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3ABOJIEBAHUA HEJ/IOBEKA




Hawbonee pacnpocTpOHEHKHL G § FEHETHKE YENOREKA THNW HOCNGR0ROHHS
foneznen K NPHIHOKOP

(94)
AyT0COMHOG CyenneHHos ¢ NoNOM
(77} (17)
AyTOCoMHD- Ay TOCOMHO- X-XpoMOCOMO Yxpomocomo
AOMHHIHEHOO POYOCCHMOO (15) (2)
(51) (26)
1. Mwneptpuxos
1. AmEnmoim 2. NepenowyatocT
2. Foncmro 2eeama
X-AOMHHAOHTHWG X-peyeccHIuG
HomMuuuporanHe Hlomuunposanme (3) (12)
NONHO® HENONKOS
(45) (6] I . funonnazua 1. Temodpunus
IMONH 2. RomToRHIM
1. Kocomazuxe 1. bezrnazne 2. Paxwm,
(epabuim) (awodranemus) PeMCTOHTHUA
2. 1 ane HO20pKOCT 2. 2nANNTOYHTO2 K suTaMuHy D




bone3Hn n npusHaku,

KOHTpONUpyeMble
OOMUWHAHTHbLIMU reHamMu

HdomuHupoeaHue nosHoe

o ['eHOTUN 300pOBOIro YerioBeka: aa

o [eHoTun 6onbHOro Yyenoseka: A_



bone3Hn n NnpusHaku,

KOHTponupyemsbie
AOMWHAHTHLIMU reHamu

AHupugusa

©

OTcyTcTBUE pagyxHom 06osro4vku rmas. ObbIYHO
OBYCTOpPOHHee 3abosieBaHne, KOTOPOMY
COMYTCTBYKOT MOMYTHEHNE POroBULIbI N XPYCTaruka,

MOHMXEHNEe OCTPOTbI 3pEHNA, CBETODOA3HD.




bone3Hn n NnpusHaku,

KOHTponupyemsbie

AOMWHAHTHLIMUA TEHaAMU
ApaxHopakTunuga (cuHapom MapdaHa).

o CuHgpom Bnepsble onucan MapdaH B 1896 . Y
BOrbHbIX OTMEYAETCA COMETAHMNE Pa3fNYHbIX
CKENneTHbIX, rMas3HbIX U BUCLeparnbHbIX aHOManun,
XapakTepHbl O4EHb BbICOKUN POCT, ANMUHHbIE U
TOHKME KOHEYHOCTU C 04YE€Hb ASTMHHBLIMU N TOHKUMW
nanbuamu; rmnepnoaBuUXHOCTL CYyCTaBOB;
aCTeHu4YHas KoOHCTUTYyuums. [Npun aTom 3aboneBaHnn
YacTbl MOPOKU cepaua, MVIOI'II/I_BhI(;.OKOI\/'I CTeneHu.
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AcTUrmaTunam (OT rpeyd. g — Ha4yarnbHas YacTb CMOB CO
3Ha4YeHneM OTpULIAHNSA U stigme — TOYKa).

HenocTaTok onTUYeCcKonm cucTeMbl Unn
NPEenoMIsitoLLIEN CNOCOOHOCTYM rnasa: nyyu,
BblLLeaLLIne N3 OQHOM TOYKU OOBbEeKTa, HE CMIOCOOHbI
cobpaTbCs BHOBb B OJHOW TOYKE, B pe3ynbraTe Yero
n3obpaxkeHne nonyvyaeTcs pacnmbiB4aTbiM.
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bone3Hn n NnpusHaku,

KOHTponupyemsbie
AOMWHAHTHLIMU reHamu

AxoHpaponna3sus (xoHapoauctTpodus)
(OT rped. a — Ha4arnbHaa YacTb CrnoB CO
3Ha4YeHneMm oTpuuaHua u chondros —
XpALW; plasis — popmMmupoBaHue).

o BpoxaoeHHOe oTcTaBaHME B pOCTe
KOCTEeN KOHEYHOCTEN NpU HOpMasibHOM
pOCTe TynoBuLla, LLEeN U ronoBbl.
HenponopunoHanbHas KapriMKoBOCTb
3a CYEeT YKOpOYeHUA NPOKCUManbHbIX
OTAEN0B KOHEYHOCTEW; TUMNYHBIN
HU3KWKW POCT (Npun poxgeHnn — 46-48
CM, Y B3pOCIbIX — 120-130 cMm);
BGonbLUON Yepen C BbICTYNatoLL MM
3aTbINKOM, CeanoBUAHbLIN HOC
(3anaBLUaga nepeHocuLa); KOCTU
LLUMPOKNE 1 KopoTKkMe. [leTn oTcTatoT B
ABurateribHOM pa3BuTUK, HO
WHTENMEKT, Kak NpaBuIo,
HopMarnbHbIn. [TogaensatoLlee
OONbLLWKWHCTBO AeTen rmbHyT
BHYTPUYTPOOHO, HO BbDKUBLUME —
YKM3HECMNOCOOHHLI.




