[[BOYCIIOPO

PocToBCKMM 6a30BbI MEeAUUMHCKUN KONemX

! [[eHHble 6one3HU

[leTpoBa B.A.
rperogaBare/ib
FTeHETUKU



MeanumnHckas cectpa fo/PkHa obriagartb
C/1eqy oMU 0bLUNMN KOMMETEHLMNSIMU

OK 1. noHMMaTb CYLUHOCTb U COLMasbHYIO 3HAa4MMOCTb CBOEM byayLuen npodeccum,
NPOABASATb K HEN YCTONUMBBIA UHTEPEC.

OK 2. opraHu30BbIBaTb COBCTBEHHYIO AEATENBHOCTb, BbIOUPATb TUMOBbLIE METOABI U
CNocobbl BbINOMHEHWS NPOdECCHOHaNbHbIX 3aAa4, OLIEHNBATb MX BbINOMHEHWNE U
KauecTBoO.

OK 3. MNpuHMMaTb pelleHunst B CTaHAAPTHbIX M HECTAHAAPTHBIX CUTYaLMSIX U HECTU 3a
HUX OTBETCTBEHHOCTb.

OK 4. ocyulecTBnsaTb NOUCK U UCMONb30BaHNe MH(opMaLUnmn, Heo6xXxoaAMMOon ANs
3 PEKTUBHOIrO BbINOSHEHNS NMPOodeccMoHanbHbIX 3aAa4, NPodeCcCUoHaNbHOro U
JINYHOCTHOIO pa3BUTUS.

OK 5. ncnonb3oBatb MHPOPMALIMOHHO-KOMMYHNKALIMOHHbIE TEXHONOTNN B
NpocheCCMOHANbHON AEATENBHOCTH.

OK 8. caMocToaTenbHO onpeaensTb 3aaym NpogeccMoHabHOro 1 JIMYHOCTHOIO
pa3BUTUS, 3aHMMATbLCA camoobpa3oBaHMEM, OCO3HAHHO M/IaHMPOBATb U
OCYLLECTBNATb NOBbILIEHNE KBaNn@uKauuu.



MeanuymnHckas cectpa Ao/IKHa 0bn1aaaTh
rnpogeccnoHasibHbIMU KOMMETEHLNSIMU

[1K 1.1. npoBOAUTL MEPOMPUATUA MO COXPAHEHUIO U
YKpenneHuo 340poBba HaceneHus, naumeHTa u ero
OKPY>XeHWUS.

MK 2.1. npeacraBnaTb UHPOPMALMIO B MOHATHOM ANs
nauueHTa smae, o6bsCHATbL eMY CyTb BMeLLaTeNbCTB.

MK 2.2. ocyliecTBnaTb nevedHo-AnarHOCTUYCKne
BMELLATENLCTBA, B3aMMOAENCTBYS C YYaCTHUKaMM
ne4yebHOro npowecca.

MK 2.3. coTpyaHM4YaTb CO B3aMMOAENCTBYIOLLNMMU
opraHu3auusMn u cny>xbamm.

MK 2.5. cobntogatb npaBuia UCNONb30BaAHMS annapaTypbl,
060pya0BaHUSA U U3AENUNA MEANLMHCKOrO Ha3Ha4YeHUS B
xoae nedyebHO-ANMArHOCTUYECKOro npouecca.

[1K 2.6. BeCTU yTBEPXXAEHHYIO MeANLIMHCKYIO
OOKYMeHTauuto.



[ToHsITUE reHHbIX bosie3Hen

[eHHble 60/1€3HM — Pa3NNYHAs MO KIIMHUYECKUM NPOSIBIEHNAM
rpynna 3aboneBaHnii, 06yCcnoBNEHHbIX MyTALMSIMU HA FEHHOM
YPOBHE, KOTOPbIE U3MEHSIIOT MOSIEKYNISAPHYIO CTPYKTYPY
OTAENbHbIX FEHOB W AENA0T UX CMOCOOHLIMM KOHTPOIMPOBATb
Pa3BUTNE MATOIOrMYECKNX NMPU3HAKOB YeoBeKa.

