[[@HHble 60/1e3HU

PaboTy BBIIOJIHIIA CTyA€HTKA
1 rpynnbl BoakoruTtnHa Mapud




I'eHHbIEe 00JI€3HM - 3TO OOJIbIlIasl rpyIiia 3a001eBaHUM,
BO3HUKAIOIIUX B pe3ysbrare nospexaeHud JIHK Ha
YPOBHE I'eHa.

ITo Tumy 3ab0jieBaHNil OHU JEeISITCS

* Ha ayTOCOMHO-JIOMUHAHTHBIE,

* AyTOCOMHO-PEIeCCUBHEBIE

* CIeIICHHBbIE ¢ X- UJIN Y-XPOMOCOMaMHU.




Kamapakma

o IlpnuuHa: I'enHas myTtaius, 00ycJIOBIUBaIOIIAS
BPOXKIeHHOE IIOMYTHEHIE XPYCTaIHKA.

 Tun HacaegoBaHusd: AyTOCOMHO-JOMUHAHTHBIH,
peKe ayTOCOMHO-PEIECCUBHBIN.

« Kiimuunka: CHUKeHNe 3peHUS OT
HE3HAYUTEJILHOTO 0CJIabIeHUs /IO OJTHON IIOTEPHU
CBETOOIYIIEHUA.

e IlaTorenes: YactuuHoe WU IIOJTHOE IIOMYTHEHHE
CJIOEB XPYyCTaJIMKa, COUYEeTaloIeecsa C APYTUMU
IIOPOKaMM Pa3BUTHUA IJIa3 — HUCTarMOM,
KOCOTJIa3hueM, MUKPO(MTaIbMHEL.

o Jleuenme: Xupypruueckoe ycrpaHeHue 3(p@Pekra.




o Ilpuumnna: HacienctBeHHBIN eUIUAT IJIA3MEHHOTO (paKTOpa
CBEPTBHIBAHUSA KPOBU B CBA3U C IPAMOU MyTalleN TeHa

 Tun HacjaenoBaHua: PeneccuBHbBIN, CIIENJIEHHBIN C X-
XPOMOCOMOM.

o Kinmnamka: /letu, ctpajgaroniye reMopUInen, OTINYAI0TCA
XPYIKOCTbIO, 0JIe/IHOM, TOHKOUN KOKel U cJ1ab0pa3BUTHIM
IIOJKO>KHBIM >KHPOBBIM cJioeM. Upe3MepHble KPOBOTEUEHUA IIPU
MaJIeHIIINX MOBPeXAeHUAX (reMoTypusi). bosbHbIE -
IIPENMYIIECTBEHHO MAJIbUHKU.




AHemua PaHKOHU (HacsreocmseHHaA
anJsiacmu4ecKas)

o Tun HacJaeaoBaHUA: AYyTOCOMHO-PEIEeCCUBHBIM.

o KiinmHuka: iepexkTt pa3BUTHS JIYUEBBIX KOCTEH M OOJILIINX MTaJIbIIEB
pyK. JleTu HU3KOTo pocTa, OTMeUaeTcsl HeJlopa3BUTHE IT0JIOBBIX
OpraHoB, KOcoIJiazue, KOpU4YHeBas MUTMeHTaIUs KOXKU, IToueuHast
1 cepjieuHas HeJJOCTaTOYHOCTb. IlepBble CUMIITOMBI aHEMH3AIUH
IIPOSIBJISIIOTCSA Yallle OT 6 MecsIeB 10 4 JieT. JJJINTeTbHOCTD JKU3HU
JleTell He IIPeBbIIIaeT 2-5 JeT. JleTu morudaiT OT pe3Kou
aHeMH3aIuU, KPOBOUBIUSAHUA B MO3T UJIH KeJTYIOUHO-KHIIIEUHBIX
KPOBOTEUEHHU.




[anakmo3eMUAa

o ITpuuuHa: IIponcxoauT HaKOIJIEHHE B KPOBU O0JILHOTO
rajaKTO3bl, UTO IIPUBOAUT K MOPAKEHHNIO0 MHOTHUX OPraHOB: II€YEeHHU,
HEPBHOU CHCTEMBI, IJIa3 U JP.

o Tun HacJaeaoBaHUA: AYyTOCOMHO-PELIECCUBHBIMH.

o Kimnwuka: bosie3Hb IposABseTcs C IEPBBIX JHEH KU3HU
paccTporicTBaMU NUllleBapeHus, ”THTOKCUKaIel (II0HOC, PBOTA,
o6e3BoKMBaHMe). Y O0JIbHBIX YBEJIUUNBAETCS IeUeHb.
OOG6Hapy:kuBaeTcsa KaTapakTa (HOMyTHeHUe XpycTaJauKa Ijasa),
yMCTBEHHAasI OTCTAIOCTb.