BnnsopykocTb (MMonusa) (0T rpey. mio — XMypUTLCA U ops — rnas).

[MapannenbHble Ny4yn, nayLimne oT pacnonoXeHHbIX Baanu
npeamMeToB, COeaAVHAITCA nepeq ceTyaTkon. Passutuio
BrIM30pyKOCTN CNOCOBCTBYET HaNpsXKeHHas 3puTenbHasa paboTta
Ha 6NM3KOM paccTosAHMM Npu ocrnabneHHon akkomogaumn
HacneacTBeHHOM NpeapacnosioXXeHHOCTU. XapakTepHa
MNOHMXXEeHHasa OCTpoTa 3peHUsi, 0COBEHHO NPU PAaCCMOTPEHUN
yaaneHHbix npegmeToB. OObIYHO HAYMHAET pa3BMBaTLCH B
MMadLwmnx Krnaccax LWKOonbl.

HekoTopble popMbl UMEKT ayTOCOMHO-PEeLECCUBHbLIV TUN
HacnegoBaHUA.




bone3Hn n npusHaku,

KOHTponupyemble
AOMWHAHTHbLIMU reHaMu

BpaxuaakTunusa (ot rped. brachys — KOPOTKUU U
daktylos — naneu,).

o [lpn aTom 3aboneBaHnn y 6ONbHbIX YKOPOYEHUE
nanbuUeB 00ycrnoBneHo HegopasBuUTnem doanaHr
NN MeTakapnanbHbIX KocTen. Yucno nopakeHHbIX
nanbLUeB BapbUpyeT gaxe y npeacraButenemn
OJHOW N TOW Xe




bone3Hn n NnpusHaku,

KOHTponupyemsbie
AOMWHAHTHLIMU reHamu

BbiBUX 6eapa BpOXAEeHHbIN

o TlNposiBNaieTcs y HOBOPOXOEHHbIX XXEHCKOIro noma B 6
pas yalle, YeM Y HOBOPOXAEHHbLIX MY>XCKOro nona.
Ualle BcTpevaeTcsa NeBOCTOPOHHUIM BbiBUX. CTOMKOE
CMeELLEHME CYCTaBHbIX KOHLOB KOCTEN 3a Npeaenbl Ux
HopMarbHOM noaBuMXXHOCTU. CTpagaroT BCE 3NEMEHTHI
cyctaBa. CMMNOTOMbI: LLIESTYOK Npu pa3seneHum beaep,
aCMMMETPUS KOXKHbIX CKNaaok Ha beapakx,
YKOPOYEHHbIE KOHEYHOCTHN, NX HapyXHas
Hal'lpaBJ'IeHHOCTb OKOH‘-IaTeJ'IbeII/I AnarHo3 CTaBUTCH




M'MnepToHuA (rMNnepToHM4Yeckas 6one3Hb) (OT rpey. hyper
— CBEPX U tonos — HanpskeHue).

[loBbILLEHHOE KpOoBSAHOE AaBreHue B aptepuax (AL),
NoBTOPHbIe noabembl ALl Ao 160/95 MM PTYTHOIO
ctonba u Bblle. B HacTosilee BpeMs B pasBUTbIX
CTpaHax gaHHbIM 3aboneBaHnem cTpagatoT 18-20%
B3pocCnbIX nogen. NpnynHamm 4acTto ABnsTCS
HEPBHOE NepeHanpsikeHmne n ncuxmyeckas
TpaBMaTu3auuna (TpeBora, CTpax); BEpOATHOCTb
3aboieBaHnA NoBbILWAETCS MPU N30bITOYHOM MUTAHUK
(B coyeTaHuun ¢ cnasymm obpas




'MnepTpuxos (ot rped. hyper
— Hap, CBepX U thrichos —
BOJ10C).

