


HacneacrBeHHbBIE O0JIC3HU:
Knaccuduxamnus
Mosnorenusle 00JIe3HU
XPpOMOCOMHBIE OOJIC3HU
[Tomurennsie 00JIE3HU

dakTopbl pUCKa BOSHUKHOBEHUS
HACJICCTBEHHBIX 3a00JI€BaHUM

[IpodunakTrka 1 I€4YCHUE HACICACTBCHHbBIX
00JIe3HEH




HacaeacrBeHHbIe 00J1e3HM — 3a00J1eBaHUS]
YeJI0BeKa, 00yCJI0BJIEeHHbIE XPOMOCOMHBIMH H
reHHBIMH MYTAalUSIMMH.

HacneAcTBEeHHbIE DONE3HM

Hepeako ommd04YH0 TEPMUHBI «HACJCACTBEHHAA 00JI€3Hb) U
«BPOKIACHHAS 00JI€E3HB» YHOTPEOJIAOTCH KAK CHHOHUMBbI,
0/IHAKO BPOKICHHBIMHU 00JIe3HAMHU HA3BIBAKOT Te
3200/1eBaHUsl, KOTOPbIC UMEIOTCH yKe MPU POXKIACHUH
pedeHKa 1 MOryT OBITh 00YCJIOBJICHBI KAK
HACJICICTBEHHBIMHU, TAK U IK30r¢HHbIMHU (pakTOpamMHu.







OOyCI0OBIE€HBI MYyTALMSIMHU UJIH OTCYTCTBUEM
OTJECJIbHBIX T€HOB U HACJIEAYIOTCS B [IOJIHOM
COOTBETCTBUU C 3aKOHAMU MeEHIEIs
(ayTOCOMHO€ WMJIX CLEIICHHOE ¢ X-
XPOMOCOMOM HACJIEI0BAHUE, IOMUHAHTHOE
WJIN PELIECCUBHOE).

MyTanuu MOTYT 3aXBaThIBaTh KaK OJIMH, TaK U
00a ajuiend.




KnuHuyeckue nmposiBICHNUS BO3ZHUKAKOT B PE3YJILTATE
OTCYTCTBHUSA ONPEACICHHON FT€HETUYECKOM
MH(pOpMaLMHU JIMOO peannu3ainuu 1e()EKTHOM.

XOTs pacOpOCTPAHEHHOCTh MOHOTE€HHBIX 00JIC3HEH
HEBBICOKA, MOJIHOCTHIO OHU HE MCYE3ALOT.

J1711 MOHOTEHHBIX OOJIE3HEN XapaKTECPHBI
«MOJIYaIlKe» T€HBI, ICHCTBUE KOTOPHIX IPOSIBIISIECTCS
IO BIUSIHUEM OKPYKAFOIIEN CPEIBI.




U rocoo-RoMnwanTHb ez

B oCHOBE JI€KUT HAPYILIECHUE CUHTE3a CTPYKTYPHBIX
OCJIKOB MJIH OCJIKOB, BBIIOJHSIIOIINX COCIA(DUUCCKUE
(GyHKIMU (HampuMep, reMoryIo0nHa)

JIeWCTBHE MYTAHTHOI'O T'€HA IIPOSABIIACTCS
IIPAKTUYECKU BCETIA

bOJIbHBIE MAJIBYUKA U JEBOYKH POXKIAFOTCA C
OJIMHAKOBOU YaCTOTOM.

BeposaTHOCTh pa3zBUTHS 00JIE3HU B IIOTOMCTBE
coctaBisgeT 50%.




Cungpom MapdaHa

6one3Hb OnbpanTta
AN30CTO3bl

OTOCKJ1epo3
napokKcusmMasribHas Muonnerus
Tanaccemusa v ap.




HacnencrBeHHoe 3a001€BaHue
COCIUHUTEIIbHON TKAHU , IPOABIISAIOIEECS
M3MEHEHUSIMM CKEJIETa: BBICOKUM POCTOM C
OTHOCUTEJILHO KOPOTKUM TYJIOBHIIIEM |,
JTJIMHHBIMH [MayKOOOpa3HbIMU MajablaMu (
apaxHOJAKTUJINS ), Pa300ITaHHHOCTbBIO
CyCTaBOB , YaCTO CKOJHO30M , KH(PO30M ,
aeopmausaMu rpyIHON KIIETKH ,
apKooOpa3zHbIM HEOOM . XapaKTEepHbI TaKkKe
MMOPaXEHUA I71a3 . B CBA3M ¢ aHOMaIHUAMU
CEPAECYHO-COCYAUCTON CUCTEMBI CPEIHSA
IPOJOJKUTEIBHOCTD JKU3HU COKPAIICHA.

http://medarticle37.moslek.ru/articles/15184.htm




'l

Il“” Bricokuii BEIOpOC agpeHalIMHA ,

XapaKTEePHbIN JIA

3a00JICBaHUS, CIIOCOOCTBYET HE
TOJBKO PA3BUTHUIO CEPACUHO-
COCYIUCTBIX OCJIOKHEHUH, HO U
MOSIBJICHUIO Y HEKOTOPBIX JIHII
0CO0O0M CHUJIBI yXa U
YMCTBEHHOU OJIAPEHHOCTH.
CnocoOFI JIeueHUs
Hen3BeCTHBI. CUMTAIOT, 4TO €10
oonenu Ilarannau, AHAEpCeEH,
YyKOBCKUHU.