Buabl reHHbIX MyTaLuin, 0bycnoBnnBalone HacneaCTBEHHbIE
bonesnu: aeneunn, NMHCEpLMMU, MUCCEHC, HOHCEHC.

[lo Tuny HacnenoBaHWs reHHble 60n1e3HN AensaTcs Ha
ayYTOCOMHO-AOMUHAHTHbIE, ayTOCOMHO-PeLEeCCUBHbIE U
cuenneHHble ¢ X- Un Y-XpoMOCOMaMM.



AyTOCOMHO-/JOMWUHAHTHbIE 3ab0/1eEBaHNS

Hevipogpubpomato3 (6one3Hb
PeknnHrxay3eHa)

Ha koxke nosiBnarTCa CBET/I0-KOPUYHEBLIE
MUrMEeHTHbIE MATHA, YNCIO U pa3Mep
KOTOPbIX HapacTaeT C BO3PacToM.
dopMa ngaTeH oBasibHas,
pPacrosiaratoTCa OHW Ha CNUHe, rpyau u
XXMBOTE.

PelwwaowmM NpmM3HaAKoOM SIBNSETCS
nosiBNIEHME ABYX HENPODUNOPOM.
KonnyectBo Hempodnbpom MOXET
6bITb Pa3INYHbLIM, 0 HECKOSTbKNX
COTeH, a Macca AocTuraTb 15 Kr, OHu
NPeacCTaBnAOT CObON MArkne y3enku,
KOTOpble Npv HaaaBIMBaHUN
NpoOBa/IMBAOTCS B cepeaunHe.




AYyTOCOMHO-/JOMUHAHTHbIE 3ab0/1€BaHUS

Y HEKOTOpbLIX pa3BMBalOTCH
MaCCUBHble AU PY3HbIE
onyxoneBnaHble 06pa3oBaHus.
Pacnonaratotcs oHM Ha NtoboM
yyacTKe Tesna, No Xoay HepBHbIX
CTBOJIOB, MHOrAa 3axBaTbIBAlOT
KPYMHblE HEPBBbI.

TA>XKeno nopa)aeTcs HepBHag
cucrema.

[locne NonoBoro co3peBaHns Ha
pagy>kke obHapy>X1BakoTCH
MasieHbKME Y3eNnKun-
HenpodnbpoMbl MOYTU Y BCEX e
60/1bHbIX.




AyTOCOMHO-/JOMUHAHTHbIE 3a60/1EBaHNS

CuHgpoM MapgaHa (CM)

Hanbonee cneunduyHeiMmn gna CM
ABNAOTCA HapyLLeHus cKkeneTa,
BbIBUX XpPYyCTaNnKa, cepaeyHo-
COCYANCTbIE U3MEHEHMSI, SKTa3us
TBEPAON MO3roBOM 060104KM.

BeposTHOCTb poxxaeHns pebénka ¢
CMHAPOMOM MapdaHa noBbilIaeTcs
C YBeIMYEHNEM BO3pacTa oTua
(ocobeHHO nocne 35 ner).

[porHos »xw3Hu npu CM onpeaensieTcs
COCTOSIHMEM CepPIEYHO-COCYANCTON
cucTteMmsbl. [pu Bbipa)keHHON dopme
CM npoao/mKNTENBHOCTb YXXN3HU
OKOJ10 26 NeT, HO YacTb 6OMbHbIX
[OXMBAIOT 0 FNyO6OKOM CTapoCTML.

CuHgpom Xonr-Opama

AHOMasnIMM BEPXHUX KOHEYHOCTEN W
BPOXXAEHHbIE Nopoku cepaua. Co
CTOPOHbI BEPXHUX KOHEYHOCTEMN
OTMeYaloTCsa creayowme nopoku
pa3BUTUSA: TMNO- UK annasns 1-ro
NanbLa KUCTK, TpéxdanaHrosbin 1-i
nanew KMCTW, runo- Uin annasus
Nly4EeBOM KMCTU (Yalle cnesa).

MoryT HabnoaaTbCs: CKONMO3,
BOpPOHKOObHpa3Has necbopmauvm

rPyaAuvHbI, TMNOMJia3nd nornaTok, KoCTeun

KUCTU, 3alfACTbA.

