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Llenb ypoka:
[To3HaKOMUTBLCS C 3aboreBaHMSIMN, B OCHOBE KOTOPbIX neXxaTt
HacneaCTBEHHbIE HAPYLUEHUS.

3agauu:
.PaccmMoTpeTb noHATNE HacneacTBEHHbIE 3aboneBaHms
MN3yunTtb Knaccmdomnkaumno HacneacTBeHHbIX 3aboneBaHnn
.ChopmunpoBatb 3HaHUSA O KOHKPETHbLIX FrEHETUYECKUX
3aboneBaHunaX, X LUTONOMNMYECKNX OCHOBAX
.ChopmunpoBaTtb npeacraBneHme o0 BO3MOXHbIX cnocobax
NeYeHnss UnNn npenoTBpaLleHns Taknx 3aborieBaHnm
.Hayuntbca onpenensatb HacnegcTBeHHbIE 3aboneBaHUs
NO BHELUHUM MpU3HaKam



x .
HacJiencTBeHubie OOJIE3HU:
¥
Knaccuduxamus
¥
MoHoreHHsIe 00JIE3HN
%
XPpOMOCOMHBIE OOJIC3HU
¥
[Tomurenabie 00JIE3HI

%
dakTophl prUCKa BOZHUKHOBEHMS HACJIEICTBEHHBIX
3a00JIEBaHNU

%
[IpodunakTuka 1 Ie4eHHUE HACIICACTBECHHBIX
00JIE3HEU



HacneacTBeHHble DONE3HN

HacJjeacrBeHHbIe 00J1€3HU —
3a00/1eBaHUA YeJI0BeKa,
00yCJIOBJIEHHbIE XPOMOCOMHBIMH H
FeHHBIMHY MYTAlUAMHU, 00J1€3HU,
00yCJIOBJIEHHbIE HAPYIIEHUSAMHU B
[poleccax XpaHeHus, nepeiadu u
peajn3ani reHeTHYECKOHU
HH(poOpMaLMH.



R aceH AR BECTELeTRCARON Goneone

HACJIEACTBEHHDBIE BOJIE3HHA

rpynna rpynna rpynna
MOHOI'EHHBIE XPOMOCOMHBIE IHOJINT'EHHBIE
noarpynmnel e FeHOMIELE rl\lab)lfTaunn

*AyTOCOMHO-I0MHUHAHTHbIE

*AYyTOCOMHO-pPeleCCUBHbIEC
eClerIeHHbIE ¢ MT0JIOM

*XpOMOCOMHBIE
MYyTalUN




* O0yCIOBICHBI MyTALMSIMH WU OTCYTCTBUEM
OTJEJIbHBIX TEHOB U HACJIEAYIOTCS B IIOJIHOM
COOTBETCTBUHU C 3aKkoHaMu MeH el
(ayTOCOMHO€ MJIH CLEIICHHOE ¢ X-
XPOMOCOMOM HACJIEIOBAHUE, IOMUHAHTHOE
WJIA PELIECCUBHOE).

3%
MyTaluu MOT'yT 3aXBaTbIBaTh KaK OJWH, TaK 1
00a aJuels.



KinmHndeckue mposBICHUS BO3HUKAIOT B PE3YIbTATe
OTCYTCTBHS OIIPEACICHHON T€HETUYECKOM
MH(pOpMaIUKU JTHO0 pealn3auun Ae(PEeKTHOM.

J1711 MOHOTEHHBIX OOJIE3HEN XapaKTECPHBI
«MOJTYAIIME) I'€HBI, IeHCTBUE KOTOPHIX IPOSBISICTCS
10 BJIUSIHUEM OKPYKAFOIIEH CPEIBI.



AYTOGOMHO- SOMHHHTHole D0ne3HH

B 0CHOBE JI€KUT HAPYIICHUE CHHTE3a CTPYKTYPHBIX
OCJIKOB MJIH OCJIKOB, BBIITOJIHSIOIIMX CIICHU(PUICCKUE
(yHKIMU (HampuMmep, reMorioonHa)

bOJIbHBIE MAJIBYUKH U JEBOYKH POXKIAIOTCA C
OJIMHAKOBOU YaCTOTOM.