o Jleuenue: IIpu NCKIIOUEHNH U3 IHUIIN MOJIOKA (MCTOUYHHUKA
raJyIakTO3bl) M PAaHHEM Ha3HAUYEHUH JUETHI O0JIbHBIE IETH MOTYT
HOPMAaJIbHO Pa3BUBAThHCA. |




E————————
bosne3Hb HumaHH-TIUKG

 KiimHuka: bosie3Hb yalle npodaBsAeTcsa B paHHEM Bo3pacre. Y
pebeHKa yBeJIMUHBaIOTCA JUM@aTHUYECKHE Y3JIbl, pa3Mephl 2KUBOTA,
IIeYeHH U ceJIe3eHKH; OTMeYaloTCsl pBOTa, OTKAa3 OT MUIIIH,
MBIIIeuHasi cJ1aboCTh, CHIKEHUE C/IyXa U 3peHue. Y 20-30% JeTel
Ha ceTJyaTKe Ij1a3a O0Hapy:KHUBaeTCsA ISITHO BUIIIHEBOTO IIBETa
(cumnToMm "BuUITHEBOH KocToukH'"). [lopakeHre HEPBHOU CUCTEMBI
BeJleT K OTCTaBaHUIO HEPBHO-IICUXUYECKOTO Pa3BUTHSA, TJIYXOTE,
caerniote. Pe3ko cHMKaeTcsa yCTOMUUBOCTb K MH(PEKIINOHHBIM
3abosieBaHUAM. JleTu morubaiT B paHHEM BO3PacCTe




Paxum, sumamuH D-3asucumMbiu

e IIpuuuHa: B KpoBU I'MIIOKaJIbIEMHUA, IIOBBIIIIEHUE COAEPKAHUA
BUTaMMrHa D B 10-100 pas.

e Tun HacsieZoBaHMuA: X-CIleIUIeHHBIN JOMUHAaHTHBIH.

o Kinmnamuka: IlaTonorus oO0bIYHO MOSIBJISETCS B BO3pacTe J0 2 JieT.
OO0pamiaioT Ha ceOsi BHUMAaHUeE CJIeAYIOIe CUMIITOMBI: 3aMe/lJIeHHE
pOCTa, MOTOPHOT'O Pa3BUTH S, MbIIIIeUHAA TUIIOTOHUS, CJIaDOCTh.
MoryT ObITh IIATOJIOTHUECKIE IIEPEIOMbI, CYZIOPOTH U PA3BUTHE
TeTaHUH. PEHTreHOJIOTnUeCKU BhISBJIAIOTCS PaXUTOIIOA00HbIE
U3MeHEeHUS CKeJIEeTHON CUCTEMBL.

o Jleuenue: /[uerorepamnus.




A/1bOUHU3IM

o IIpuuuHa: Bpox/ieHHOEe OTCYTCTBHE WU HHAKTUBAIUS SH3UMA
TUPO3UHA3bI B SIIUTETUATBHBIX KJIETKAX, B CBA3H, C YEM
HapyIaeTcsa oOpa3oBaHNEe MUTMEHTA MeJIaHNHA.

 Kannuka: BpoxkgeHHOe OTCYTCTBHE IIMTMEHTAIINU KOXKH, BOJIOC,
pagy:KHOU 000JI0UKH, B pe3yjbTaTe HapyIlleH!s 0OMeHa
dbennnaanrHa U Tupo3ruHa. CBeTo00s13Hb, KPACHBIN 3pauKOBBIN
pedJiekc, BbICOKaAsA YyBCTBUTEIBHOCTh K COJTHEUHBIM JIydyaM. B cBsA3u
C OTCYTCTBHEM ITUTMEHTA B (POTOPEIENTOPAX CETUATKN OTMEYAETCS
N30BITOUYHBIN pacHaji 3pUTeJIbHOTO IIMTMEHTa POAOIICUHA, II03TOMY
O60JIbHBIE TIJI0X0 BUAAT JHEM. OTCYTCTBYET OMHOKVJIIDHOE 3DEHME,
KO’Ka PO30BaTO-KpacHas.
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uUHdpomM MappaHa
(apaxHodakmuius)

IpuunHa: V3MeHeHne 0OMeHa MyKOIIOJIHMCaXapHA0B IPHUBOJUT K
HapyIIeHNI0 00pa30oBaHUsA KoJjllareHa.