UpeamepHoe passuTve HESEE S
BONTOCSIHOIO MOKPOBAa, He g |
XapakTtepHoe ans i
OAaHHOIO y4acTKa KOXW, .
nona wunm Bo3pacTta

Yyenoseka. HacTtb goopm
nMmeeT Y-CUenSIeHHbIN
TUN HacnegoBaHUS.
PeHOTUNNYECKN 3TO Bbl-
MAANT KAk OBOIOCEHUEe
Kpaqa yLUHOW paKOBUHBI.
bones3Hb Yalle Bcero
nposiBnsieTca kK 17-20
rogam.




bone3Hn n NnpusHaku,

KOHTponupyemsbie
AOMWHAHTHLIMU reHamu

'MnepxonectepunHeMus (OT rpeyd. hyper — cBepx u hole —
Xenuyb).

o Casi3aHa c HapyLleHneM obmMeHa xonecTtepuHa.
BroxumMmmnyeckumn aHanus KpoBu NokasbiBaeT NoBbILLEHHOEe
coaeprkaHue xornecTepuHa, KapoTmHa U BuTamuHa D. B
rOMO3UrOTHOM COCTOSAHUW MPOosiBrieHne 3aboneBaHus
pe3Ko ycunmBaeTcs.

o Y romMo3uroT Ha koxxe B 061acTu NOKTEBbIX, KONEHHbIX U
MexxdanaHroBbIX CyCTaBOB pa3BMBAOTCH Y3EMNKOBbIE
KCAHTOMbI (p,o6p0KaquTBeHHa;| Onyxo
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bone3Hn n NnpusHaku,

KOHTponupyemsbie
AOMWHAHTHLIMU reHamu

maykoma BpoxaeHHas (BpoxaeHHbIN 0y Tanbm,
IOBeHUIIbHaA rnaykoma) (ot rped. glaukoma — cBeETIO-
3erneHbln 1 congenital — BPOXOEHHbIN).

o XpoHu4yeckoe 3aborneBaHue rnas c NOCTOAHHbLIM NN
nepnognyeckn NoBbILLAKWNMCSA BHYTPUIMA3HbLIM
OasrieHnem, atpodmen 3pnTenbLHOro Hepea U
N3MeHeHUs MM nonga 3penund. Npu rmaykome obnactb
3payka nHorga oTcBevYmBaeT CepbiM UNU 3eieHOBaTo-
ronyobiMm uBeToM. CUMNTOMbI — BPEMEHHOE
3aTymMmaHuBaHue 3peHUs, padyXHble Kpyrn nepen rrnasamu,

NPUCTYIbl PE3KUX FONOBHLIX 6onen, cBETODOSA3HD,

criesotevyeHune. B ntore MoxeT Npon3onTKn NosiHag noTeps




bone3Hn n npusHaku,

KOHTponupyemble
AOMWUHAHTHLIMU reHaMu

nyxoTta n oHnxogucrtpodusa (aoMmHaHTHaa popma).
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OnucaHa B 1962 1. G. Robinson ¢ coaBTOpamm.

XapakTtepHa gucTpodua HOrTeu, TyroyxocTb, Hanumyme
OCTPOKOHEYHbIX 3y0OOB.

Horga conyTCTBYOT CUHOAKTUNUA U (UNN)




bone3Hn n NnpusHaku,

KOHTponupyemsbie
AOMWHAHTHLIMU reHamu

NMNonuaakTunua (ot rpeu. polydactylos — MHOronanbli; OT rpeu.
polys — MHOrouncreHHbln + dactylos naneu,).

o BpoxaoeHHoe ypoacTtBo. Y 60nbHbIX MOABAAKTCS
OO0MOSTHUTENbBHLIE Narsiblbl, KOTOPbIE MOTYT BbITb
PacrnosroXXeHbl CO CTOPOHSI | unu V nanbues. CTeneHb
BbIPa)XXEHHOCTM NMPU3HaKa MOXeT 3Ha4YnTENbLHO
BapbMpOBaTh: 6 NanbLEB MOXET ObITb HA BCEX YETbIPEX
KOHEYHOCTSAX UMK TOSTbKO Ha ogHOW, ABYX, Tpex. IHoraa
ObiBaeT no 7 nanbLeBs.