BeposTHOCTh pa3BUTHS 00JIC3HU B IOTOMCTBE
cocraBigeT 50%.



o Al

CuHopomM MappaHa

6os1e3Hb On16pauma
du30Cmos3bl

OMOCK/1epo3
NnapoKcu3mMasibHasa muonsieaus
maJiaccemus u dp.



HacnencrBeHHoe 3a001€BaHue
COCAUHUTEIIbHOU TKAHU , IPOABIIAIOIIEECS
M3MEHEHUSIMM CKEJIETa: BBICOKUM POCTOM C
OTHOCUTEJILHO KOPOTKUM TYJIOBHIIIEM |,
JTJIMHHBIMH [MayKOOOpa3HbIMU MajablaMu (
apaxHOJAKTUJIINS ), Pa300ITaHHHOCTbBIO
CyCTaBOB , 4YaCTO CKOJIHMO30M , KH(PO30M ,
aeopmausaMu rpyIHON KIIETKH ,
apKooOpa3HbIM HEOOM . XapaKTEepHbI TaKkKe
MOPAXXEHUA IJ1a3 . B CBsI3M ¢ aHOMATTUAMU
CEPAECYHO-COCYAUCTON CUCTEMBI CPEIHSIA
IPOJIOJKUTEIBHOCTD JKU3HU COKpPAIICHA.




Bricokuii BEIOpOC agpeHalIMHa ,
XapaKTEPHbBIN J1J1s1 3a00JICBaHMS,
CIIOCOOCTBYET HE TOJIBKO
Pa3BUTHUIO CEPACYHO-
COCYIUCTBIX OCJIOXKHEHUM, HO U
MOSIBJICHUIO Y HEKOTOPBIX JIMIL
0CO0O0M CHUJIBI IyXa U
YMCTBEHHOW OHapEHHOCTH.
CnocoOBbI JICYECHUS HEU3BECTHBI.
CuuTaroT, 4To €10 00JIeIn
ITarannan, AHAEPCEH,
HyKOBCKUHU.

ApaxHOJAKTUJINA




[TaraHunHN®



/IN30CTO3bI

(dysostoses; rpeuy. dys- + osteon
KOCTb + -0SiS)

rpynna Hac/ieACTBEHHbIX
3a60/1€BaHUM CKeneTa,
NPOSIBAAIOLMXCA HAPYLUEHUEM
(bopmMoob6pa3oBaHUA KOCTEMN
BC/leACTBUE AedeKTa B
ME3EHXMMaJIbHbIX U
3KTOAEPMaJIbHbIX TKAHAX.
Pa3siM4yatoT YyepenHo-

.o

NEWsS
WLV R

iy K /IOUMYHDIN, YEPErTHO-/IMLIEBOM,

http://?edpost.ru/ ~
YE/NIIOCTHO-J/IMLUEBOU U PAL APYIUX

JM30CTO30B (AUCMNNA3UM).



ATOCOMHO-GUEECHBHBIC D0Ne3HH

MyTaHTHBIN I'€H OPOSBISAETCA TOJIBKO B TOMO3UTOTHOM
COCTOSHUH.

BonbHBIE MAIBYMKHA U ACBOYKH POKIAIOTCS C OQUHAKOBOU
4aCTOTOM.

BeposTHOCTh poKJIeHUsI O0JILHOTO peOeHKa cocTaBisieT 25%.