Bpoxxa€HHble NOpoKK cepaua — AedekTbi
MEXOKESYI04KOBON MEPErOPOAOK,
OTKPbITbIM aOpTasibHbIM MPOTOK U Ap.



AYyTOCOMHO-peLjecCUBHbIE 3abo/1eBaHs

DeHN/IKETOHYPUS

Bcneacreme HapylleHns NpeBpalleHns
deHnnanaHnHa B TMPO3VH B -
opraHu3ame 60/1bHOro NpoucxoanT N g
HaKoneHne M3bbITOYHOro |
KONMYecTBa deHnnanaHmHa u ero
NPOU3BOAHBIX —
$€HMHHMPOBMHOFpanHOVI,

€HW/IMONTOYHOM KMCNOT. ITU
KMCNOTbl ABNSAOTCA HEMPOTPOMHbLIMU r J
SI1aMK1, KOTOPbIE HapyLakT
opMUpoBaHMeE MNETMHOBOW
obonoykun akcoHos LIHC.

B TO e BpeMsi B opraHn3aMe 601bHOro
dbopMmnpyeTCs HeAOCTAaTOK TUPO3MHA,
SIBNSIIOLLIErOCS Ba)KHOM YaCTblO
obMeHa HempoMeanaTopos U
MenaHnHa, N03TOMY CHUXXAEeTCs 4
MUrMEHTaLMS KOXM 1 BOJOC, ‘
paay>Hon 060/104KK rnas.
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AYyTOCOMHO-peLieccuBHble 3abosieBaHns

MykoBucunaos

B ocHOBe naToreHesa 3abosieBaHus
NEXUT HapyLLeHne TpaHcnopTa
MOHOB Xl0pa 1 HaTpus yepes
KNeTo4YHble MeMbpaHbl.

3aboneBaHune NposiBNISETCA B NEPUOA
HOBOPOXAEHHOCTU M Y AETEN NEPBbIX
NET XWU3HU XPOHUYECKNMU
MHDEKLMAMU AbIXaTENbHbIX NyTEN U
XKT, peunansmpyrowmmu
NMHEBMOHUAMMN N HApPYLUEHNEM
CEKpeLnn NOMKeTyA04HON Xesesbl,

Bo3HMKaeT runepcekpeLimns rycton
C/IU3M B KJIETKaX 3HAOKPUHHON Y4acTu
NOAXKESTYJO4HON JKENESbI, SMUTENN
H6pOHXOB, CNU3MUCTOMN obornouke XKT.




AyTOCOMHO-PELIeCCUBHbIE 3a60/1€BaHNS

bonesHb NpPoSABNAETCA B YETbIPEX
dopmax:
- CMelwaHHas (NEro4yHo-KuLeYHast)
% bpoHxonero4yHas
@ KunweyHas

% MeKoHMeBbIV nneyc
HOBOPOXXAEHHbIX

MouTtn 50 net Hazapg 60nbHbLIE YMUpanu
B nepsble roabl XXuU3Hu. B
HacToslLee BpeMs 6narogaps
CUCTEMATUYECKOMY MPUMEHEHMIO
nuLIeBapUTE/IbHbIX (PEPMEHTOB,

3 dheKTUBHOMN aHTUOaKTEPUATbHON
TEpanun, perynsgpHoMy naBaxy
6p0onnerquow CUCTEMBI
NPOAO/IHKUTENBHOCTb XXU3HU
60nbHbIX B cpeaHeM 30 ner.




AYTOCOMHO-peLeCCcUBHbIE 3a60/1EBaHNS

AZPEHOrEHNTAIIbHBIVM CUHAPOM

CHWXXaeTCs YpOBEHb KOPTN30/1a — FOPMOHQ,
KOTOpLIN 0becneunsaet
B3aMMO/JENCTBME HAANOYEYHMNKOB U
runocdusa. OqHOBPEMEHHO YCUTMBAETCSH
obpa3oBaHMe Tex BeLLECTB B KOpe
HaANOYEYHMKOB, YbM MYyTU 0BMEHa He
N3MEHEHbI. 3TO NPMBOANT K HApPYLUEHUIO
coaep>XaHusl B OpraHM3Me aHapOreHoB —
FOPMOHOB, B/IUSIIOLLNX Ha
(popMmnpoBaHMe NOMOBbLIX OPraHoOB B
nepuoae BHyTpUyTPOOHOro pa3BuUTUS
nnoaa.