ApaxHOAAKTHIUSA

http://www.nld.by/imagebase/ib298/ib_stat14 1.htm




U Dyrocomso-peuecouBibe Goneaiy

MyTaHTHBIN I'€H OPOSBISAETCA TOJIBKO B TOMO3UTOTHOM
COCTOSTHUH.

boJIbHBIE MAJIBYMKU U J€BOYKH POXKIAAKOTCSA C OJIMHAKOBOU
JaCTOTOMU.

BeposTHOCTh pokI€HUS O0ILHOTO peOeHKa cocTaBiseT 25%.

Poautenn OONBHBIX eTeW (DEHOTUIUYECKH MOTYT OBITh
3JI0POBBI, HO SBJISIFOTCSI TE€TEPO3UTOTHBIMU HOCHUTEIISIMHU
MYTAHTHOI'O T€Ha

AyTOCOMHO-PEIIECCUBHBIN THUIT HACJIEAOBAHUS O0Jee
XapaKTEPEeH IS 3a00JIEBaHUM, ITPH KOTOPBIX HApYyIlIEHA
(PyHKIIHST OAHOTO WM HECKOJIBKUX (DEPMEHTOB, — TaK
Ha3bIBA€MBbIN (hepmenmonamut




DOEHUIKETOHYPUS
Mukponedanus
MXTHo3 (HE CUEINICHHBIM C II0JIOM )

IIporepus




IIporepus (rped. progeros
IPEKAECBPEMEHHO COCTAPUBIIIUIACS )
— IIaTOJIOTUYECKOE COCTOSIHUE,
XapaKTEpU3YyIOIIEeCss KOMIIJIEKCOM
M3MEHECHHUN KOXXKH, BHYTPEHHHUX
OpraHoB, 00YCJIOBJIEHHBIX
IPEXKAECBPEMEHHBIM CTaApEHUEM
opranu3ma. OCHOBHbIMHU (hOpMaMHU
SABJISETCS JEeTCKas Iporepust
(cuaapoM I eTunHCOHA
(XaguuHcoHa) — ['undopaa) u
IpOorepust B3pOCbIX (CUHAPOM
Bepnepa).

http://l.foto.radikal.ru/0612/08e0016d1d34.jpg




odvd , fll'

Ilporepus
S Hayan cTapeTh, )KU3Hb U TaK KOPOTKA.
Y MHOTHX JItOJIEH OHA, KaK peKa —

Hecercs kya-To B MaHSIIYIO JaJb,
Jlapys To pagocTh, TO CKOPOb, TO MEYaITb.

Mos xe mogo0Ha ckaje ¢ BOIOMaaoM,
Yro namaet ¢ HeOa cepeOpsSIHBIM IPAJAOM;
Tou karuie, KOTOpOi CEKyHa J1aHa,
JIuib 4TOOBI Pa30MTHCA O KAMHHU Y JIHA.
Ho 3aBuCTH HET K MOTYyYEN peKe,

YTO POBHO TEUET MO TPOIE HA MECKE.
VYnen ux oiuH, — 3aKOHYUB CKUTAHbS,
[Tokoit 00pecTr B MOPSIX COCTPAJIaHb.

[IycTh BEK MO HE JI0JI0T, Cy/IbOBI HE OOIOCH,
Benp, B ap npeBparsich, BHOBb K HEOY BEPHYCh.

29 cenmsabps 2000 2o0a

bviuxkoe Anexcanop

Scientific.ru



T IXTMO -

HxTHo3 (rpeu. - ppida) —
HACJIEICTBEHHBIN JIEPMATO3,
XapaKTEePU3YIOIUNCS

i Py3HbIM HApyIICHUEM
OpOTOBEHUS I10 TUITY
TUIIEPKEPATO3a, IIPOSBISACTCSA
o0pa3oBaHHEM Ha KOXKE
YEIIyeK) HAIIOMUHAIOIIAX
pPBHIOBH.

O http://images.vandex.ru/vandpage?&a=1900511643&p=0&aqg=ih&text=%E8%F5%F2%E8%EE
%E7%20%ED%E5%20%F1%F6%ES5%EF%EBY%ES%ED%ED%FB%EQ%20%F1%20%EF%EE
%EB%EE%EC&rpt=simage




MbIIICYHASA JUucTpo(pusa Tuna /[roumeHna,
remopuanu A u B, cuaapoma Jlema —
Haiixana, 0ose3nu I'ynTepa, 00j1€3H1
®adpu (pereccuBHOE HACIEAOBaHUE,
CLICIUICHHOE ¢ X XpOMOCOMOM)

(ochar-quadeT (JOMUHAHTHOE
HAcCJICAOBAaHUE, COCIICHHOE C X
XPOMOCOMOM )




a. Bo3HHMKarOT BCIE€ACTBUE U3MEHEHUS YMCIIaA
WJIN CTPYKTYPBI XPOMOCOM.