Popgutenu O0IbHBIX JeTel (DEHOTUITNYECKU MOTYT OBITh
3I0POBbI, HO SIBJISIFOTCSI T€TEPO3UTOTHBIMU HOCHUTEIISIMU
MYTAHTHOTI'O I'¢Ha

AyTOCOMHO-PEIIECCUBHBIN TUII HACJIEA0BAaHHUS 00JIee XapaKTepeH
115 3a00JIEBaHUM, ITPU KOTOPBIX HapyIleHa (DYHKIMSI OJHOIO
WJIA HECKOJIbKUX (DEPMEHTOB, — TaK Ha3bIBACMBbIi
Gpepmenmonamuti



1. deHnIKETOHYpUS
2. Muxpouedanus

3. MxTno3 (He CLEINICHHBIN C
ITOJIOM )

4. llporepus



NMnporepmua

IIporepus (rped. progeros
PEKICBPEMEHHO
COCTApUBIINAMCS ) —
MaTOJIOTHYECKOE COCTOSHHE,
XapaKTEepU3YIOIIECECs
KOMILJICKCOM M3MEHECHUHN KOXH,
BHYTPEHHHUX OPraHOB,

00y CIIOBICHHBIX
IPEKICBPEMEHHBIM CTapCHUEM
opranu3Ma. OCHOBHBIMH
(hopMaMH SIBJISETCS JETCKas
nporepust (cuHapoM I erunHCcOHa
(XaguuHcoHa) — l'mnndopaa) u
IPOTEPUS B3POCIIBIX (CHHAPOM
BepHepa).



PeHUNKeToHypus

PeHUNNKEToOHYpUns
(peHunnupoBuHorpagHas
onuroppeHns) — HacrneagcTBeEHHOE
3abonesaHue rpynmnbl
doepmMeHTOonaTnn, CBA3aHHOE C
HapyLweHnemMm meTabonuama
aMMWHOKWNCIOT, rMaBHbIM 06pa3om
doeHnnanaHnHa. ConpoBoXXaaeTcs
HakonneHmem deHunnanaHmHa n ero
TOKCUYECKUX MPOOYKTOB, YTO NpuBoAUT
K Tshkernomy nopaxenuto LUHC,
NPOSABNSAOWEMYCS, B YACTHOCTU, B
Buae HapyLweHUs YMCTBEHHOIO
pasBnUTUA.



MXTMO3

HxTHo3 (rpeu. - ppida) —
HACJIECTBEHHBIN JIEPMATO3,
XapaKTEePU3YIOIIUCS

i Py3HbIM HApyICHUEM
OpOTOBEHUS T10 TUITY
TUIIEPKEPATO3a, IPOSABISACTCA
oOpa30BaHUEM Ha KOXKE
YEIIyeK) HAaIIOMUHAIOIIAX
PBHIOBHU.




boJie3nnu,
CleIlJIEHHBbIE C I10JI0M

1. remopuiauu A u B,

2. 0oJ1e3HM Pa0dpH (pELECCUBHOE
HaCJI€IOBAHUE, CHEIVICHHOE ¢ X XPOMOCOMOM)

3. pochar-auadeT (JOMHUHAHTHOE
HACJIeI0BaHMUE, CLICIUICHHOE ¢ X XPOMOCOMOM)



*a. BO3HUKAIOT BCJIEACTBUE U3MECHEHUS YHCIia

WJIN CTPYKTYPHI XPOMOCOM.

¥
0. IIpu xaxxgoM 3a00JieBaHUM HAOIIOAAETCS
TUMWYHBIN KAPUOTUIT U (PEHOTUIN (HAIIpUMED,
cunapom JlayHa).

%
B. XpPOMOCOMHBIE 00JIE3HH BCTPEUYAOTCS

3HAYUTEIILHO Yallne MOHOTCHHBIX (6 -10 u3
1000 HOBOPOKIECHHBIX ).



[€HOMHbIE MYTaLUK

*anz[pOMa HspemeBckoro-TepHepa,
*Bo1e3Hb JlayHna (tpucomus 21),
*annpOMe Kaanngeabsrepa (47,XXY),

*
CHH/IPOM «KOIIAYbero KPUKa»



DONEEHD fay

*Bosne3Hs, 00y CJIOBJICHHAS
AHOMAJIMEN XPOMOCOMHOIO
HaOopa (M3MEHEHHEM YHCJIa
WJIA CTPYKTYPbI ayTOCOM),
OCHOBHBIMU MPOSBICHUSIMHU
KOTOPOH SIBJISIFOTCA YMCTBEHHAS
OTCTaJI0CTh, CBOCOOpa3HBIN
BHCIIHUN 00K OOJIbHOTO 1
BPOKJCHHBIE IOPOKH PA3BUTHSL.
OnmHa u3 HauoOosee
pacipoCTpaHEHHBIX
XPOMOCOMHBIX OOJIE3HEM,
BCTPEUYACTCS B CPEIHEM C
gactorou 1 Ha 700
HOBOPOXKICHHBIX.