ConyTcTByoLLee: ABYCTOPOHHAS CUHOAKT!




bone3Hn n NnpusHaku,

KOHTponupyemsbie
AOMWHAHTHLIMU reHamu

Xopes N'eHTUHIrTOHa (OT rpeu. choreia —
nnacka).

o HepBHas 6onesHb, koTopas
NPOSIBNSAETCA HEMNPOM3BOSIbHBbIMU
BGecnopsiA0YHBIMU COKPAaLLIEHNSAMMN
MbILLL, NOAEPTUBAHNEM
(MpekpallaeTcs TONbKO BO CHe).
BospacTt Havana 3aboneBaHus —
35—-40 net. OCHOBHbIE NPU3HaKN —
xopesi u demMeHyusi (OT nar.
dementia — npnobpeTeHHoe
cnaboymune, 6esymune). Y 60nbHbIX
noxogKa HeyBepeHHas,
Lapkatowas. [1smkeHuns
HEeCTEepPEeOTUNHbI, peYb 3aTpyaHeEHa
B CBSI3U C «BOBIIEYEHNEM» B
©ones3Hb MbIlL, A3blKa 1 Heba.
XapakTepHbl U3BMEHEHUSI NCUXMKMN,
aMouMoHarnbHas NabunbHOCTb U
napaHomns. CyuwectsyeTt coopma
3aboneBaHus, KOTopasi Ha4MHaeTCcA
B ETCKOM BO3pacTe; Npu 9TOM
ABuUratenbHble HapyLLIeHNs
HaNOMWHAaOT NAPKNHCOHU3M.




AJOMWHUPOBAHWE

HEINOJIHOE

AHemuna cepnoBugHo-kneto4Has (ACK).
AHemMnu — 31O rpynna 3abornieBaHUmn, KOToOpble
XapaKkTepusyTcs YMeHbLUEeHMEM Konn4yecTaa
9PUTPOLUTOB N COAEP)KAHMEM B HUX reMmornobuHa n/mnm
obuen maccol KpoBu. [NpossnatoTcs obuien cnabocThblo,
oablwkon. ACK obycnosneHa myTauuen reHa
remornobuHa. AHoMarnbHbIN reMOrnoduH NpPU HU3KNX
KOHLEHTpaLUMAX KUCNopoaa B KNETKe NepexognT B
COCTOSIHWE rens, 3puTpoumnTbl MPUHUMAKT popMy cepna
n/mnn nonymecaua. Flomo3uroTel (aa) No JaHHOMY
NpuU3HaKy pefKko AOXUBAKT 40 NOM0oBO3pe :
reTepo3nroT (Aa) KNMHUKa BblpaXeHa HesAcC
reHa Tanaccemun n ACK ycton4ymssbl K man




AJOMWHUPOBAHWE

HEINOJIHOE

Wona TpaHcnopT AednumT (BPOXKAEHHbIA TMNOTUPEO3;
CEeMEeNHbIN 300).

o HegocTtaTto4yHOCTb OYHKUNMU LUUTOBUOHOW Xeneabl. [1puinHbI:
3aboneBaHus xenesbl, nopaxeHune rmnodusa n ap. Tskenole
doopMbI rMNoTMpeo3a:

1) mukceaema. [pnsHakn: OTEK KOXU U MOOKOXHOW KNeTvaTKu,
BblNafeHne BOSIOC, BASTIOCTb, CHUXEHNE YMCTBEHHbIX
CMocoDbHOCTEN);

2) KpeTuHU3M. [lpn3Haku: 3agepxka purusnyeckoro n
NCUXNYECKOro pa3suTus. [maBHbIM 06pa3om BCTpevaeTcs B
FOPHbIX panoHax C He,EI,OCTaTKOM |/|op,a B BOe UMK KakK
HacneacTBE . : e




bone3Hu n npusHakw,

KOHTponupyemble
peLecCUBHbIMU reHaMM

o [eHOoTun 300pOBOro YenoBekKa:
A-
[[eHOTMN OONBLHOIO YenoBekKa:
aa



Anneprus (ot rpeuv. allos — gpyron, ergon —
neuncrteune)