0. IIpu xaxxgoM 3a00JIcBaHUM HAOIIOAACTCS
TUIUYHBINA KAPUOTUII U (PEHOTHUII (HaIIpUMED,
cuHapoM JlayHa).

B. XpOMOCOMHBIE 00JIE3HH BCTPEUYAOTCS
3HAYUTEIBHO Yallle MOHOT€HHEBIX (6 -10 u3
1000 HOBOPOXKICHHBIX ).




[€HOMHbIC MYTaLUK

cunapoma llIpemeBckoro-TepHepa,
0oJj1e3Hb /layHa (Tpucomus 21), cunapome
Kaanngeasrepa (47,XXY), CHHAPOM
«KOIIAYbEro KPUKa»




bone3Hb, 00yclIoBICHHAS
AHOMAJIUEU XPOMOCOMHOTO
HaOopa (M3MEHEHUEM YHCJIa
WUJIA CTPYKTYPBI ayTOCOM),
OCHOBHBIMH IIPOSIBICHUSIMH
KOTOPOU SIBJIAIOTCSA
YMCTBEHHAsI OTCTAJIOCTb,
CBOCOOpAa3HbIN BHEIIHUM
00JINK OO0JILHOTO U
BPOKJICHHBIC TOPOKHU
pa3putus. OngHa U3 HauOoJee
pPaCIPOCTPAHEHHBIX
XPOMOCOMHBIX OOJIE3HEM,
BCTPEYACTCSA B CPETHEM C
yactoTou 1 Ha 700
HOBOPOXICHHBIX.




‘ | Ha magonu gacto
O0OHaAPYKUBAKOT .neanb awa

MIONIEPEYHY IO

CKJIQJIKY

Kapuotun 6onbHoro



A A OB

OOyCI0OBIECHBI B3aMOJICHICTBUEM
ONpPEACIICHHBIX KOMOMHAIIAM aJlIeJIC pPa3HbIX
JJOKYCOB M DK30I€HHBIX (JaKTOPOB.

[lonmureHHbIE 00JIE€3HU HE HACICAYIOTCS IO
3akoHaM MeHnedd.

J1J1s1 OLIEHKH T€HETUYECKOTO PUCKA
MCIOJb3YIOT CIICLHAIbHEIC TaOIMIIbI




HEKOTOPHIC 3JT0OKAYE€CTBCHHBIE
HOBOOOpa30BaHUsl, HOPOKHU Pa3BUTHS, a
TAKKE OPEAPACIIONOKEHHOCTh K MbC,
CaxapHOMY AUA0ETYy U aJIKOTOJIM3MY,
paclieIuieHue ryosl U HeOa,
BPOKICHHBIM BBIBUX O€/pa,

30 PEHUS, BPOKIACHHBIE IIOPOKHU

cepana




..||\H| Pacuienvua ryonl m Heba

1 PacmennHsbl
ryObl 1 HEOA
COCTaBJISAIOT
86,9% 0T Bcex
BPOXKJICHHBIX
ITIOPOKOB
Pa3BUTHS JIMILIA

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




R DaKTONbI PUCKA

dOusnueckue GpakTopsbl (Pa3IUIHbIC BUIBI
MOHU3UPYIOIIEH paaualvy, yIbTParoIEeTOBOE
M3JTyYCHHCE)

Xumunueckue pakTopbl (MHCEKTUIUABI, TSPOULIUIEI,
HAPKOTHKHM, AJIKOTOJIb, HCKOTOPHIC JICKAPCTBCHHBIC
Ipernaparhbl U Ip.BEIICCTBA)

buojsiornyeckue GpaxkTopbl (BUPYCHI OCIIHL,
BETPSIHOM OCIBI, SIUASMAYECKOrO NapOTHUTA, IPHUIIIIA,
KOpH, TenaTuTa u ap.)




D odnaRTwvii

Menuko-reHeTU4eCKoe
KOHCYJIETUPOBAHME IIpU OEPEMEHHOCTH
B BO3pacTe 35 JIET U CTapllle, HAITUYUHU
HaCJICACTBECHHLIX 00JIC3HEH B
POJIOCIIOBHOU

M ckroueHne poaCTBEHHBIX OpaKoB




Jlnerorepanus

3aMeCTUTENIbHAS TEPATTUS
VYhaneHue TOKCMYeCKUX IMIPOAYKTOB OOMEHa BEIIISCTB

MenneomMeTOpHOE BO3ICUCTBUE (HA CUHTE3
(epMEHTOB)

M cknroueHne HEKOTOPHBIX JIEKAPCTB (0apOUTypaToB,
CyJb(PaHUITIAMHUIOB U JIP.)

XUPYPruyeckoe JICYCHUE