N3BECTHbI IBa KNACCUUYECKNX KITMHUYECKNX
BapWaHTa 3Ton 6one3xun —
co/ibTepstoLwas n NpocTas BUpUbHas
(pOopMbil.




AYyTOCOMHO-peLieccuBHble 3abosieBaHns

[ anakrolemus

CMMMTOMbI 601€3HN MOABAKOTCH Y HOBOPOXXAEHHBIX NMocsie
NpMémMa MOJOKA, TaK KakK ranakro3a — COCTaBHas YacTb
MOJIOYHOrO Caxapa J1IaKTOo3bl.

3abonieBaHNE NPOSABIAETCA C NEPBbIX AHEN KU3HM
PacCTPOMCTBOM MNULLEBAPEHNS — PBOTOW, ANAPEEN,
MHTOKCUKALIMEN, KENTYLLUHOCTBIO KOXK. B naanemmeM
YBEIMUNBAIOTCSA NEYEHb U CENE3EHKA, Pa3BMBAETCS
Nne4yeéHo4Has HeAoCTaToO4YHOCTb. B nepBble MecsiLibl XKN3HWU
pebEHka PopMmMpyeTCcsl NOMYTHEHUE XPYCTANIMKOB rNas,
HapYyLLAOTCS PYHKLUMK rMoYveK. 3a4ep>KKa YMCTBEHHOIo U
(Pn3M4ECKOro pasBuUTUS, BO3MOXXHO BO3HUKHOBEHME
Cyaopor, Aaxe cMepTb pe6eH|<a Ha (OOHEe O4YeHb HU3KOro
YPOBHS 1IOKO3bl B KPOBU UNU LIMPPO3a NEYEHN.



X — cueriyieHHblIe 3ab051eBaHUS

CUHAPOM /IOMKOM X-XPOMOCOMBI, nin cuHapom MaptuHa — benn (CMb)

Y Manb4nKoB BCTPeYaeTcd B 2-3 pa3a 4 5

yalle, YeM y AeBOYeEK. |
YANMHEHHOE NNLO, LUMPOKNA 1006, ' ‘
apkoobpa3Hble 6poBU, TONCTbIE .

rybbl, OTTOMbIPEHHbIE HU3KO
PACMONIOXEHHbIE YLLIHbIE PAaKOBUHbI,
HEPEKO YBEMYEHNE FOHaA.

BONbLIMHCTBO CTPaAAatoT YMCTBEHHON puc.129

CHHAPOM TOMKOI (@parwnbHOM) XpoMoCoMsl X (CHHAPOM

OTCTaJIOCTbtO B CTENEHU %a-plmi-ageﬁ{%onocona MyXYHbl (CNEBE) M KEHLIMHbI
neébunbHocTU. CoYeTaHME ayTU3MA C 5 upecna cogponon Hapmma-Berra
rMNepakTnBHOCTbIO, ABUIATEl bHOW

PaCTOPMO>XXEHHOCTbIO,

HeaAEKBATHbIM MNMOBEAEHNEM.




X — cyeriieHHbIe 3abosieBaHns

Anctpodus [roleHHa

[lepBble CMMNTOMbI NOSIBNAKOTCS B BO3pacTe A0 2
NEeT: AeTU Nno3aHee HAYNHAOT XOAUTb, HE YMEIOT
6eratb M NpbiraThb.

[lpouecc aTpodum MbILL NMOCTENEHHO NpuobpeTaeT
BOCXOASLLEE HanpaB/ieHne; Mbllilbl 6eapa —
«Ta30BbIN MOSAC — MJIe4EeBOU MOSIC - PYKM>».

ATpoduryecknn NpoLEeCcc pa3BMBAETCS B cepaLle,
HapyLuaeTca MmoTopuka XKKT.

bonbHbIE YMUPAIKOT Ha 2 — 3-M AECATUNETUN XKN3HW.
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Criacubo 3a BHumMmaHue!