Kanauka: BeicOKui pocT, IVIMHHBIE TOHKHE KOHEUYHOCTH,
JUTMHHBIE ITaJbIIbl PYK B HOT (ITaydbH NaJIbIlbl) U OTHOCUTEIHHO
YKOPOUYEHHOE TYJIOBUIIE, KHJIEBUAHASA WU BODOHKOBU/IHAS
I'pyAHas KJIeTKa, IO UMeET IITHYbe BhIpakeHne, TOHKUI HOC.
M3meneHnue ctpoenus rias. CirabocTh CBA30YHOTO allliapara,
II03TOMY HaOJIIOIAIOTCA BHIBUXH B cycTaBax. IHTe/IJIEKT B HOPME.
3aboJieBaHIe IIOCTENEHHO IIPOTrPECCUPYET, CHMITOMBI CTAHOBSITCS
0oJiee OTYETJINBBIMU.




MyKkonosiucaxapudos

o Kaunwuka: IlpusHakamu 00Jie3HU CIy:KaT: 3aMeJIJIeHUE POCTa,
KOPOTKas IIes U TyJOBUIlE, fedpopManusa KOCTeN, CHUXKEHHUE
HHTEJLJIEKTa, TPyOble UEPTHI JIUIA C KPYIHBIMH I'yOaMU U SI3BIKOM,
IIyIIOYHBIE U IaXOBbIE I'PBIKU, IOPOKU CEP/IIA, HApYIIIEHNE
IICUXWUYECKOTO PA3BUTHUSA C OTCTAaBaHUEM OT HOPMHI.

o JIeueHnue: querorepanus, GU3HONPOIEAYPHI (3y1eKTpodopes,
MarHUTOTepAaIIls, Maccaxk, JedebHass GU3KyJIbTypa U Ap.),
TOPMOHAJIbHbBIE U CEPJIEYHOCOCY/TUCThIE CPEJICTBA.




Heupogpubpomamo3-(6os1e3Hb
PeknuHexay3eHa)

« KiimHuka: Y 00/bHbBIX HA KOKE ITOSABJISAIOTCA MEJIKHE OITyX0JIU
(HeripopuOPOMBI) - OT EIUHUYHBIX 0 HECKOJIBKUX coTeH. OHHN
MOTYT JIOKQJIN30BaThCs IIOBCIOJTY, B TOM YHCJIE U HA CJIUBUCTBIX
000JI0UKaxX pOTOBOH MOJIOCTU U si3bIKa. HelipopuOpombl
IIPeJICTaBJIAIOT COO0U MATKUE y3eJIKU, IIPHU HaJaBJIUBAaHUU KaK ObI

IIPOBAJIMBAIOIINECA B KOKY — CUMITOM «KHOITKA 3BOHKA».
BeCHyIIIKH B IOIMBIIIIEYHBIX U IIaXOBBIX CKJIAJKAX, IATHUCTAA
TUIIEPIIUTMEHTAIIHA KOXKU BEPXHEN YaCTU IPyAU U IPOMEKHOCTU
OTHOCATCSA TaKyK€e K YaCThIM CUMIITOMAaM 3TOTr0 3a00JIeBaHUSI.




CuHOpoMm beksuma -"BudemMaHa

o Tun HacJaeaA0oBaHNUA: AyTOCOMHO-JOMHUHAHTHBIM.

o Kimmnuka: ruraaitusm (MakpoCoMHUsl) ¢ YBeJITMUeHUEM MBIIIEYHOU
Macchl ¥ MOJKOKHO KUPOBOTO CJI05I OTMEYaeTcs 00 ¢ POKAeHUs,
J100 pa3BUBaETCsA IOCTHATAIBHO. Uepen ¢ BhICTYIAIOIUM
3aThLJIKOM, HapyIleHue IIPUKyca.

o IlaToreHes: BHyrpeHHUe OpraHbl yBeandeHsbl. [[lymoBuHHBIE
IPBLKU.

o Jleuenue: Cumnromatruueckoe. IIpu rpeixkax- XUPypruyeckoe.
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CuHOpoM Bunbamca, <uqo 3716¢a.

o Kiimauka: Y feteil orMedaeTcs cBoeobpasue 4epT JINIa, YTO
CO3/1aeTcs MyXJIBIMH OIYIIIEHHBIMH BHU3 I[eKaMH, OOJIBIITM PTOM C
IIOJTHBIMH T'yOaMH, MaJIEHbKUM MOA00POAKOM, IITUPOKUM H
cIaBJIEHHBIM B BHCKax JI0OM, CBOEOOPa3HBIM pa3pe3oM IJia3 C
IIPUITYXJIOCTHIO BOKPYT OPOUT, XapaKTEPHOH 3B€3/14aTOCTHIO
PaayKKH, KODOTKUM HOCOM C OTKPBITBIMH BIlepel HO3APSIMU U
3aKPYTJIEHHBIM TYIIBIM KOHIIOM.




Bonpochl

- Ha xaxue TpH I'pYIIIIBI JeJIATCS HACJIE/ICTBEHHbBIE
00JIe3HU?

» UT0o Takoe regubie 00JIe3HU?

- Kakue reHHble 001€3HU BBl MOKETe IIPUBECTU B
IpuMep?