% LV
OOyCIOBIEHBI B3aUMOACHCTBUEM

OIIPEACICHHBIX KOMOMHAIINH aJlJICJICH Pa3HBIX
JIOKYCOB M 9K30T€HHBIX (PaKTOPOB.

%
[TomureHHbIe 00JIE3HU HE HACIECAYIOTCS MO
3aKoHaM MeHens.

3%
J1J11 OLIEHKH T€HETUYECKOTO PUCKA
MCHOJb3YIOT CIICHUAIbLHBIC TaOIMIIbI



3
HEKOTOPHIC 3JI0KaU€CTBECHHBIC
HOBOOOpPa30BaHUS,

*
IIOPOKY Pa3BUTHA,

3
PEPACIONOKEHHOCTh K CaXapHOMY THA0ETy U
AJIKOT'0JIN3MY,

3

paciieIuieHue ryobl U HeOa,
3 .

BPOXKJICHHBIN BBIBUX O€/pa,
%

MM30(PEHMUS,

%
BPOXKICHHBIC OPOKH CEpALIA



PacujenvHa ryooi u Heba

%
PacuienuHbl ryobl U

HeO0a COCTaBIISIIOT
86,9% oT Bcex
BPOXKJICHHBIX
TIOPOKOB Pa3BUTHUS
JIALa

www.vo lgograd.

http://www.volgograd.ru/theme/medic/stomatologiya/det
skava stomatologiya/23256.pub




PAKTONbI DUCKA

* ¥
dusnveckue GaxkTopsbl (Pa3INUHbIE BUIbI HOHU3UPYIOIIEH
paauanyu, yasTpadroaeTOBOE U3ITyYEHHUE)

*
Xumundeckue GaxkTopbl (MHCEKTUIM/ I, TepOUIINAbLI, HAPKOTHKH,
aJIKOT'0JIb, HEKOTOPhIC JIEKapPCTBEHHBIC IIpenaparhl 1 JIp.BEIISCTBA)

* 4
buojsornyeckue paxkTopsl (BUPYCHI OCIBI, BETPSIHON OCIIbI,
AMMUIEMHAYECKOIO apOTUTa, IPUIIIa, KOPH, FreraTuTa 1 Jp.)



NpotimmmnaKrTmmEa

%
MennKo-reHeTUYECKOE

KOHCYJBTUPOBAHUE IPU
OEpEMEHHOCTH B BO3pacTe 35 leT U
cTapiie, HaJIMYUKM HACJIeACTBCHHBIX
00JI€3HEH B POIOCIOBHOM

¥
M ckiaroueHne poaCTBEHHBIX OpaKoB



3
Jlnerorepanus

#
3aMEeCTUTEIbHAS TEPAIHs

3
YnaneHne TOKCMYeCKUX MPOAYKTOB OOMEHA BEIECTB

3% .
MenreoMeTopHOE BO3ACUCTBUE (HA CHHTE3
(epMEHTOB)

3%
M ckar4YeHne HEKOTOPKIX JIEKApCTB (0apOUTypaTos,
CyJib(paHWIaMHI0B U JIp.)

¥
XUPYPruueCKOe JCUCHUE



*3apanue:

Bam aaHbl 5 doTorpadum
JI0Jen C Hac/ieACTBEHHbIMM
3aboneBaHMAMU. Hanuwmte
K KaKou rpynne, noarpynne
OTHOCUTCSA 3a00/1IEBaHME U
KakK OHO Ha3blBaeTcH.
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Cnacubo 3a
BHMMAaHMe




