHOCTSX, HOTH ¥ CTYITHHU OyAyT
XOJIOZHBIMH,

O)XHpeHue,

HNCKPpUBJI€EHHUE ITO3BOHOYHUKA,
THIEPBEHTU/IATINA U / N/IN 3aJE€PIKKHA
AbIXaHWSA,

® 3arpygHeHHOe IVIOTAaHHE U IMPOOIEeMBI C
KOPMJIEHUEM,

® cKkpexeTaHue 3y0aMu U 3alIOPHI.




® CylIecTBYIOT pa3JIUudHbIe CIIOCOOBI AUATHOCTUKH
3a00/1eBaHMsI, OCHOBAHHbBIE HAa ITPOBEIeHUU KIIMHUYECKHX,
71a00paTOPHBIX U MHCTPYMEHTAJIBHBIX HCC/I€JOBAHMSIX.

[lepBbIN ypoBeHb 00CriefoBaHUA
naumeHToB — onpeaerieHne
BHewHero Buaa (dpeHotuna). Mpwm
JIBH xapakTtepHO: yBenn4yeHue B
pa3mepax neyvyeHu, cerie3eHkKu,
XuBoTa u ap.

*3aTeM NpoBOoAAT obcrnenoBaHue Ha
YpPOBHE BHYTPEHHUX OpraHoB
(yneTpasBykoBble UCCneoBaHUsA,
MPT ronoBHOro mo3sra, nyHKUuu "
AP

[lpoBOAAT NabopaTopHbIE
uccrnenoBaHUs aHannM3a KpoBM.
OnpepgenaroT Hann4me epmMeHTOB
(buomapkepoB) B KpoBU UnNun B
nnasme KpoBM.




® B Hacrosimee Bpemsi npu sguarHocruke /IbH npumensiror
JAHK-MmapKepsbl, KOTOpbI€ IO3BOJIAIOT BBISIBIATH
pa3JINYHbIE€ MYTAall¥, BHI3bIBAIONIVE 3A00/1€BaHUA.

® Taroke MOXXHO onpee/IuTb AaKTUBHOCTD IN30COMHBIX
depMeHTOB, BhIZe/IeHHbIX 3 AMHUOTHYIECKOM YKUTKOCTH,
MOJIly4aeMOM [P aMHUOLIEHTEe3€e NPU NOA403PEeHUM Ha
00JIe3Hb HAKOIUIEHUS, YTO II03BOJISAET CTAaBUTh
IMPEeHAaTAJIbHBIV JUAarHo3.

® Kpowme TOro, He0OGX0ZUM OCMOTP TAKHUX CIIEIIUATUCTOB KaK:
o TaTBMOIOT, HEBPOMATOJIOT, TACTPOIHTEPOJIOT,
PEHTTeHOJIOT.



® /1o HejaBHero BpeMeHHU MeJUIlMHA He
pacmonarasnia 3¢ppeKTUBHBIMHA
CpeACTBAMM iedeHUst 00TbHBIX C
JIN30COMHBIMHA 00/Ie3HAMU
Hakorutenus (JIBH).

® (C90XxromoB HayaTa KJINHUYECKAs
Koppekuus /IbH ¢ nomomsro
MPaKTHYeCKH 0e30MacHOM U
Bgcl)eKTI/IBHOﬁ depmeHT-
3aMeCTUTe/IbHOU Tepanuu
(®3T). lIpuauun ®3T ocHoBaH Ha
AKTUBHU3AIMU PAOOTHI MYTAHTHOTO
depmMeHTa MyTeM BBeJ€HUA B OPTAaHU3M
nanueHTa pepmMeHTa C HOpMaTbHOM
AaKTUBHOCTHI0. MoguduiimpoBaHHas
dopma pepmMeHTa MOMOTaET MPOHUKATH
eMYy B KJIeTKU TKaHe-MULIeHeMu,
KaTaJIu3uPys TUAPOJIN3 CyOCTPATOB
HakorteHus. [lockonbKy mepuof,
MOJIY>KU3HH (pepMeHTa B KIIeTKe
COCTABJ/IfIeT HECKOJIBKO IeCATKOB YaCoB,
HeoOxoaumo npoBoauth P3T B TeueHUe
BCeU YKXU3HU.