3mMeHeHHas peakTUBHOCTb OpraHM3mMa K nOBTOPHOMY
BO3ENCTBUIO HA HETO PasfiMYHbIX pasgpaxuTtenen — ansfepreHos
(MMKpo60B, YyXepoaHbix 6erkoB), Bbi3blBalOLLMX 06paszoBaHme
aHTuUTEn. BoipaxaeTcs B MOHMXEHUN (MMMYHUTET) UNnn
NOBbILLIEHUN (aHadMNaKcnsl) YyBCTBUTENBHOCTU. PasnuyatoT
annepruyeckne 6onesHn — CEHHy nNuxopaaky, bpoHxmanbHyro
acTMy, KpanuBHuUy. Anneprunyeckme nopakeHms opraHoB
nuuieBapeHus dbiBatoT NULLEBOTO, NEKAPCTBEHHOIO,
BGakTepmanbHOro 1 Ap. NPONUCXoXxXaeHuns. BoamMoXkHbI
anneprmyeckue nopaxeHust nULLEBapUTENbHOMN CUCTEMbI MPK
NHranauMoHHOM NOCTYNSIEHMM HEKOTOPbIX annepreHoB: NbifibLbl
LBETOB, MbIfN, NAPOB XUMUNYECKUX BELLLECTB, HEKOTOPbIX
NPOAYKTOB pacnaga bakrepun, refioMMHTOB, nNpocTtenwmx. Mpu
NopaXeHUN XKenyaodHo-KULWLEYHOro TpakTa Habnogaetca 6osb B
XUBOTE, 3arpyamHHaga 6onb. MoryT 6bITb Xenyao4HO-KULLEYHbIEe
KpoBoTeYeHUs. [opaxaeTcst nedeHb, TSXKenble cnyvyamn — ¢
MaCCUBHbIM HEKPO30M NEYEHOYHOM NapeHXNMbI — NPOTEKAIOT
O4YeHb OCTPO U KaK creacTame — nedeHovHast He4oCTaTOYHOCTb.
[Mbenb DONbHOIO B TEYEHME HECKOMbKNX AHEN.



bone3Hu n npusHaku,

KOHTpOJNIUpyeMble
peLecCMBHbIMM reHamMu

OunabeT caxapHbIN (OT rped. diabetes — caxap).

o  CaxapHoe mo4yensHypeHue. lNopaxxaetcs
BHYTPEHHAS CEKPETOPHAasa YacTb NO4XKenya04HOU
enesbl, BcreacTene Yero HapyLlaeTcs
yrneBogHbI OOMEH, caxap He ycBanBaeTCH
OopraHn3Mom, Bblgensercs ¢ movon. veer
3Ha4yeHue HacrneacTBeHHas
npeapacnofoXXeHHOCTb, UMMYHHble, COCYAUCTbIe
HapyLeHNs, OXXUpeHne, NCnXmveckme u
dounsnyeckme TpaBMbl, BUPYCHbIE I/IHCbeKLI,l/Il/I
XapaKTepeH PA4 COCYyaUCTbI
KPY= === rnas, MblLl




bone3Hu n npusHaku,

KOHTpOJNIUpyeMble
peLecCMBHbIMM reHamMu

He4yyBCTBUTENbLHOCTL K O0Nun
BpOXAOeHHas

o XapaKTepHO oTcyTcTBME DoNeBoun
peakuumn, B CBA3U C YEM Y YerioBeKa —
YyacTble TpaBMbl, NpuBoOAALLNE K
MHO>XECTBEHHbLIM pyOL.am Ha nuue 1 Ha
Tene. IHTennekTyarnbHOe pa3BuTune, Kak
npaBuno, HopMarbHOe.
Hepenko conyTCTBYOLWMMIY
OCTEOMUENNT, acenTUYeckK




Nonunomuenur

Bo3byauTtens 605ne3Hn — hunsTpyroLLncs BUpYycC.
OcTpbIn NONMOMMENUT — UHPEKLIMOHHOE BUPYCHOE
3aborieBaHue, xapakTepusyLleecsa BocrnaneHnem
Ceporo BelecTBa CNMHHOIO Mo3ra. ['opakaroTca KIeTku
nepenHnxX poroB CNMHHOIO Mo3ra, sapa npoaonrosaToro
MO3ra, MHorga v BeLlecTBO ronoBHOro moara. Yatuue
BCEro BCTpeYaeTcd y aeteun o 7 net. PacnpoctpaHeHne
NHPEKUMN NPOTEKAET KULLIEYHbLIM MyTEM U/UNK MO TUNy
KanenbHbIX HdeKunn. Hepenkn napanuyu.




TybepKyne3 (HacneaCTBEeHHO-
npeponpeneneHHasa CKNOHHOCTDb)

NHdeKUMOHHOE, NopaXkatoLlee pasfnyHble
opraHbl (rn. obpasom nerkue, a Takke roptaHb,
KMULLEYHUK, MOYKN, CyCTaBbl, KOXY),
3aboneBaHne. Bbi3biBaeTca MnkobakTepmnen
(mano4vkon Koxa). IcToO4YHKK 3apakeHns — cam
borbHOM TyDepkynesoM. Takxe B pesynbrarte
BObIXaHUA Kanernek XXnMakou n Yactnyek
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